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MNEPEJOBAS

IIpodeccoHa bHAsI OTBETCTBEHHOCTh MEUIIMHCKOTO PA0OOTHHKA M 0€30MAaCHOCTh
NanyeHTa ¢ NO3UIIMHA BPavya-KJIMHUIIMCTA
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Professional responsibility of a medical professional and patient safety from the perspective
of a clinician
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Bomnpocs! npogeccuoHaIbHOI 0TBETCTBEHHOCTH MEIUIMHCKIX PAOOTHUKOB 00CYK/IAIOTCS C PA3HOI CTENeHbI0 MHTEHCUBHOCTH YiKe
MHOTHE TOJIbl CPelH CNENUANMCTOB CHCTEMbI 3PABOOXPaHEeHHs1 M B Macc-Menua. ClIOXKMBIIASCSA MPAKTHKA NMPHUBJICYEHUS] Meu-
HMHCKUX PA0OTHUKOB K OTBETCTBEHHOCTH NMPHU MOCTYIJIEHMH MCKOBBIX 3asIBIEHUIl OT MALMEHTOB M MX 3aKOHHBIX MpeICTaBUTEIel
B CJiyyae HeOJAronpusATHBIX MCXOJOB JiedeHHs CBUAETEIbCTBYET, YTO BUHA CNENUAIMCTA B OOJBUIMHCTBE CJIy4aeB ONpeneseTcs
€ro JIeiicCTBUSIMM WM Oe3JeiicTBHeM. ABTOPBI MPHBOAAT A0BOJbI M PACCYKIAIOT O TOM, YTO, HAPSAY C OLIMOKAMM, BO3HUKAIOWIUMHI
HeNMoCPeJACTBEHHO Y MeIUIMHCKOr0 PabOTHUKA, eCTh (haKTOPBI, BIUSIONIME HA MCXOJ NMPOBOIMMOIO JieYeHUs, B TOM YHCJe 00y-
CJIOBJICHHbIE OCOOEHHOCTSIMH CAMOTO MAIMEHTA, KOTOPble HEBO3MOXKHO MPEABUIETh M KOTOPbIE, KAK MPABHJIO, OCTAIOTCS BHE MOJIS
3peHus oduecTsa.

Karouesnie caosa: demu, meduyunckuii pabomuuk, epat, meocecmpa, npogecCUOHANbHAS OMBEMCIMBEHHOCMb, Ye0106H0e 0e10, npogdec-
CUOHANUIM.

Ansa yntuposauns: Jlazapes B.B., KpanvskuH A.U. lpogdeccroHanbHasi OTBETCTBEHHOCTb MEAULMHCKOro paboTHVKa 1 6e30r1acHOCTb nawum-
eHTa C rnoavumu Bpaya-kanHuumcta. Poc BectH nepuHaron v neavatp 2024; 69:(4): 5-10. DOI: 10.21508/1027-4065-2024-69-4-5-10

Responsibility of medical professionals has been discussed with varying degrees of intensity for many years among healthcare pro-
fessionals and in the media. The established practice of holding a medical professional accountable when claims are received from
patients and their legal representatives in the event of unfavorable treatment outcomes indicates that the guilt of a specialist in most
cases is determined by his or her actions or inactions. The authors give arguments and discuss that, along with errors that occur
directly to the medical professional, there are factors that influence the outcome of the treatment, including those caused by the char-
acteristics of the patient himself, which cannot be foreseen and which generally remain unknown to the society.

Key words: children, medical professional, doctor, nurse, professional responsibility, criminal case, professionalism.
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Ha IIPOTAKEHUMN MHOIUX JIET CIeHuaJucTaMu
CHUCTEMBbI 31PaBOOXpaHEHUA U B MaCC-MeMa C pa3-
HOM CTENEHbK MHTEHCHUBHOCTHU O6CY)K,Z[a}OTCH BOIIPOCHI
HpO(bCCCHOHaHBHOVI OTBETCTBEHHOCTU MECINITMHCKHNX
pa6OTHI/IKOB. ABTODBI TAKXKE ABJIAIOTCA NMPAMBIMU y4acCT-
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HUKAMU 3TOTO OOCYXIEHUsT B KadyecTBe OKCITEPTOB
Mpu CyAeOHO-MEANIIMHCKONM 2KCIEepTU3e M HEMoCpe-
CTBEHHO KJIIMHWYECKUX PAOOTHUKOB B CHCTEME 3IpaBO-
oxpaHeHMs. B mepBoM cilydae TIPUXOAMTCS OILCHUBATh
paboTy KOJIET, a BO BTOPOM — CBOM AECHCTBUS C MO3U-
LMY TTPENITOJIATaeMOTO BHEIITHETO SKCIIePTa.

W13 o611ero uKcia yroJoBHBIX J1eJ1, TIPeACTaBICHHbIX
Ha 9KCTIEPTHYIO OIIEHKY, OCOOCHHO 3allOMHWJINCH JIBa,
OCTaBUBIINME HauboJiee OCTpble BIevaTiieHus. B mep-
BOM paccMaTpUBAINCh NEHCTBUS aHeCTe3MOoJIora-pea-
HUMAaToJIoTa OJHOW M3 pPallOHHBIX OOJBHMII, KOTOPBIM
OTKa3aJl HaXOAWBIIEMYCS B JieYeOHOM yUpekIeHUU
pebeHKY MpU YXYAIIEHUN ero COCTOSIHUS B TepeBoIe
B OTIeJICHUE peaHNMAaIlii, 000CHOBAB 3TO OTCYTCTBUEM
MPakKTUKU PabOThI C JAETbMU, MPU 3TOM He TIPEeANnpu-
HSIB HUKAKUX AEUCTBUI K TOMY, YTOOBI OpraHM30BaTh
TepeBon pebeHKa B Apyroe MpoduibHOE yUpeXIeHUe
WJIA TIPOBECTU KOHCYJIBTAIINIO C TTPOMWIHLHBIMUA CTIEII -
aCcTaMu, UMEIOIIMU OITBIT pabOThI ¢ IeThbMU. B uTore
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pebeHOK OB TMepeBeleH C 3alo3maHueM B JIPyroe
JledyeOHOe YIpeXKIeHNE U, K COXAJICHUIO, CITydaii 3aBep-
IIWJICS JIETAJTbHBIM MCXOAOM. BTOpoii mpumep — yro-
JIOBHOE JIeJI0 MPOTUB aHeCTe3MOoJoTa-peaHnMaTolIora,
MTPOBOAMBIIIETO OOIIYIO aHECTE3UI0 Y pebeHKa ¢ BpOXK-
IIeHHBIM 3a00JieBaHMEM OOMEHa BEIIeCTB IpU aMOya-
TOPHOM CTOMATOJIOTUYECKOM JiedueHUH. Bpau mcrosb-
30Bajl B CBOEl paboTe MCKIIOYUTEIBHO pa3pelreHHOe
MEIUIIMHCKOE 00OpylOBaHUE, PACXOIHbIC MaTepualbl
U JIeKapCTBEHHBIE CPEACTBA COMIACHO WHCTPYKIIUU
K mpemnapaTtaMm, cobJifogas Bce TpeOOBaHUS K BBHITTON-
HEHUI0O CBOMX MpPOMECCUOHANBHBIX 00SI3aHHOCTEMN.
OnHako y pebeHKa BO3HUKJIA HeTIpeABUICHHAs peaKivst
Ha MPUMEHEHHBI TIpernapaT aHeCcTe3Un, KOoTopast pH-
BeJla K HapylIeHWIO CepAeuyHOil NesTeTbHOCTH, Tepe-
BOJY €TO B CTAlIMOHAP U B MOCJIEAYIONIEM K JIETATbHOMY
ucxony. B 6ecene co ciienoBaTeIsIMU IO JAHHOMY CITy-
4al0 CO CTOPOHBI COTPYAHUKOB CJEICTBEHHOTO KOMMU-
TeTa Mpo3Bydyajia (pasa, B CMBICJIOBOM 3HAYeHUM yKa-
3pIBAIOIIAs HA TO, YTO HE MOXKET TAKOTO OBITb, YTOOBI
MaleHT yMep, a BAHOBHBIX HET.

B nepBom ciyyae BUHaA Bpada, OTKa3aBIIEro B Jieue-
HUU pebeHKY 1Mo HeOOOCHOBAHHOMY TTOBOAY M HE TIPOsI-
BUMBIIIEMY HUKAKOTO YJ9aCTHsI B TOM, YTOOBI OpTaHU30BaTh
9Ty TOMOIIb, HECOMHEHHA, M OH 3aCIyXMBAeT CaMOTO
CTpPOro HakazaHus. Bo BTOpoM cilydae Helb3s corjia-
CUTbCA ¢ (hpa3oii COTPYIHUKOB CJIEACTBEHHOTO KOMMU-
TeTa, TPAKTYeMOI B OTHOIIEHUU TOJbKO MEIMIIMHCKHUX
pabotHukoB. K coxkaneHu1o, Kak MpaBWJIO, HE YUUTHIBA-
I0TCS 0OCOOEHHOCTHM KOHKPETHOTO TallMeHTa, KOTOpbIE,
KaK TIOKa3bIBAIOT WCCIEIOBAHUS B OOJACTU W3YUEHUS
reHoMa 4YeJloBeKa, MOTYT TMPUBHOCUTHL CYIIECTBEHHBIE
U TIOpOM KpaliHe HeoXUIaHHbIe N3MEHEHUs B OTBETHYIO
peakiio Ha MCIOJb30BaHHBIE W AaBHO TPUMEHsSIEMbIe
JIeKapCTBEHHBIE CPEICTBA.

OTUMMU JIBYMs TIpUMEPAMU MbI IOMNBITAIIUCH IIPO-
JIEMOHCTPUPOBATh, HACKOJbKO Pa3HOOOPa3HBIM MOXET
OBITH CITEKTP BOIMPOCOB, BKIIOUAEMBIX B TTIOHATHE «ITPO-
(beccmoHabHasI OTBETCTBEHHOCTh MEIMIIMHCKOTO PabOT-
HUKa». DTO MOOYIMUIIO HAaC TIPENCTAaBUTh BUACHUE JTaHHOM
MPOOJIEMBI ¢ TTIO3UIIMY KIIMHUYECKOTO pabOTHUKA.

IIpodeccuonanbHasi OTBETCTBEHHOCTh MeEIUIIMH-
cKoro paboTHUKa, OyAb TO Bpay, CPEAHUN WM Miaji-
M MEIWLMHCKUI NepcoHad, HanpsMyl CBs3aHa
¢ OesomacHocThio MmanueHTa. Ilpy 3TOM camMo MOHS-
THe «IpodecCuoHaIbHasl OTBETCTBEHHOCTb» BMECTE
C TaKMMM TIOHSITUSIMU, KaK <«IIOJOTYETHOCTb» U «O0SsI-
3aHHOCTb», C OIHOW CTOPOHBI, MO3BOJSIET MEIUIUH-
CKUM pabOTHUKAM MMETh JIIOOYIO CTeTleHh aBTOHOMUU
B cBOell mpodeccruoHaIbHON MpaKTHUKE, a C APYyro —
00s3bIBaET MPUHUMATh OTBETCTBEHHOCTD 3a CBOM JIEii-
CTBUSI U OOOCHOBBIBATH MX, a TaKXXe HECTM HaKasa-
HUE 3a JOMYyIIeHHble B paboTe OIMOKM, MPUBEIIINE
K HeOJIaronpusaTHBIM ucxonam [1].

B Poccuu mo ntoram 2023 . B OTHOILIEHUH MeIpa-
GOTHUMKOB OBLIO BO30YXIEHO MPUMEPHO Ha 25% Gosbliie
YTOJIOBHBIX e, ueM B 2022 T.: 2332 npotus 1860 coort-

NEPELOBAS

BeTCTBeHHO. Yallle Bcero Jesia BO30YXXIaauch MO CTaThe
109 VronoBHoro komekca P® (mpuynMHEeHHE CMepTH
MO0 HEOCTOPOXHOCTH) — 1697 cimydaeB, Mo cTaThe 238
(okazaHue yclyr, He OTBEYalOUIUX TpeOOBaHUAM 0Oe3-
oracHocTh) — 463 nena, 1o crathe 118 (mpuymHeHUe
TSDKKOTO Bpelia 3M0POBBIO TI0 HEOCTOPOXKHOCTH) U CTa-
Tbe 293 (xamaTHOCTb) — 24 1 124 nena COOTBETCTBEHHO.
Cpenn MeIWIUHCKUX CHEUMaNbHOCTEN  JuaepamMu
110 9acTOTe yrOJIOBHOTO TpecienoBaHus mo cratbe 109
YronosHoro koaekca PD B oTHOIIEHNU MEAULIMHCKUX
pPabOTHUKOB SIBJISIOTCSI aKyllep-TUHEKOJIOT, Teauarp,
HEOHATOJIOT, XUPYpPr, aHecTe3MOoJor-peaHnMaToJIorT,
tepaneBT. B mepuon ¢ 2012 o 2021 r. Ha paccMoTpeHUe
B LenTp cyamemskcriepTu3bl MuH3ApaBa IOCTYITUIO
3618 yroJoBHBIX e, U3 KoTopbix 718 (15,3%) xacanuch
akymepoB-TuHekonoroB, 371 (10,3%) wHbeKIIMOHU-
ctoB u 364 (10,1%) xupypros [2, 3]. B 2022 r. npoTus
AHECTE3MOJIOTOB-PEAHUMATOJIOTOB  OBITM  MWHULIMHUPO-
BaHbI (0,54%) u3 1860 yrosoBHBIX el B OTHOLICHUU
MeapabOTHUKOB [4].

IIpodeccronanbHass OTBETCTBEHHOCTb OTHOCHTCS
HEIMOCPEACTBEHHO K MEIUIIMHCKOMY paOOTHUKY, 00Ja-
JAloEeMy OIpeneeHHBIMA 3HAaHUSAMU, KOMITETEHTHO-
CTBIO W TIOJTHOMOYMSIMU OCYIIECTBJIATh CBOIO TIpodec-
CHOHAJIBHYIO JESITeIbBHOCTh B COOTBETCTBUU CO CBOMMU
pelIeHUsIMU: IeWCTBOBATh WM He NeHCTBOBATh, KaKoe
JledeHe HeoOXOMMMO M KaK JIydIlle BCETO €ro MpoBO-
IIUTh, KaK 000CHOBATh CBOU NEHCTBUS WU Oe31eicTBIE
Ha OCHOBE MMEIOIIUXCS 3HaHUI U ombITa. BMmecTe ¢ Tipe-
WMYIIeCTBaMU, KOTOpbIE 3aKJIIOYAlOTCS B aBTOHOMUU
MPUHSITHAST COOCTBEHHBIX KIMHUYECKUX PEIIeHU, Mpo-
deccruoHaabHass OTBETCTBEHHOCTh OMpeAeNiieT W 00s-
3aTeNbcTBA.  bomblneir  yacThio  mpocdeccuoHaabHas
NeSITeTbHOCTh HOCUT PYTUHHBIN XapakTep W HUYEM
He TIpuMeYaTeibHa, TTOCKOJIbKY MAaIllMeHT IMOoJTyJaeT Heo0-
XoauMoe JieueHue 0e3 MOOOYHBIX 3(PDEKTOB, a KOHEU-
HBI pe3yiabTaT MMEET 3alJTAaHMPOBAHHBIA M OXMIae-
MbIi1 ucxoa. OMHAKO KaXAblil pa3, KOraa MeaUIIMHCKUI
pabOTHUK MPUHUMAET pellleHre JICUUTh WJIM He JIEUYUTD
MalyeHTa, OH PUCKYeT TeM, 4YTO €ro JIeHCTBUS MOTYT
MpPUBECTU K HeOmaronpusTHoMy 3¢ dekry. B atoMm ciy-
yae MEIWIIMHCKUI pabOTHUK OymeT HecTu mpodeccu-
OHAJIbLHYI0O OTBETCTBEHHOCTh 3a TaKoe HeXKeJlaTeJbHOe
saBiieHue [1].

BosHuKaeT BoOmpoc MowWcKa W ONpeneeHus TpaHu,
orpenessionmeil mpodecCMOHANTbHYI0 OTBETCTBEHHOCTh
MenpaboTHNKA, OOYCIOBJIEHHYIO €ro JIMYHBIMU Kade-
CTBaMM Kak TMpodeccroHaia, COBOKYITHOCTbIO BHEIITHUX
dakTopoB (JleKapCTBEHHBIE TperapaThl ¢ MOOOYHBIMU
addekTamMn, MeTUIIMHCKOE 000pyI0BaHNE W PACXOIHBIC
Marepuaibl CO CBOMMU TEXHUYECKMMU XapaKTepPUCTHU-
KaMHM, TIOTEHIIMAJTbHO HECYIIUMHU OMACHOCTD JIJIsT TTalu-
eHTa, BHEIIHSS cpela W T.M.) W WHIWBUAYATbHBIMU
0COOEHHOCTSIMU MalleHTa, 00YCIOBIEHHBIMU €T0 TeHO-
TUTIOM U BO3IEHCTBUEM OKpYXKarolIeil cpebl, TTPOSIBIIs-
JOIIMMUCS B CITOCOOHOCTH BOCTIPUHUMATh Ha3HauUE€HHOE
«CTaHIapTHOE» JIEUeHHE.
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Jlasapes B.B., Kpanuskun A. H. TIpoeccroHanibHasi OTBETCTBEHHOCTh MEAMIIMHCKOTO paOOTHMKA 1 OE30MacHOCTb MALMEHTA C TIO3ULIMKU Bpaya-KIMHULKCTA

B nepeuHe BormpocoB 6e30MacHOCTH MallMeHTa U PO~
(eccroHaIbHON OTBETCTBEHHOCTH MeIpabOTHUKA pac-
CMaTPUBAIOTCS CBSI3M MEXIY MEIULIMHCKUMU YUpEeXKIe-
HUSIMU, OTIOEJEHUSMU M YJieHaMW KOMaHIbl B paMKax
JieyebHoro yupexaeHusi. Cucrema 3ApaBOOXPAHEHMUSI
CTAHOBUTCSI Bce 0oJiee CIIOXKHOM, TpeOysT OrmepaTUBHOTO
B3aMMOJAEMCTBUS MEXIY €€ Pa3IuIHBIMU CTPYKTypaMu
C 1IeJIBIO YITy4IlleHWe Pe3yJbTaTOB JIEUeHUS TallieHTOB,
a TakKe TIOBBIIIEHUs YIOBIETBOPEHHOCTH pabOTOM Crie-
LIMAJTUCTOB 3IpaBooxpaHeHus. [Ipu TIIoXoi KOMaHI-
HOIT paboTe MeApabOTHUKOB Y TMALIMEHTOB BEPOSITHOCTh
OCJIOXKHEHW WJIM CMEpPTU TIOUTU B 5 pa3 BhIIE, YeM
MPU XOPOIIO CTPYKTYPUPOBAHHOM U OPraHW30BAaHHOM
B3aMMOJAEMCTBUN MEIVIIMHCKUX COTPYOIHWKOB W BCEW
CHUCTEMHBI 3IpaBOOXpaHEeHMS B 1IeJIoM [5].

BHenpenue B 3ApaBoOXpaHEeHHME WCKYCCTBEHHOTO
WHTEJIEKTa U POOOTOTEXHUKU 3HAMEHYET HOBYIO 3Dy
MEIULIMHCKUX WHHOBAIW, OOCIIAIONIYIO YIIydlleHHe
MIMarHOCTUKU M jiedeHnsl. OMHAKO 3Ta TEXHOJOTUYeCKast
PEBOJTIOLINST, COMPOBOXIAIOMIASCS CIOXHBIMUA 3THYE-
CKUMM TIOCTENCTBUSIMU B 0OOecreYeHUur KOHMUIeH-
LIMAJIBHOCTA U 0GE€30MMaCHOCTH JAHHBIX, MX COXpPaHEHUS
U TIepefay, MPUBHOCUT W PsIT BOMPOCOB MO WHIWBU-
Nyaau3aiuyd OTBETCTBEHHOCTH B TPUHATUM pEIIeHU
Ha OCHOBE MCKYCCTBEHHOTO MHTEJJIEKTa B paMKax Ipo-
deccroHaTbHON AESITeTbBHOCT MEIUIIMHCKOTO paboT-
HuKa [6]. MHBIMU c1O0BaMU, KaKoBa CTeTieHb Mpodeccu-
OHAJILHOM OTBETCTBEHHOCTU MEIUIIMHCKOTO pabOTHHKA,
€CJIU pellieHre OBIJIO TIPUHSATO MPU YIaCTUU UCKYCCTBEH-
HOTO MHTEJJIEKTa U JaHHOE pellieHre MPUBENIO K Heba-
TOMPUSITHOMY WCXOMy A TalyeHTa. AHaJIOTMYHBIM
00pa3oM BO3HUKAET BOMPOC M B OTHOIIIEHUU UCITOTH30-
BaHUs poboToTexHnkKu. KTo HeceT muuHy0 nmpodeccro-
HaJIbHYIO OTBETCTBEHHOCTB: Bpay, IPUHSBIINIA pellieHNe
MPUMEHUTh JAHHOE YCTPOMCTBO, WJIM TPOU3BOIUTENH
9TOTr0 000PYAOBaHUS, MJIN WHXEHEP-KOHCTPYKTOP, pa3-
paboTaBIINii €ro W T.O., B ClIydyae HeOIarompusiTHOrO
HUCcXoAa Tl MalyeHTa, TMPUTOM YTO HUKTO U3 TIPSIMBIX
1 KOCBEHHBIX YIaCTHUKOB MpOLIecca He SIBJIIeTCS SIBHBIM
BUHOBHUKOM CJIYUYMBIIETOCS, a TPUYMHON TMOCTYXKUIa
chopMHMpOBaBIIIasICS CKPBITAsI «YCTaJIOCTh MaTepuaia»
ycTpoiicTBa. SIBisieTcsl U JUIS MalyeHTa, ero Ge3orac-
HOCTU BO3HMKIIWI B JAaHHOM CJTydae HeOJIaronmpusiTHBINA
WUCXOJl TParm4eckKol cily4yaiiHOCTBIO, «Cyab0oii». B pam-
KaX YrOJOBHBIX JIeJT OTMeYaeTCsl TEHACHUINS K Tepeanpe-
callMy OTBETCTBEHHOCTH 3a HEJIOCTATKU B OpraHU3aluu
MEIULIMHCKOM MOMOIIY JIEYeOHOTO YIPEKIeHNUST Ha KOH-
KPETHOTO Bpaya, KOTOPBII He MOXET 0Ka3aTh KaUeCTBEH-
HYIO TOMOIIb B OTCYTCTBHME OTpPEIeTIeHHBIX YCIOBUIA,
HEUCNPABHOCTU WJIU OTCYTCTBUU HEOOXOIMMOTO 00O0pY-
JIOBaHUS, TIpernapaToB U T.11. [ 7].

Dxcnept HauuoHanbHONW MEIUIIMHCKON  IMajlaThl
B 00JIaCTM MEIUIIMHCKOTO TIpaBa M YPEryJIMpOBaHUS
CIIOPOB IO KayeCTBY OKa3aHUsS MEIUIMHCKUX YCIYT
N.1O. I'punieHKO OTMeYaeT, YTO «CErOmHsSI CPeny JacTh
IOPUCTOB OBITYeT MHEHME, YTO Bpaueil Helb3s TPUBJIe-
KaTb K YTOJIOBHOW OTBETCTBEHHOCTU, €CJIU MEIUIINH-

CKUii pabOTHUK HE XOTeJ MPUYUHUTL Bpel OOJbHOMY,
M 3TO CIYYMJIOCh TTIOMUMO BOJIU Bpaya». [1pu 3TOM 3Kc-
MepT yKasbIBaeT Ha YTOJOBHBIN Komekc P®d, koTopwlii
CONEPXKUT pas3Hble (opmbl BUHBI (cTaTbsi 24 YTONOB-
Horo konekca P®), n Ha TO, YTO «OTCYTCTBHME BOJIEBOTO
MOMEHTa B JIeWCTBMSIX Bpaya, HarpaBJICHHOTO Ha TIpU-
YUHEHWEe Bpela 3I0pPOBbIO TAllMeHTa, TeM He MeHee
He 0CBOOOXKIAET OT YTOJIOBHOM OTBETCTBEHHOCTH» [8].

WMN.1. HaropHas orMeuaeT B CBoeil IyOaUKaIWU,
YTO «YTOJOBHAsI OTBETCTBEHHOCTh MEAULIMHCKUX paboT-
HUKOB B OOJILIITMHCTBE CJTydaeB IOJKHA HACTYMATh JIMIITh
MpU HAJTMYUU TTOCIEACTBUI B BUIE TSKKOTO Bpeda 3110-
POBBIO WJIM CMEpPTU 4YejioBeKa. Kpyr MHBIX YroJOBHO-
MPAaBOBBIX 3aIMPETOB JOJKEH OBITh CTPOTO OTpaHUYEH».
ABTOp TakXKe apryMeHTUpPYeT HeOOXOOWMOCTb M3MeHe-
HUST VI OTMeHBI ctathu 238 YromoBHoro Komekca P®
B OTHOIIIEHUHM MEAULIMHCKUX PaOOTHUKOB, «ITOCKOJIBKY
ee TIpUMeHeHNe M30MpaTebHO W 3aBUCHUT OT YCMOTpE-
HUS TIpaBOTIpUMEHUTENS» [9].

HeonHo3HayHOCTh  MMeolIeiicss  MHGbOpMauKn
B OTHOIIEHWM TPaXTAHCKOTO M TIPEXKIE BCEro yrojioB-
HOTo TIpaBa TIPM PAcCMOTPEHUU WCKOBBIX TpeboBa-
HUM B paMKax MpodecCUOHAIBHON OTBETCTBEHHOCTH
MEIUIMHCKUX PAOOTHUKOB OOYCJIOBIMBAET HEOOXOIM-
MOCTb B OIpeesieHN HanuboJiee TOIXOMSIINX CPEACTB
JUTS TIpEIOTBpallleH!sT TIPUYMHEHUST Bpeda TalMeHTaM.
OnHo u3 Takux 3G @MEKTUBHBIX CPEICTB B yperyanpoBa-
HUU CITOPOB MEXITy MEAUIIMHCKUM paOOTHUKOM M TTaly-
€HTOM — CTpaXxoBaHUE MPO(ECCUOHATBHON esSTeIbHO-
CTH, TIO3BOJISTIONIEE YACTUIHO OCBOOOIUTH pabOTHUKA
OT KOMITIEHCAIIMOHHBIX PACXOAOB U TTOJIYYUTh IOPUIAYE-
CKYI0 momaepkKy [10].

BricTpoe pa3BuTHE TEHETUYECKOM M PENPOIYKTHB-
HOM MeIWIIMHBI, aKTUBHOE BHEJIpEeHWEe HOBBIX TEXHOJIO-
Ui B HBIHEIIHIOW TIPaKTUKY 3ApaBOOXpPaHEHMS, HECO-
MHEHHO, JaeT TOJOXUTEIbHBIE PEe3yabTaThl B JIEYEHUN
MHOTUX BpOXIEHHBIX TEHETUYECKH OOYCIOBIEHHBIX
u TipuoOpeTeHHBbIX 3abosieBaHuii [11]. OmHako maxe
caM¥ CTIEIMAJTCThI B 3TOM 00JACTH BPSIA JIM C TIOJHOM
YBEPEHHOCTBIO MOTYT YTBEpXKIATh, YTO pa3pabOTaHHBIE
WMU TIperapaTthl Ha OCHOBE TeHHOUW WHXXEHEPUU UMEIOT
WCKITIOYUTENIBHYIO  TPOITHOCTh K 3aIlUTaHUPOBAHHOM
TOUKeE MPUJIOXKEHUS 1 He OKA3bIBAIOT MHOTO BO3ICCTBUS
Ha OpraHu3M, KpOMe TIPeIBapUTEIHLHO OTTPeIeIEeHHOTO.

BoNBIIMHCTBO MCIONB3YyeMbIX B HACTOSIIIEE BPEMSI
MperapaToB UMEIOT IECATUIIETHIO UCTOPUIO X KITMHU-
YecKoro mpuMeHeHus. IIpy aToM ¢ TeueHUeM BpeMeHU
Yy HUX OTMEUaloTCsd KIWHUYECKUE TPOSIBIEHMS, KOTO-
pble paHbIlle He BCTPEYAIUCh U He OBUIM OMMUCAaHBI. DTO
MOXKET OBITh 00YCIOBIIEHO KaK HOBBIMM JOCTHKEHUSIMUA
B 00JJaCTM HAyKW W TEXHWUKHU, TTO3BOJISIIOIIUMU BbISIB-
JIATh Ha HOBOM YPOBHE 3TH MPOSIBICHUST, TaK U PeaKIIneit
OopraHM3Ma TMalMeHTOB ¢ WX M3MEHWBIIelcsa Gusno-
JIoThel MoJa BO3AEWCTBUEM OKPYXAIOUIEW Cpenbl, B TOM
yuciie B pe3yibTaTe KU3HEAESITeTbHOCTU 4YelloBeKa.
Wcrnonb3oBaHre TeHHOMOAM(MUIIMPOBAHHBIX TPOIYK-
TOB, HETMOCPEACTBEHHOE BMEIIATETCTBO B TEHOM YeJi0-
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BeKa, ero MoauduKalus mocpecTBOM reHHON MHXKEeHe-
PUM MOTYT IIPUBOIUTH K UBMEHEHHIO OTBETHOM peakIIum
Ha JieKapCTBEHHBIE Tpernaparthl, TpUMeHsIeMble Ha Mpo-
TSOKEHUU IECATUNCTHUI.

Otkpoiteie B 1993 r. MmukpoPHK, npoayumnpyembie
B JXMBBIX OpPraHU3MaxX U pacTeHUsIX, aKTUBHO M3y4alOTCsT
U paccMaTpUBAIOTCS C TMO3WLMM WX BIWUSHUS Ha BO3-
HUKHOBEHME U JIeUeHUE Pa3IMUHbIX 3a00sieBaHUil. XOTs
uccinenoanust MukpoPHK nmeror HenmpongokutenbHy o
WCTOPUIO, UX BIUSTHHE Ha OOJIbIIIOE KOJUYECTBO MPOolieC-
COB B OpraHu3Me O4eBUIHO U BaxHO [12]. [Tyonukanuu
00 3¢dpdexTe KapauonpoOTEKIINH 9K30TeHHBIX MuKpoPHK
MpU  COOJIIONIEHUM OINpEeNeIeHHON JUEeThl YKa3bIBaloT
Ha BO3MOXHBIN CUHEPTH3M 3((HEKTOB SHI0- U IK30TEH-
Heix MUKpoPHK. O6cyxnaercss Takxke OMOJOrMYECKUin
addekT 3k3oreHHbIX MUKpOPHK u3 Gakrtepuii u mpo-
JIYKTOB TIMUTAHMSI, BBISIBICHHBIX B KPOBOTOKE YeJIOBEKa
M TIOTIABIINX TyIa U3 KumeuHnka [13—15]. B psnme uccne-
JIOBAaHWI yKa3bIBaeTCsI, YTO paguKalbHble N3MEHEHUS
B MHUKpPOOMOTE KMIIEYHMKA TAIMEHTOB, HAXOISIINXCS
B KPUTUYECKOM COCTOSIHUHU, C OOJIBIION BEPOSTHOCTHIO
OTpUIIATEILHO BIMSIOT Ha MCXOM JeueHus [16]. B cBasu
C 3TMM BO3HMKAaeT BOIMPOC, HACKOJIbKO OOOCHOBaHHO
COOTHOCHUTH HEOJIArONMPUSITHBIA UCXOM B JICYEHUM TTallv-
eHTa C¢ MpodeCcCUOHATbHON OTBETCTBEHHOCTbIO Meapa-
OOTHMKA B acIieKTe M3BECTHBIX U, UTO Haubosiee BaXKHO,
HEW3BECTHBIX, €Ille TOJIbKO M3ydyaeMbIX (PaKTOB BIHSI-
HUSI HA OpraHU3M YeJIoBeKa TeHEeTUYECKU JeTePMUHU-
poBaHHBIX TiperaparoB u Tex ke MUkpoPHK. Moxem
JIM MBI CETOIHS M 3aBTpa yTBEPXKIATh, UTO MOJYIEHHBIN
HeOJIaronpusITHBIN pe3yJabTaT B paboTe MEIMIIMHCKOTO
paboTHMKA ObLT MPEIOTpeaesieH TOJbKO ero IeCTBUSIMU
uim Oe3nercTBMeM, a He OOYCIIOBJIEH OCOOEHHOCTSIMU
opraHm3Ma TallMeHTa, BO3/IEMCTBMEM Ha HET0 MHOXe-
CTBa BHEUIHMX W BHYTPEHHMX (DAKTOPOB, MEHSIOIINX
3alJlaHMPOBAaHHOE Te4yeHMe 3a00JieBaHUS U AKX
HEOXUIaHHbBIN pe3yabTarT.

MenuuuHckast TMpakTUKa OTJIMYAeTCs HEeoO0XOIUMO-
CTHIO TIPOBOJIUTH aHAJIU3 U JIeJiaTh 3aKJIIOYEHUS] B OIpe-
NIEJICHHOM CTEeNeHM B YCJIOBMSIX HEIpeackadyeMOCTH
U HeoMpeAeJIEeHHOCTU. AHAIU3 U 3aKTIOYEHUST MEIUITMH-
CKOTo pabOTHMKA OMUPAIOTCS Ha €ro 3HAHWSI U HABBIKU,
OCHOBaHHBIE Ha COBPEMEHHBIX HAyYHBIX JaHHBIX, a TAKXKe
4acTO MMEIOT SMIUPUYECKYI0 OCHOBY JIMYHOTO TMpO-
(eccroHanbHOrO OMbITa. MenUIMHCKUE pPabOTHUKU
OepyT Ha cebsT OTBETCTBEHHOCTD 3a 9TU 3aKJIIOUEHUS U X
nocaencteusi. HemnpeackazyeMoCcTb MeTUIIMHBI  JiejaeT
MEIUITTHCKUX PAOOTHUKOB YSI3BUMBIMU TTepe] 0OBUHEHU -
SIMU B HEIOCTUXKEHUM OXUMIaeMOT0 pe3ysibTaTta JIeUeHUsI.

Llennoctu mpodeccrnoHann3Ma MEHSUIMCh Ha TPOTSI-
SKEHUM BCeil MCTOPUY MEAULIHBI, ¥ €r0 3HaYeHUe TaKKe
MEHSIJIOCh B COOTBETCTBUM C COLMAIBHBIMU TEOPUSIMU.
TpamuIMOHHBII MEIUITUHCKUI MTPOodeCcCHOHATN3M OCHO-
BBIBJICSI HA JIOCTOMHCTBAX aBTOHOMUMU, CAMOPETYJISILIUU,
KOMIIETEHTHOCTH U T. 1. OIHAKO B HACTOsIIIIee BPeMsI 3Ha-
yeHue TpodeccuoHaIu3Ma U3MEHWIOCh B COOTBETCTBUU
C KOHIenuueit orBercTBeHHOCTH [17]. MenuimHcKui

NEPELOBAS

npogeccroHalIu3M B HaCTOSIIIIee BPEMST OTPEeIsieTCsI
Kak Habop IIEHHOCTe#l, Moeseil TMOoBeNeHUs U OTHO-
IIeHUIi, KOTOpbIe JieXaT B OCHOBE JOBepusi 00IlecTBa
K MenpaboTHUKaM. YCJIOBUSI MENUIIMHCKON TPaKTUKNA —
BaKHeHIMe omnpenensitomme (akropsl (HopMUpyoIe-
rocst mpodeccuoHamm3ma. Ilpym 3TOM Bce COTPYIHMKU
CHCTEMBI 3IpaBOOXpPaHEHUsI, 1 OCOOEHHO amnrapar yrpaB-
JIEHUsI, HECYT B3aMMHYIO O0SI3aHHOCTh B CO3MaHMU Opra-
HU3ALMOHHON MHGPACTPYKTYPHI TSI TOIIEPKKU MeIpa-
OOTHMKOB B BBITIOJJHEHMM WX MNPOhecCHOHATbHBIX
ob6s13aHHOCTei. [TogoOHO TOMyY, Kak MapTHEPCTBO TalM-
eHTa U MeapabOTHMKA SIBJISIETCS KJTIOYEBBIM TepareB-
TUYECKUM B3aMMOIECHCTBUEM B MeIUIIMHE, B3auMOIeH-
CTBUE MEXIY MeIpaOOTHUKOM M PYKOBOISIIIUM 3BEHOM
WMeEET pellarmllee 3HaueHre Uil OKa3aHus Tpodeccuo-
HaJlbHOW ToMolIM. BbIcOKOKayecTBEHHas1  MMOMOIIb
3aBUCUT KaK OT 3((HEKTUBHBIX MEAULIMHCKUX Opura,
TaK ¥ OT 3(M(PEKTUBHON OpraHM3aIUM 3IpaBOOXpaHe-
ausg. Takum oOpaszom, TpodeccCHOHaIM3M IToApa3yMe-
BaeT MHOTOUMCIIEHHbIE O0sI3aTeIbCTBA — TIEpe Talu-
€HTOM, KoJjuleraMu-IpodeccuoHagaMu, YupexknaeHueM
WIA CHCTEMOW B 1IeJIOM, B paMKaX KOTOPOH OKa3bIBa-
eTcsl MeIUITMHCKAs TIOMOIllb, B TOW CTENeHU, B KOTOPOW
cucTeMa MoIepXX1BaeT MalueHTOB KOJJIEKTUBHO [ 18].

MoryT 1 poliecchl peopraHM3aluy B CUCTEME 3/1pa-
BOOXpaHEHUsI OKa3bIBaTh BIMSIHME Ha TMpodeccroHalb-
HYIO OTBETCTBEHHOCTb MenipaboTHUKOB? B Poccuu 14 ner
Hazan, cornacHo Crpateruu-2020, ITporpamMmme pasButust
cectpuHckoro nena Ha 2010—2020 rr., 6bl1a TocTaBIeHa
1eJb TpaHcdopMalMu pojid CPEAHEr0 MEAULIMHCKOTO
nepcoHazna (MEIUIIMHCKUX cecTep), Tiepenadyn eMy 00Jb-
mero oobeMa (YHKIIMI, CAMOCTOSITEIbHOCTH M OTBET-
CTBEHHOCTH. TeM caMbIM TIJIAHUPOBAJIOCh HUBEJNPOBATh
neduImT MearepcoHana, OT KOTOPOTO CTPalalT CTpaHbI
Kak ¢ MeHee pa3BUTBIM, TaK W YCICIIHbIM pa3dBUTHUEM
9KOHOMUKHM, CUCTeMbI 3apaBooxpaHeHus [19]. B 2019 r.
ObLTO 3asIBJIEHO O PaCpPOCTPAHEHU U MOJIyYEHHOTO OIbITa
BHEIAPEHUS] HOBOW MOJIEIM MEIUIIMHCKOM CECTPHI, Tpe/l-
rnoJjiararolieii 6ojiee BBICOKYIO CTeTleHb YHUBEpPCAJIbHO-
CTW HaBBIKOB M OTBETCTBeHHOCTH K 2024 r. Ha Bce CyOb-
exkTel PO [20, 21]. OgHako cTpemMJIeHHe K COKpalleHUIo
GOJILHUYHBIX KOEK M MOBBIIIEHUIO UX 000pOTa C HENbIo
ONTUMU3ALIMN OIKETHBIX PACXOJ0B C YMEHBIIEHUEM
OJTHOBPEMEHHO 4Yucjia MEIULIMHCKUX PaOOTHUKOB TMPU-
BOIUT K WX TICMXO3MOIIMOHAJIBHOMY U (pU3UYeCKOMY
HNCTOLICHUIO, YpeBaTOMYy OIIMOKaMu, Oe3pa3andneM
K paboTe U TaiMeHTaM, pa3odyapoBaHMeM B mpodeccuu
[22—24]. Hdeduuut KagpoB M HEBLICOKME 3apabOTHbIC
TUIaThl BBIHYXKIAIOT MEAUIIMHCKUX PAOOTHUKOB HEPEIKO
BBITIOJIHSITH CBOM OOSI3aHHOCTM HempepbiBHO 1o 30 u
u Oosiee, 4YTO, HECOMHEHHO, OTPHULIATE]IbHO BIUSET
Ha KauyeCcTBO pabOThI U MOBHIIIAET PUCK OLIMOOK.

Celiuac TIOHSITUE <«YBaXXeHHE» 3aMEHEHO pEeUTUH-
TOBBIMU TaOJIMIIAMU, a JUYHOCTHBIE OTHOIICHUS 3aMe-
HSIFOTCSI HOBOM (hopMmoii oOieHust yepe3 MHTepHeT,
KOTOPBI «O0YCTOBUII MOSIBJIEHUE HOBOM (hopMbl (hyHK-
LIMOHUPOBAHUSI SI3bIKA, TIPOMEXYTOYHOU MEXIy YCTHOM
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Jlasapes B.B., Kpanuskun A. H. TIpoeccroHanibHasi OTBETCTBEHHOCTh MEAMIIMHCKOTO paOOTHMKA 1 OE30MacHOCTb MALMEHTA C TIO3ULIMKU Bpaya-KIMHULKCTA

U TIMCbMEHHOI. BO3HMKHOBEeHUE HOBOI (hOPMBI 0OIIIE-
HUST UMEJIO CIeICTBHEM BOZHUKHOBEHNE MHTep(ENCHOI,
WY KJIVKAIOLIEH, KYJIbTYPhI, TTOSBICHUE YeJIoBeKa KITU-
KaloIIero, SI3bIKOBOW JIMYHOCTU WHTEePGhENCHON Kyib-
TYpbl, BUPTYAJIbHOM SI3BIKOBOI JTMYHOCTU. Takoe MOKo-
JIEHWE ellle Ha3bIBaloT "MalbIEeBbIM", TaK KaK OHO KVBET
B mupe MHTepHeTa, o01maeTcs mocpeICTBOM COOOIIeHIA
B MeCCeHXKepax, JIJisl HeTO COLIMaIbHbIe CETHU CIIYXKAaT MPO-
OJDKEHWeM 'TrajiblieBoro” obineHus» [25—27]. B atux
YCIOBUSIX B3aMMOOTHOIIEHUST MEXAy MeIpaboTHUKAMK
¥ TTAallMeHTaMM TaKsKe BCe Jallle prodpeTaioT ¢hopMaib-
HBII XapakTep, MPU KOTOPOM 00€ CTOPOHBI He MepeIaroT
U HE TIOJNyYaloT B TIOJTHOM O0beMe HEOOXOAMMYI UM
nHpopmanuo. Hampumep, MeapabOTHUK HE YIOCYXKM-
BaeTCs TOJYYUTh MPU TIEPBOM KOHTAKTE C TMAlMEHTOM
Heo0XoanMyo MHMOPMAIIIIO O €ro COCTOSTHUM, a Tally-
€HT WJIU eT0 3aKOHHBIE MPEICTaBUTEIN He CUNTAIOT HYXK-
HBIM CJIEIOBaTh PEKOMEHIALMSIM MeIpabOTHUKA U TIPU-
BHOCSIT CBOM KOPPEKTUBBHI B IUIAH JIeYeHUsI, OMUPAsICh
Ha cBefieHUs u3 MHTepHeTa.
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OB3O0PbI JINTEPATYPbI

IlepcnekTuBBI OIEHKH YPOBHS TKaHeBoro IgE u npuMeHeHns 0MoJ10rm4ecKoii Tepanuu
y JAeTei ¢ MOJMIO3HbIM PUHOCHUHYCHTOM

E.U. lllabenvhukosa, A.H. Ilamnypa, A.U. Acmanos, H.JI. [Tusnesa
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Prospects for assessing the level of tissue IgE and the use of biological therapy in children
with polypous rhinosinusitis

E.I. Shabelnikova, A.N. Pampura, A.I. Asmanov, N.D. Pivneva

Veltischev Research and Clinical Institute for Pediatrics and Pediatric Surgery of the Pirogov Russian National Research
Medical University, Moscow, Russia

B 0030pe omucan Mexanusm T2-BocnajieHdst ¥ €ro B3aMMOCBSI3b C XPOHHYECKHM MOJIHITIO3HBIM PUHOCHHYCHTOM. ABTOpPaMH Mpo-
BeJIeHbl MOMCK M CHCTEMATH3ANKSA JAHHBIX O JICYEHNH NMANMEHTOB 00JIbHBIX PUHOCHMHYCUTOM C MCIO/Ib30BAHMEM MOHOKJIOHAIBHBIX
aHTHUTEJ, KOTOpPbIe BO3IEHCTBYIOT HA Pa3/MdyHble GHOMAPKephI, 3aTPOHYTA MpodJaemMa JokaabHoro IgE-Bocnajienns B CaM3HUCTOI
000J104Ke HOCa.
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The review describes the mechanism of T2 inflammation and its relationship with chronic polypous rhinosinusitis. The authors con-
ducted a search and systematization of data on the treatment of polypous rhinosinusitis using monoclonal antibodies that act on
various biomarkers, and touched upon the problem of local IgE inflammation in the nasal mucosa.

Key words: children, chronic polypous rhinosinusitis, biological therapy, monoclonal antibodies, tissue IgE level.

For citation: Shabelnikova E.I., Pampura A.N., Asmanov A.l., Pivneva N.D. Prospects for assessing the level of tissue IgE and the use of bi-
ological therapy in children with polypous rhinosinusitis. Ros Vestn Perinatol i Pediatr 2024; 69:(4): 11-15 (in Russ). DOI: 10.21508/1027—-
4065-2024-69-4-11-15

HonnnosHHﬁ PUHOCUHYCUT (XpOHUYECKUI PUHO-
CUHYCUT C Ha3aJbHBIMM TOJUIIAMU) — XPOHMU-
yeckoe BOCHAIUTEIbHOE 3a00JIeBaHUE  CIM3UCTOMN
000JIOYKM TOJIOCTU HOCAa U OKOJOHOCOBBIX Ta3yx,
XapakTepusylollleecsl BOBJIEUEHUEM B MPOLIECC MUKPO-
LIUPKYJSITOPHOTO pyclia, CEKPETOPHBIX KIJIETOK Kejes,
o0pa3oBaHWEM U PEUUIMBUPYIOIIUM POCTOM Ha3allb-
HBIX TOJIMIOB, OOpa3yOLIUXCsl MPEUMYIIECTBEHHO
U3 OTEYHON TKaHW, UWHOUIBTPUPOBAHHON 303UHOMDU-
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JlaMu, HeWTpoduIaMu U y4acTUEeM B TPOIIECCE NPYTUX
KJeTok guMdaneHonnHon tkanu [1]. EnuHoit Teopun
3TUOIATOTeHe3a B HACTOSIIIEe BpPeMsl HE CYIIECTBYET.
C OoJblIoil mosielt yBepeHHOCTH MOXKHO YTBEPXIAaTh,
YTO TOJIMTIO3HBIA PUHOCUHYCUT TIOJUITHUOJOTUYE-
ckoe 3aboseBaHue. [IpemnokeHO HECKOJIbKO TEOpuid
naToreHe3a IIOJIMTIO3HOTO PUHOCUHYCUTA, KOTOpbIE
MO OTAEIBHOCTU HE MOTYT OOBSICHUTH B TOJIHOW Mepe
BCE OCOOEHHOCTH 3a00JIeBaHUSI:

— 203UHO(UIIBHOE BOCTIATICHUE;

— IgE-3aBucumele annepruueckue peakiimu;

— HapyllIeH!sI MeTaboIM3Ma apaxuIOHOBOM KHUCIIOTHI;

— OakTepuasbHasl 1 TpuOKOBasi TEOpUSI TTaTOreHe3a;

— BUPYCHBIE pecrupaTopHbie MH(EKIINN;

— BJIMSIHUE T€HETUYECKUX (haKTOPOB;

— HaJIMYME OIPEACNICHHBIX TMAaTOJOTUYECKUX YCIIO-
BUII B CaMHUX OKOJIOHOCOBBIX TMasyxax (Hampumep,
KHUCTBI WU AOTIOJIHUTEJIBHOE COYCThE BEPXHEUEIFOCTHOM
ma3yxu).

o cux mop HEeT eAMHOrO0 MHEHUSI B BOIIPOCE O TOM,
SIBJISTFOTCSI JIV TIOJTUTIBI TIOJIOCTA HOCA CaMOCTOSITEIbHOM
HO30JI0TUYeCKON (PopMOit (T.e. COCTOSTHUEM, XapaKTep-
HBIM JIMIIb JJISI CIM3UCTON 000JOYKU HOCA U OKOJIOHO-
COBBIX T1a3yX) WJIM OIHWUM U3 TIPOSIBJICHUN CHUCTEMHBIX
3a00JIeBaHMH, TAKMX KaK OpOHXUAJIbHAsI aCTMa, aCTIUPU-
HUHIYIIMPOBAaHHOE PECIIMPATOPHOE 3a00JIeBaHNE U JIP.
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C TOUKM 3peHUsT TUCTOJOTUYECKOM KapTUHBI Ha3allb-
HBII TTOJTUTT COCTOUT U3 MOBPEXIEHHOT0, HEPEaKO MeTa-
TUIa3MPOBAHHOTO 3TMUTENINSI, PACIIONIOXEHHOTO Ha yTOJ-
IIEHHOW Oa3ajbHOIl MeMOpaHe, W OTEYHOU CTPOMBI,
coziepxalleil HeOOoJIbIIOe KOJIMYECTBO Keje3 M COCy-
IIOB 1 TIPAaKTUYECKU JIMIIEHHOW HEPBHBIX OKOHYAHWIA.
CTtpoMa TMITMYHOTO TIOJUIIA COAEPXKUT (UOPOOIACTHI,
¢opmupymoIIe OMOPHBIN KapKac, TCeBIOKUCTH U KJle-
TOYHBIE BJIEMEHTbI, OCHOBHBIE M3 KOTOPBIX — 303MHO-
(ubl, pacnoyioXkeHHbIE BOKPYT COCYIOB, XeJie3 U Hero-
CPEACTBEHHO TOJI TTOKPOBHBIM 3MUTEIHUEM [2].

PykoBonsimast rpynna EPOS-2020 (European Posi-
tion Paper on Rhinosinusitis and Nasal Polyps) pemna
paccMaTpuBaTh XPOHUYECKUI PUHOCUHYCUT C TOUKU
3peHUsT TIEPBUYHOTO WU BTOPUYHOIO W pas3Ne/iUuTh Kax-
noe 3a0ojieBaHME Ha JIOKAIM30BaHHOe U Auddy3Hoe
Ha OCHOBE aHATOMHUYECKOro pacrpeneieHus. B cBoro
ouepenb, JOKAIM30BaHHBIN M MU Gy3HBIM XpOHUYE-
CKMII PUHOCUHYCHUT monpasneisercsd Ha T2- m He-T2-
SHAO0TUTIBL. [lanee naeT nompasneeHue Ha KIMHUYECKUE
denotumnsl [3].

MHorue 3a001eBaHUsI BEPXHUX U HUKHUX JIbIXaTeJb-
HBIX TIyTel UMeT obumii MexaHusMm T2-BocmajieHusl.
OTOT MyTb OMOCPENOBaH KJIETKAMU HECKOJbKMX KITIO-
YeBBIX THUIOB, BKJIIOYasl MEHAPUTHBIC KIETKH, D03M-
HOMWIBI, Ty4HbIE KIJIETKM, Oazoduibl, kiaeTku Th2,
BpoxaeHHble JuMdbouaHbie kinetku 2-ro tuna (ILC2)
n B-xnerku, mnponyuupywomnme IgE. TloBbimeHHbIN
ypoBeHb IgE cayxut npusHakom T2-BocnaneHus,
IIPY KOTOPOM OH UTPaeT KIoYeBylo 3 (HEeKTOPHYIO pOJib
B pacIrpoCcTpaHeHUU UMMYHHOTO oTBeTa [4].

B otBeTr Ha Bo3melicTBHE ajuiepreHa JIEHIPUTHBIE
KJIETKU TIPEJCTaBJSIIOT ajuiepreHcneuduueckue aHTU-
TreHbl HauBHBIM T-KJIeTKaMm, KOTOpble aKTUBUPYIOTCS
un nuddepenimpyrorcst B kinetku Th2. Knerku Th2 npo-
IyHUMpyroT KaodeBble HMTOKUHBL (IL-4, 1L-13), moOyx-
nasi B-kieTku BbIpabaTbIBaTh aljiepreHcrenuduieckuit
IgE. AnbTepHaTMBHO BO3IEWMCTBUE BHEIIHUX pa3apaku-
TeJeil, Takux Kak OaKTepuu, TpuObl, BUPYCHl U TBEPIbIC
YaCTUIIbl, CITOCOOCTBYET BBLICBOOOXIEHUIO W3 SIUTETUS
IL-25, TumycHoro crpomanbHoOro aumMdboroatrHa (TSLP)
u 1L-33. O1u pakropsl ctumynupytot kKietku ILC2 Bbipa-
oatbiBath IL-5, 1L-13 u B MmeHbieit crenenn — I[L-4,
yTO criocodcTByeT BoipaboTke IgE B-knetkamu. Hakownerr,
CyMepaHTUTeHBbI, BKIOYasi CTa(pUIOKOKKOBBIE 3HTEPO-
TOKCUHBI, MOTYT HampsMylO0 CIIWBATh aHTUTCHIIPE3eH-
TUPYIOIIME KJIETKU C HauMBHBIMU T-KJIeTKamu, MHUHYS
CTaJINIO TIPE3eHTAlIMM aHTUTEHA, C TTOJTyYeHUEM TTOJIMKIIO-
HanbHoro IgE. IMocne mpomynmpoBanus nokanbHbI IgE
neictByeT Ha peuentopbl FceRI TkaHeBbIX TY4HBIX Kite-
TOK 1 0a30(hUI0B, BbI3bIBasI BLICBOOOXKIEHUE TUCTAMUHA,
JIGMKOTPUEHOB, TPUIITa3bl M TpOCTArJIaHIWHA, YTO TIPO-
SIBJISIETCS B BUIE OTeKa, Ba3oAWJIaTalluM U OPOHXOKOH-
CTPUKIIMM KaK YacTh paHHero oreera. IgE Takke cBsi3biBa-
ercs ¢ penentopamu FceRII Ha B-knetkax misg ycmneHust
Npe3eHTaluu aHTureHa. bosee rmoszaHee BbICBOOOXIEHME
KJTIOUEBBIX IITUTOKWHOB MPUBJIEKAET MPOBOCTIATUTEIbHbBIC

Ob30Pbl JINTEPATYPbI

KJIETKM, BKJIOYass 303MHOGUIBI U 0a30(uiIbl, K MeCTy
BOCTIAJIECHUSI W JIOTIOJHUTENBHO CIIOCOOCTBYET CBEpX-
SKCIPECCH OOKAIOBUAHBIX KJIETOK, TPOXYIUPYIOIINX
CJIN3b, ¥ CITIOCOOCTBYET TUITEPPEAKTUBHOCTH JAbIXaTeTbHBIX
myteit. [lepekpecTHbIe TTOMEXU BHYTPU BOCITATUTEIHLHOTO
MyTH CITOCOOCTBYIOT CaMOPACITPOCTPAHSIONIEMYCST IIMKITY
XpOHWYECKOTO BOCITaJleHud [5].

B TeueHMe ATUTETHLHOTO BpeMEHU HaJIWYKME aTOMUU
CYUTAJIOCh €CJIM He TJIABHBIM 3TUOJIOTMYECKUM (PaKTo-
POM TTOJIMTIO3HOTO PUHOCUHYCUTA, TO, IO KpaifHel Mepe,
CYIIECTBEHHO TMOBBIIIAIOIINM PUCK Pa3BUTHUSI 3TOTO
3abosieBaHMs. ['McTOIOrMUECKME HAXONKU B TKAHU TOJIM -
MOB M CIW3UCTOI 00O0JIOUKE HOCA TIPU aJIePTUYECKOM
PUHUTE CXOMHBI: JJIsI 000UX 3a00JieBaHUI XapaKTePHbI
TKaHEBBI OTEK, KJIETOUHAsh WHMUIbTpALIMS, TPEICTaB-
JIEHHasT TIPEeUMYIIECTBEHHO 303MHOMMIaMu. B cBsi3u
C OTUM pas3IuYHble METONBl JIEYEHUS allJIeprUIeCKUX
3a00JieBaHUI, Takue Kak crieruduueckass UMMYHOTe-
panus U aHTUTUCTAMUHHBIE TperapaThl, MPUMEHSITUCH
C LEJTbI0 YMEHBIIEHUST W TIPEAYTIPEXICHUST pOCTa TTOTH-
noB. DTtuosiornyeckyto poib IgE-3aBucumoit annepruu
B pa3BUTHUM Ha3aJIbHBIX MOJUIIOB 10 CUX IMOp HE yaa-
JIOCh JOCTOBEPHO MoKa3ath [3]. OgHako eCcTh U KIIMHU-
yecKue HaOIoIeHMS, KOTOpbIe TMPOIEMOHCTPUPOBAIIH,
YTO PaCIpOCTPAHEHHOCTh AJIJIEPTUU K TIBUIbLIE PACTEHMIA
B OOILIEI MOTYJISIIIUY U Y OOJIBHBIX € TTOJIMTTO3HBIM PUHO-
CUHYCUTOM OJIMHAKOBa U cocTaBiisieT mpumMepHo 10%.
HexoTtopble uccieqoBaHUs TOKa3alW, YTO y OOJBHBIX
C TIOJJTMHO30M M TOJUTTO3HBIM PUHOCUHYCUTOM TTOJTATTBI
He pacTyT ObICTpee BO BpeMs Ce30Ha MBUICHUs pacTeHUI,
1 3TO MOXET CBUIETEIbCTBYET KaK 00 MHAMBUAYATbEHOM
TeYeHUM TIpoliecca, TaK U O HEM3yYeHHBIX MeXaHU3Max
Pa3BUTHSI TIOJIUTIOB [6].

3a mocyiegHre TOAbl MMOHMMaHUe MaTOMU3NOIOTUN
MOJTUTIO3HOTO PUHOCUHYCUTAa TIPOABUHYJIOCH B CBS3U
¢ UAeHTU(UKAIIMEN Pa3IMYHBIX OMOMapKepOB BOCITaJie-
HUST W TIOCTIEAYIOIINM TTPUMEeHEHUEM MOHOKJIOHAIBHBIX
AHTHUTEJI, BO3IEWCTBYIOIIMX HAa OCHOBHBIE MEXaHU3MBI
BocmajieHusl. B kauecTBe HOBOro MeTona JieueHUus 610~
JIOTMYECKEe areHThl MOTYT 3(P(heKTUBHO BO3IECTBOBATD
Ha OJWH WA HECKOJbKO OMOMAapKepoB, Y4aCTBYIOIIUX
B ITaTOTeHe3¢ MOJUIMO3HOTO PUHOCUHYCHTA, JISI TOYHOTO
JIeYEeHUs.

Ilen» o030pa: TMOWCK W CUCTeMATH3alMsT JAHHBIX
0 JIle4YeHUU OOJBHBIX TOJUMO3HBIM PUHOCUHYCUTOM
C UCITOJTb30BaHNEM MOHOKJIOHAJIBHBIX AaHTUTEN, KOTOPBIE
BO3IEWCTBYIOT Ha pa3juyHble OMOMapKephl, KaK BO3-
MOXHOM CIOCOOE TapreTHOro JIeYeHUsT W KOCBEHHOTO
JI0Ka3aTeJIbCTBA BOBJICYCHUS pEaKIMH, MPOTEKAIOIINX
no tuny T2 B 3THOINAaTOreHeTUYECKU I TTPoIIece.

ITo paHHBIM MHOTMX aBTOPOB, B TOM 4YHCIe
T. JIu u coaBr. [7], ycraHOBIEHO, YTO 3(DDEKT Tpanm-
LIMOHHBIX METONOB JICUEHUS TTOJUITO3HOTO PUHOCHUHY-
CHUTa, TaKMX KaK TiepopalbHble WJIM WHTpaHa3aJIbHBIC
KOPTUKOCTEPOUIBI U MOJUIIIKTOMUS, HEe BCerIa OYeBU-
JIeH, U Y HEKOTOPBIX MAIlUEHTOB C MOJUIIO3HBIM PUHO-
CUHYCUTOM YacTO HaOJIOAAIOTCS TOCeonepalMOHHbIC
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Hlabeavhukosa E.U. u coasm. TlepcrieKTUBbI OLEHKHN YpoBHsI TKaHeBoro IgE 1 mpuMeHeHust OMOoI0TMYecKoii Teparuu y IeTei ¢ MOJUMO3HbIM PUHOCUHYCUTOM

peuuauBel [7]. B mociaemHmne rogsl moka3aHoO, YTO HEKO-
TOpble OMOJIOTMYECKHEe TIperapaThl O4eHb 3P (HeKTUBHbI
npu  pedpakTepHOM  TOJUIO3HOM  PUHOCUHYCHTE,
U3 KOTOPBIX OOJIbIIIOe BHUMaHME TIPUBJIEK IyIUIyMa0
KaK TIepBbIii MOHOKJIOHAJIBHBIN TperapaT, oq00peHHbBI
IS JIeYeHYsI TIOJTUTIOB HOCA.

Jynmunymad mpeacTaBisieT co0Oil TIOJIHOCTBIO YeJlo-
BEeYeCKOe MOHOKJIOHAJIbHOE aHTUTENIO K 0-CYOBbeIUHULIE
peuentopa IL-4, Koropoe WHrMOMpyeT repenadyy CuUr-
HamoB IL-4 wu IL-13, ynmoMmsiHyTBIX BBIIlIEe, XapaKTep-
HBIX JJIST BOCIAJIEHUsI, OMOCPEIOBAHHOTO XeJTEPHBIMU
T-xnerkamu 2-ro tTuna. [loka3zaHo, 4To AymmIyMad MOXeT
3HAYUTEIBHO CHU3UTh YPOBHU OOJIBIIMHCTBA OMOMapKe-
poB T2-BocnayieHus, a 3aTeM YJIYYIINUTh KAaueCTBO KU3HU
MALIMEHTOB C TIOJIUTTO3HBIM PUHOCUHYCUTOM, HO BBICOKAST
CTOMMOCTb OMOJIOTMYECKHUX areHTOB TPeOYeT TIIATETbHOTO
0TOOpa MalMEeHTOB, a MTPaBUIBHOE UCTIOIh30BaHUE OMOTe-
panuu — JaTbHEHIINX UCCIIeIOBaHUIA.

B wuccnegosanun I.L. Schmale u coaBr. [8] mpen-
craBJieHbl auueHTsl (n=121), KOTopbIM AynuaymMad ObuI
Ha3HAYeH i1 JIeYEHMS] TIOJUITO3HOTO PUHOCUHYCHUTA.
N3 wux 86 (71%) coorBercTBOBaM MOKa3aHusIM EPOS-
2020 mast Havasma GuoJiorudeckoii Tepanuu, a 35 (29%) —
HeT. OTMEYEHO, YTO TALMEHTHI, KOTOPHIM Ha3HA4YaloT
IyrmaymMad To TTOBOMLY TTOJMITO3HOTO PUHOCUHYCHUTA,
3a4acTylo He COOTBETCTBYIOT pekoMeHaanusiMm EPOS2020,
6onee 25% W3 TeX, KTO HE COOTBETCTBOBAJ KPUTEPUSIM,
He VMeJIH TMOJTUTTO3HOTO pUHOCUHYCHTA. B 11ej10M mpume-
HeHUe AynuiymMada cpeau TIaTeIbHO OTOOPAaHHbIX Mallu-
EHTOB TIpe/cTaBysieTcs: 0e30macHbIM U A(h(MEKTUBHBIM.
JlanbHeiilee MpakTUYECKOe M3ydeHUe OMOJOTMUYECKOTO
MPUMEHEHMS AyIIyMaba TPy TTOJIUIIO3HOM PUHOCHHY-
CUTE TIOMOXET YIYYIIUTh €r0 pasyMHOE MCIOJIb30BaHMe
U BBISIBUTH TPYMIIbI HAceJIEHMsI, KOTOpbIE TOJyJyaT Hau-
OOJIBIITYIO TTOJIB3Y OT OMOJIOTMYECKOM Tepanuu [§].

Q. Wu u coasr. [9] npoBenu cucreMaTuiyecKuii 0030p
U CEeTeBOM MeTa-aHajiu3, B KOTOPBIN OBUIM BKITIOUYEHBI
TOJIbKO PaHIOMU3MPOBAHHBIE KOHTPOJIUPYEMBIE HCCITe-
JIOBAHWSI, OILIEHWBAIOIINE OWOJOTUYECKUE Tperaparhl
V B3POCJIBIX TTALIMEHTOB TIPU XPOHUUYECKOM TTOJTUTTO3HOM
puHOCUHYCcUTe. B 9 paHIOMU3MPOBAHHBIX HMCCIIEI0BA-
HUsX nMpuHsuK yyactue 1190 maiueHToB, CpaBHUBAIUCh
3 pas3nIMuUHBIX OMOJIOTMYECKMX Tiperapara (aynuiymao,
oManu3ymadb u Mmeroiam3ymad) u ruiamebo. Jdymumymad
MPOAEMOHCTPUPOBaA  HauOoJbIIyI0  3(hGEKTUBHOCTh
C TOYKU 3peHUs OLIEHKU IIOJUIOB B HOCY, OIEHKU
cuHo-HazaiabHoro tecra-22 (SNOT-22), oueHKu Tecra
uneHTU(dUKaMu 3amnaxa YHuBepcurera I[leHcuabBa-
Huu (UPSIT) u oueHku 3anoxeHHocTu Hoca (NCS).
Omanusymab 3aHsI BTOpoe MecTo Mo 3(pdeKTUBHOCTU
o nokazateiasam SNOT-22, UPSIT nu NCS. Memnomm3y-
Mab 3aHMMaJ BTopoe MecTo 110 3 dekTuBHOCTH 10 NPS
1 00YCJIOBIMBAJI CaMbIil BBICOKUI PUCK HeXKeJIaTeIbHBIX
sapiienHnit [9]. [1o maHHBIM 3TOro MeTa-aHaIM3a, C TOYKHU
3peHust 3PHEeKTUBHOCTU U O6€30MaCHOCTU AyMUiIymMmad —
JIYYIIUA  BBIOOp JISI JIeYeHUsS] B3POCHBIX IMAllMEHTOB
C XPOHUYECKUM ITOJTMTTO3HBIM PUHOCUHYCUTOM.

B cBow ouepenp, IgE-omocpenoBaHHBIN Bocmanu-
TEJBHBIN TIPOIECC CIYKUT KITIOYEBBIM (DaKTOPOM, TIpH-
BOAAIINMM K TIOBPEXICHUIO SIUTENNUS U PeMOAeTNpOBa-
HUIO AbIXaTeNbHbIX nyTeit [10, 11]. HaennBanue Ha 3TOT
npoiiecc ¢ rnomoinbio aHTu-IgE-Tepanuu addexkTnBHO
Kak TIpU aJlJIepTUYecKnX, TaK U MPU HealJIepruIecKUX
3a00JIeBAaHMSIX, YTO PACIIMPSIET CYIIECTBYIOIIUE TIpe-
craByieHust 00 yuactuu IgE 3a mpenenamu aninepruueckoi
actmbl [12]. DddexTuBHOCTL aHTU-IgE-Tepanuu omanu-
3yMa0boOM TpuBesia K ero 0OI00PeHUIO JIJIsI JIeUeHUS aJljiep-
TMYECKON AaCTMBbI, TSIKEJIOTo aJuIepruYeckoro pUHUTA
¥ TIOJIMTIO3HOTO pUMHOCUHYCHUTA B psine cTpad [13—15].

Omanuzymab — OWOJOTUYECKMI areHT ISl Jede-
HUS TIOJIUTIO3HOTO PUHOCUHYCUTA, MPEACTaBIsIeT coOO0M
PEKOMOWHAHTHBIE TYMaHM3WPOBAaHHBIE MOHOKIIOHAJb-
Hele IgGlkx aHTUTENna, KOTOpHIE CEIEKTUBHO CBSI3bI-
Batorcst ¢ IgE yenoBeka M cHMXalOT ypoBeHb CBOOOJI-
Horo IgE. B nexabpe 2020 r. YnpaBieHue 1o KOHTPOJIIO
3a Ka4eCTBOM TTHILIEBBIX MPOAYKTOB WM JIEKapCTBEHHBIX
npenapatoB CIIA (FDA) onobpuiao ucnonb3oBaHUE
oMasin3ymaba B KayecTBe JOTOJHUTEIbHON Ouosornye-
CKOIi Teparnuu noyinmo3a Hoca. JIBa KIMHUYEeCKUX UCCe-
noBanust III ¢daser, POLYP 1 u POLYP 2, noxaszanu,
YTO OMaJIn3ymMald yJaydiiaeT Kak CyObeKTUBHBIC Pe3yJib-
TaThbl, COOOIIaeMble TAllMEHTAMHU, TaK U OOBEKTHUBHBIE
pe3yJIbTaThl, coO0IIaeMblie Bpadyamu [ 14, 16].

CrenyeT OTMETUTh U XUPYPTUYECKUE METOABI Jieue-
HUs MpU JaHHOM 3aboneBaHuM. A. Miglani u coast. [17]
MPOBOAWIM WCCIIEIOBAHUE T10 CPaBHUTEJIBbHOW OlIEHKE
3(PHeKTUBHOCTA SHAOCKOMMYECKOW XUPYPTHMM HOCOBBIX
nasyx M OMOJIOTMUECKON Teparuu TSKeJIOro XpoHWYe-
CKOTO pUHOCUHYCUTA C TTOJIMIT030M Hoca. [1o pesyiabTaram
ucclieoBaHus Ha 24-i1 1 52-i1 HeensiX 9HA0CKOITMYecKast
XUPYpPrusi 00ECTeUMBaeT COMOCTaBUMOE B CpaBHEHUU
¢ mynmtymMaoom yaydieHue mo gfaHHeM SNOT-22. DHio-
CKOTMYECKast XMPyprust HOCOBBIX Ta3yX U Tynuiymad ooe-
CMEeYMBAIOT COTIOCTABUMOE YJIY4IIIEHWE pacrio3HaBaHUS
3aIaxoB yepe3 24 Hell. DHAOCKOIMYeCcKast XMPYyPIus HOCO-
BBIX Ma3yX 00eCIIeunBaeT IMPEBOCXOTHOE YIyUIlIeHUE Tapa-
metpoB o SNOT-22, a Takke 3HAYUTEIBHO OOJIBIIYIO
PEeIyKIIMIO MOJUITO3HOI TKAHU 110 CPaBHEHUIO C Teparueit
oMaIM3ymMaboM, OyIIyMaooM 1 Meron3ymaoom [17].

B KoHceHcyce KUTaCKUX 3KCITEPTOB IO MPUMEHEe-
HUIO OMOJIOTMYECKHUX TIperapaToB y TAalMEHTOB C XpO-
HU4YeckuM puHocuHycuToMm (2022, UYxkyxait) ykaszaHo,
yTo YTmpaBieHHe IO KOHTPOJIIO 3a KayecTBOM TIHIIe-
BBIX TMPOAYKTOB M JieKapcTBeHHbIX mpenapartoB CIHA
(FDA) onmob6puno mymuiymad, omanuzymad W Memojiu-
3ymMal IS JIeYeHUs ITOJIMIIO3HOTO PUHOCUHYCUTOB [18].
Cornacno EPOS-2023 mnpu Haauyuy JIBYCTOPOHHETO
Ha3aJbHOTO TIOJIMIO3a Y TMallMeHTa, KOTOPBI paHee
MepeHec SHIOCKOMUYECKYI0 XUPYPTUI0 HOCOBBIX IMa3yX,
JMIOCTAaTOYHO TpeX W3 TEPEYMCIIEHHBIX HIDKE KPUTEpPHUEB
IUIST Ha3HAYeHMs] OMOJIOTMYECKUX TMperapatoB: 1) Tipu-
3Haku T2-BocmnajieHus1 U 303MHO(PUIBLHOTO BOCITAJICHMUS;
2) MOTPeGHOCTh B CUCTEMHBIX CTEPOMIAX WM TPOTHUBO-
MoKa3aHUs K UX Ha3HAUYeHUI0; 3) 3HAUUTEJIbHOE YXY/IIIIe-
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HUE KayecTBa XU3HU; 4) aHOCMMUS; 5) COMYTCTBYOIIAsI
oponxmnanbHasg actMa [19]. ComracHo coBpeMeHHBIM JTaH-
HBIM IyrmuiymMad o0JiazaeT 3aMEeTHBIM TIPEUMYIIEeCTBOM
B YJIYYIIEHUM KauyecTBa >KM3HU U CHWXXEHUU pUCKa pas-
BUTUSI OPOHXUATBHON aCTMbI TIPU TIOJIUTIO3HOM PUHOCH-
HyCUTE Cpelrd OJ0OpPEHHBIX MOHOKJIOHAJbHBIX AHTUTEI.
BosbIIMHCTBO TAIIMEHTOB B 1IEJIOM XOPOIIO TIEPEHOCSIT
Ouosioruyeckue Tpernaparbl ¢ HEOOJBIINM KOJIMYECTBOM
KJIMHUYECKN 3HAYMMBIX TOOOYHBIX 3¢ dekToB. buoso-
rMYecKue TIperapaThl TPeIoCTaBUIM OOJIbIIE BO3MOX-
HOCTEN JUISI TITALIMEHTOB C TSKEJbIM HEKOHTPOJUPYEMbIM
XPOHMYECKUM PUHOCUHYCUTOM M Ha3aJbHBIMU TTOJIMTIAMU
WY MalMeHTOB, KOTOPbIE OTKA3bIBAIOTCSI OT XUPYyprude-
CKOro BMellIaTesbcTBa. B Oymyiem Bce OOJIbIlie HOBBIX
OMOJIOTMYECKHUX TIpernapaToB OyIeT OLIEHWBAThCS B XOJE
BBICOKOKAYECTBEHHBIX KJIMHUUYECKNUX UCTIBITAHUN U MPU-
MEHSIThCS KIIMHUYECKMU.

Ha VI HayuyHo-npakTrueckoii KOH(QEepeHIINMN ¢ MEeX-
IIYHAPOJIHBIM y4JacTHeM <«AJUIeproyiorus U UMMYHOJIO-
rust. OT MHHOBALIMI K TIPaKTHUKe» 00CyXXaanach Teparusi
Te3ereaymMaboM y MAlMEHTOB C TSDKEIOH OpOHXUasb-
HOI1 acTMOI1 ¢ 1 6€3 KOMOPOUIHBIX HAa3aJIbHbBIX MOJIUTIOB
B TeueHHUe 2 JIeT. bblay rpeacTaBieHbl TaHHbIE, YTO Te3e-
rneyiymMmad 3HAUMTEJIbHO YMEHbIIAJA YacTOTy 00OCTpeHUIA
y TIAIMEHTOB C TSKENO HEKOHTPOJUPYEeMON OpOHXM-
aJIbHOM aCTMOM 1 COTYTCTBYIOIIMMHU Ha3aJIbHBIMU MOJIN-
nmaMu I1o0 cpaBHeHUIO ¢ Tiane6o [20]. Tesenenymad —
MOHOKJIOHQJIbHOE aHTUTEJO0, OJOKMPYIOIee TUMYCHBIN
CTPOMAJIbHBIN  TUM(OTIOATUH, KOTOPBIA  y4acTBYeT
BO MHOXECTBE BOCTIAJIUTEIbHBIX KACKAIOB U UTPAET BaX-
HYIO pOJIb B MHUIIMMPOBAHUN U COXPAHEHUM ajllIepruye-
CKOT0, 303MHOMUIBLHOTO U APYTHUX TUTIOB BOCTIAJICHUSI.

Ilocnennue maHHBIE TIOKa3ajau, 4YTO, HE3aBUCUMO
OT CTaTyca ajulepruu, B CIM3UCTON 000JI0UKEe HOCA U JIeT-
KUX TIalIMEHTOB cojaepxatcsl jokaiabHbie IgE mn IgE-
nponyuupytonme B-kiaeTku B 60ibI1oM KommdecTse [21—
24]. ITo nannbim E. De Schryver u coar. [25], ypoBeHs IgE
MOXET 3HaYNTEIHbHO TIOBBIIIATHCS B CJM3UCTON 000JIOUKE
NIbIXaTeJIbHBIX MyTei, He3aBUCUMO OT YpoBHsI IgE B chiBO-
pOTKE M aTOINMWYECKOTo cTaTyca. ABTOpPBI COOOIIWJIM,
YTO CIM3UCTasi 000JI0YKA JbIXaTebHbIX MyTel oOnamaeT
BHYTpeHHell crocoOHocThio BhIpabaThiBath IgE. Bonee
Toro, He TonbKo IgE-monoxurensHble B-kinerku Haxo-
NSATCSl B CIIM3UCTON O0OJIOUKE, HO U JIOKAIBHO MMEIOTCS
BCE MHCTPYMEHTBHI JUISI CO3pEBaHUSI, KJIOHAJIbLHON 3KC-
MaHCUM 1M PEKOMOMHAIIMOHHOTO TIePEKIIOUEHUSI UMMY-
HOMIOOYJIMHOB JIpyrux kiaccoB Ha IgE. ABTopbI yTBepXk-
JaloT, YTO pacrno3HaBaHue jokaiabHoro IgE B orcyrcTBUE
cucremHoro IgE Moryr nmerb auarHocTuyeckue U Tepa-
MeBTUYECKME TTOCIeACTBI [25].
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mun MPHK RAG1 n RAG2 yBenmmumBaroTcst IIpya Ha3ajb-
HOM TIOJTUTIO3€ M KOPPETUPYIOT C BBIPAXKEHHOCTBIO BOCTIA-
Jienns 1 HammaueM IgE, celmuaHoro K 9HTEPOTOKCHHY
(cynepaHTureny) S. aureus B CIM3UCTOI 000JIOUKE TOJIATIA
Hoca [5, 23].

DTH pe3ybTaThl TPEIOCTABIISIOT MIEPBbIE JOKA3aTe b~
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y aeteii. CTaHmapTU3alUs 3TOTO METOAAa U BO3MOXKHOE
BHEIPEHWE B TOBCEAHEBHYIO KJIMHUYECKYIO TMPAKTUKY
MOXET B 3HAUUTEJBbHON Mepe YIY4IIUTh BO3MOXKHOCTU
TONMMYECKON M cucTteMHoi Tepanuu. CraHmapTh3aryst
1 OTpaboTKa METOIMKM OIpeAesIEHUs] YPOBHSI TKAHEBOTO
IgE MoXeT TOTeHUMATbHO pPACIIMPUTH BO3MOXHOCTHU
MOCJIEAYIOIETO TPUMEHEHUsI Pa3IMYHBIX IIperapaToB
OMOJIOTUYECKOI Teparu y IeTeil.

2. Pazanues C.B. KnuHuueckue pekoMeHmauuu «I1oaummo3Hblit
puHocuHycuT». MockBa—CaHnkr-IlerepoOypr, 2014; 20 c. [Ry-
azancev S.V. Clinical recommendations “Polypous rhinosinus-
itis”. Moskva—Sankt-Peterburg. 2014; 20 s. (in Russ.)]

POCCUCKWIA BECTHUK MEPUHATOJIONW U MEANATPUM, 2024; 69:(4)

14

ROSSIYSKIY VESTNIK PERINATOLOGI! | PEDIATRII, 2024; 69:(4)



Hlabeavhukosa E.U. u coasm. TlepcrieKTUBbI OLEHKHN YpoBHsI TKaHeBoro IgE 1 mpuMeHeHust OMOoI0TMYecKoii Teparuu y IeTei ¢ MOJUMO3HbIM PUHOCUHYCUTOM

3. Fokkens W.J., Lund V.J., Hopkins C., Hellings P.W., Kern R.,
Reitsma S. et al. European Position Paper on Rhinosinus-
itis and Nasal Polyps 2020. Rhinology 2020; 58(Suppl S29):
1—464. DOI: 10.4193/Rhin20.600

4. Dunican E.M., Fahy J.V. The role of type 2 inflammation
in the pathogenesis of asthma exacerbations. Ann Am Tho-
racSoc 2015; 12 (Suppl 2): 144—149. DOI: 10.1513/Annal-
sats.201506—377aw

5. Gevaert P., Wong K., Millette L.A., Carr T.F. The Role of IgE
in Upper and Lower Airway Disease: More Than Just Al-
lergy! Clinic Rev Allerg Immunol 2022; 62: 200—215. DOI:
10.1007/S12016—021—-08901—1

6. [luckynos [.3. Knununyeckue pekomeHaauuu «[lonnros-
HbIl PUHOCUHYCUT». Poccuiickoe o001IecTBO PUHOJIOrOB
2022—-2025; 57. [Piskunov G.Z. Clinical recommendations
“Polypous rhinosinusitis”. Russian Society of Rhinologists
2022—2025; 57. (in Russ.)| http://rhinology.ru/wp-content/
uploads/2022/10/TTPC-KnuHnyeckue pekoMeHaauuu_hu-
Haj.pdf / Cebuika akTuBHa Ha 18.07.2024.

7. LiT,YinJ, Yang Y., Wang G., Zhang Y., Song X. Dupilumab
in chronic rhinosinusitis with nasal polyposis: current status,
challenges, and future perspectives. Expert Rev Clin Immunol
2023; 19(8): 939—-948. DOI: 10.1080/1744666x.2023.2231150

8. Schmale I., Poulakis A., Abend A., Luitie M., Man L. Chronic
Rhinosinusitis With Nasal Polyposis Treated With Dupi-
lumab: Real-World Use and Outcomes. J Allergy Clin Im-
munol Pract 2023; 11(10): 3203—3210. DOI: 10.1016/
jjaip.2023.07.038

9. Wu Q., Zhang Y., Kong W., Wang X., Yuan L., Zheng R. et al.
Which Is the Best Biologic for Nasal Polyps: Dupilumab,
Omalizumab, or Mepolizumab? A Network Meta-Analy-
sis. Int Arch Allergy Immunol 2022; 183(3): 279—288. DOI:
10.1159/000519228

10. Meltzer E., Szwarcberg J., Pill M. Allergic rhinitis, asth-
ma, and rhinosinusitis: diseases of the integrated airway.
J Manag Care Pharm 2004; 10(4): 310—317. DOI: 10.18553/
jmcp.2004.10.4.310

11. Samitas K., Carter A., Kariyawasam H., Xanthou G. Upper and
lower airway remodelling mechanisms in asthma, allergic rhi-
nitis and chronic rhinosinusitis: the one airway concept revis-
ited. Allergy 2018; 73(5): 993—1002. DOI: 10.1111/all.13373

12. Matucci A., Vultaggio A., Maggi E., Kasujee I. Is IgE or
eosinophils the key player in allergic asthma pathogenesis?
Are we asking the right question? Respir Res 2018; 19: 113.
DOI: 10.1186/s12931-018—0813—0

13. Busse W., Corren J., Lanier B., McAlary M., Fowler-Taylor A.,
Cioppa G.D. et al. Omalizumab, anti-IgE recombinant hu-
manized monoclonal antibody, for the treatment of severe
allergic asthma. J Allergy Clin Immunol 2001; 108(2): 184—
190. DOI: 10.1067/mai.2001.117880

IMoctynuma: 11.07.24

Konghnuxkm unmepecos:

Asmopbt danHoll cmambu h0OMeepoUlU OMCymcmeue KoH-
(aukma unmepecos u PUHaAHCOB0I NOAOEPHCKU, O KOMOPbIX
HeoOX00UMO cOO0UUMDb.

14. Gevaert P., Omachi T., Corren J., Mullol J., Han J., Lee S.
et al. Efficacy and safety of omalizumab in nasal polyposis:
2 randomized phase 3 trials. J Allergy Clin Immunol 2020;
146(3): 595—605. DOI: 10.1016/j.jaci.2020.05.032.

15. Okubo K., Okano M., Sato N., Tamaki Y., Suzuki H., Uddin A.,
Fogel R. Add-on omalizumab for inadequately controlled se-
vere pollinosis despite standard-of-care: a randomized study.
J Allergy Clin Immunol Pract 2020; 8(9): 3130—3140. DOI:
10.1016/j.jaip.2020.04.068

16. Aldinger J., Dobyns T., Lam K., Han J. The role of omalizum-
ab in the treatment of chronic rhinosinusitis with nasal pol-
yposis. Expert Opin Biol Ther 2021; 21(9): 1143—1149. DOI:
10.1080/14712598.2021.1962282

17. Miglani A., Soler Z., Smith T., Mace J., Schlosser R. A com-
parative analysis of endoscopic sinus surgery versus biolog-
ics for treatment of chronic rhinosinusitis with nasal polyp-
osis. Int Forum Allergy Rhinol 2023; 13(2): 116—128. DOI:
10.1002/alr.23059

18. Hong H., Chen T., Yang Q., Sun Y., Chen F., Lou H. et al. Chi-
nese Expert Consensus on the Use of Biologics in Patients with
Chronic Rhinosinusitis (2022, Zhuhai). ORL J Otorhinolaryn-
gol Relat Spec 2023; 85(3): 128—140. DOI: 10.1159/000529918

19. Fokkens W., Viskens An-S., Backer V., Conti D., de Corso E., Ge-
vaert P. et al. EPOS/EUFOREA update on indication and eval-
uation of Biologics in Chronic Rhinosinusitis with Nasal Polyps.
Rhinology 2023; 61 (3): 194—202. DOI: 10.4193/Rhin22.489

20. Laidlaw T.M., Menzies-Gow A., Caveney S., Han J.K., Mar-
tin N., Israel E. et al. Tezepelumab Efficacy in Patients with
Severe, Uncontrolled Asthma with Comorbid Nasal Polyps
in NAVIGATOR. J Asthma Allergy 2023; 16: 915—932. DOI:
10.2147/JAA.S413064

21. Gould H., Sutton B., Beavil A., Beavil R.L., McCloskey N.,
Coker H.A. et al. The biology of IgE and the basis of aller-
gic disease. Annu Rev Immunol 2003; 21: 579—628. DOI:
10.1146/annurev.immunol.21.120601.141103

22. Dullaers M., De Bruyne R., Ramadani F., Gould H.,
Gevaert P., Lambrecht B. The who, where, and when of IgE
in allergic airway disease. J Allergy Clin Immunol 2012;
129(3): 635—645. DOI: 10.1016/j.jaci.2011.10.029

23. Gevaert P., Nouri-Aria K., Wu H., Harper C.E., Takhar P.,
Fear D.J. et al. Local receptor revision and class switching
to IgE in chronic rhinosinusitis with nasal polyps. Allergy
2013; 68(1): 55—63. DOI: 10.1111/all.12054

24. Gatto D., Brink R. The germinal center reaction. J Aller-
gy Clinlmmunol 2010; 126(5): 898—907. DOI: 10.1016/
j-jaci.2010.09.007

25. De Schryver E., Devuyst L., Derycke L., Dullaers M.,
Van Zele T., Bachert C. et al. Local Immunoglobulin E in the Na-
sal Mucosa: Clinical Implications. Allergy Asthma Immunol Res
2015; 7(4): 321-331. DOI: 10.4168/aair.2015.7.4.321

Received on: 2024.07.11
Conflict of interest:

The authors of this article confirmed the lack of conflict
of interest and financial support, which should be reported.

POCCUVCKWIA BECTHUK MEPUHATOJIONN U MNEANATPUM, 2024; 69:(4)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2024; 69:(4)




Ob30Pbl JINTEPATYPbI

DYHKIHOHAJIBHOE COCTOSIHHE PECIMPATOPHOIT CHCTEMBI PH MPOKCHMAJIbHOI CIIMHAJIbHOI
MbllIeYHO# aTpoduu S5q: OT eCTeCTBEHHOIH UCTOPUM TeYeHHs 3200J1eBaHUsI K Ipe
naroreHeTndeckoii repanuu. IIpo0aeMbl 1 OXKUAAHUSA

C.E. Pacmeeuna’, JI.B. Brooasey'?, F0.JI. Muzepnuyruii’

'OCIN «Hay4Ho-mnccnenoBaTenbCknii KIMHUYECKN MHCTUTYT NeamnaTpun U AeTCKON XMPYPrum M. akagemmka
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The functional state of the respiratory system of the patients with proximal spinal muscular
atrophy 5q: from the natural history of the disease to the era of pathogenetic therapy.
Problems and expectations

S.E. Rastegina’, D.V. Vlodavets'?, Yu. L. Mizernitskiy’

"Veltischev Research and Clinical Institute for Pediatrics and Pediatric Surgery of the Pirogov Russian National Research
Medical University, Moscow, Russia;
2Pirogov Russian National Research Medical University, Moscow, Russia

IIpokcuManbHas CIMHAJIBHAS MbIIIEYHAsI ATPOGHS 5 — AyTOCOMHO-PeNeCCHBHOE HEPBHO-MbILIEYHOE 3200/IeBaHNe, XapaKTepu-
3yioleecst MPOrpeccUpyoNMMHA CUMITOMAMY BSUIOTO MAPAJIMya U MbllleyHo# aTpoduu BejeACTBHE JereHepanuu ajibga-MoToHeii-
POHOB NepeaHNX POroB CIIMHHOrO MO3ra. 3a00/IeBaHie BbI3BAHO OTCYTCTBHEM IMOJHOLEHHOro (pyHKIMoHAAbHOro 0eaka SMN u3-3a
TOMO3UTOTHOM Jejiend 9k30Ha 7 B rene SMNI. Jloaroe BpeMsi ciMHAJbHAS MbllleyHasi aTpodusi ObLIa Beaylieil reHeTHYeCKOoi
NPUYMHON MJIaJeHuYecKoii cMepTHOCTH. C BHEJIpPEHHEM COBPEMEHHBIX MATOT€HETUYECKHX METONOB JieueHHs, Momupuumpyommx
TeyeHne 3a00J1eBaHUs, MOBBILAIOTCS NPOJOIKUTEILHOCTh M KAYECTBO JKU3HU MALNMEHTOB, «CTUPAIOTCS TPAHUIBI> MEXKAY THIAMU
CNMHAJIbHOI MbIIEeYHOi aTpodun, opMupyoTcs HOBbIe (heHOTHIBI. B CBS3H ¢ 3THM MEHSIOTCS MOAXObI K BEJIECHHUIO NANMEHTOB,
B TOM YHCJI€ MOAXO/IbI K OLEHKE ¥ KOPPEeKIUH PecnMpaTopHbix HapymeHuii. [IpoBenensl 0030p 10CTYNHOI MEANIMHCKO# IUTEPATYPbI
W aHAJIM3 KIMHAYECKUX MCCJIEOBAHMII 0 CIMHAJILHOI MBIIIEYHO! aTPO(MH MPH €CTECTBEHHOM TeYeHHH 3200JIeBaHNS U B CIyYae
NpUMeHeHus ATOreHeTHYECKUX NMPEenapaTos ¢ YNOPOM HA COCTOSIHHE PECTIMPATOPHON CHCTEMBI.

Karouesvte croea: demu, npoKCUMAnbHas CRUHANbHAS MbIUEYHAS ampo@us 5q, pechupamopHas noooepiucKa, HeuH8a3ueHas UCKyCc-
CMBeHHAs GeHMUNAUUS NeeKuX, wKana oyenku GSR, nympumuenas noddepicka.

Ansa umtupoBanus: PacternHa C.E., Bnogasey [.B., MusepHuukwii (O.J1. @yHKUMOHA/ILHOE COCTOSIHUE PECNPATOPHOVM CUCTEMBI MPU MPOK-
CcUMasIbHOV CrIMHaIbHOW MbILLUEYHOV atpogun 5q: OT eCTeCTBEHHOM NCTOPUN Te4eHus 3ab0s1eBaHNs K 3pe naTtoreHeTuyeckor tepanuu. po-
6nembl v oxvaaHus. Poc BecTH nepuHaton n neamatp 2024; 69:(4): 16-30. DOI: 10.21508/1027-4065-2024-69-4—16-30

Proximal spinal muscular atrophy 5q is an autosomal recessive neuromuscular disease. This disorder is characterized by progressive
symptoms of flaccid paralysis and muscular atrophy due to degeneration of a-motor neurons in the anterior horns of the spinal cord.
The disease is caused by the lack of a fully functional SMN protein due to homozygous deletion of exon 7 in the SMNT gene. For
a long time, spinal muscular atrophy was the leading genetic cause of infant mortality. With the introduction of modern pathogenetic
treatment methods that modify the disease, the duration and quality of life of patients increases, and a “blurring of boundaries”
between types of spinal muscular atrophy and the formation of new phenotypes happens. In this regard, approaches to patient man-
agement, including approaches to the assessment and correction of respiratory disorders, are changing. The review of the available
medical literature was conducted. The clinical studies on spinal muscular atrophy in the natural course of the disease and with the use
of pathogenetic drugs were analyzed, as well as the data on the state of the respiratory system of the patients.

Key words: children, proximal spinal muscular atrophy 5q, respiratory support, non-invasive ventilation, GSR rating scale, nutritional support.

For citation: Rastegina S.E., Vlodavets D.V., Mizernitskiy Yu.L. The functional state of the respiratory system of the patients with proximal spinal
muscular atrophy 5q: from the natural history of the disease to the era of pathogenetic therapy. Problems and expectations. Ros Vestn Perinatol i
Pediatr 2024; 69:(4): 16-30 (in Russ). DOI: 10.21508/1027-4065-2024—-69-4-16-30

pPOKCHMaJIbHAsA CIMHAJbHAS MBIIIEYHAsd aTpoO-
dus 59 — TIKEI0e ayTOCOMHO-PELECCUBHOE
HEPBHO-MBIIIIEYHOE 3a00JIeBaHNE, XapaKTEPU3YIOIIEeCs

MPOTPECCUPYIONIMMU  CUMITOMAMU BSIJIOTO  Mapajinya
U MbIIIEYHO# aTpodru BCIeCTBUE IereHepaluy anbda-
MOTOHEHPOHOB TIepeHUX POTrOB CIMHHOIO MO3ra.
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Pacmeauna C.E. u coaem. DyHKIMOHATBHOE COCTOSIHIE PECITMPATOPHOI CHCTEMBI TIPY MPOKCUMAIIBHOI CITMHAIBHOI MbIIIeYHOI aTpodun 5q...

PacnipocTpaHeHHOCTh CIMTUHAIBHON MBIIIEYHON aTpo-
¢um cocrasisier 1 Ha 6000—10 000 HOBOpOXKAEHHBIX [1].

CnvHalbHas MBbIIIeYyHast atpodusl TMpPeACTaBIsIeT
coboitf 3ab0jieBaHME, BBI3BAHHOE TOMO3UTOTHON Jefie-
uueir win Mmyrtanueir B reHe SMNI u coxpaHeHUEM
ONHOM WJIM HECKOJbKUX KOMUIA TMOYTH HUACHTHUYHOTO
reHa SMN2. OH Takxe KonupyeT 6es1ok SMN, HO oT/In-
yaetcst oT SMN1 3aMeHo#l HyKJIEOTUIOB, KOTOpasl Mpu-
BOAUT K MWCKIIOYEHUIO 3K30Ha 7 mpuMepHo B 90%
TPAHCKPUIITOB W TMPOAYKIUU HeDYHKIMOHUPYIOIIETO
YKOPOYEHHOTO 0ejKa, KOTOPBI OBICTPO AeTpamupyerT.
Takum 00pa3oM, MPOMCXONUT CHUXEHUE BKCIpec-
cuu TIoJIHOpa3MepHoro O6eiaka SMN kak B OBUTaTeNlb-
HBIX MOTOHEMPOHAX, TaK U BO BCEX KJIETKaX OpTaHM3Ma,
YTO TPUBOAUT K PA3BUTHIO KIMHUYECKMX CHUMITTOMOB
3aboseBanus. [1pu a3ToM KommyecTBo Kormii reHa SMN2
CIYXWUT OCHOBHBIM MOAUMUIMPYIOIIUM 3a00jIeBaHNe
¢akTOpOM M 0OpaTHO TMPOIOPLMOHATBHO KJIMHUYECKOMN
TSDKECTH TedeHus 3a0oeBaHus [2].

IMpn ecTecTBEeHHOM TE€YeHWM TTOATUITHI CITUHABHOM
MbIIIIeYHO# aTpodun kiaccuduumrpoBaiuch ot 0 mo 4
B 3aBUCUMOCTH OT BO3pacTa Havasia 3a00JIeBaHusI, TSKe-
CTU T€YEHUS W MAKCUMaJbHO TOCTMTHYTBHIX IBUTATETb-
HBIX Bo3MoxkHocTeit [1, 3] (ta6u. 1). [Ipu cnuHanbHOMI
MbIIlIeYHO# atpoduu 4-ro Tumna 3adoseBaHue MaHUDe-
CTUPYET BO B3POCJIOM BO3pacTe, OTMeYaeTCsl camast Jier-
Kasi popma 3abosieBaHMSI. B mociienHee Bpemsi HaOJiO-
JaeTcsT TEHIEHIUST KIAaCcCU(PUIIMPOBATh MAIlMEHTOB CO
CMMHAJTBHOM MBIIIEYHON aTpodueit 1mo ux (GyHKIIMO-
HaJIbHBIM BO3MOKHOCTSIM: JIESKAUU I, CUASTINN WIIA XOIsI-
yuii mauueHT [3].

Ilen» 0030pa JuMTEpaTypbl: OIIEHKA COCTOSTHUS
pecrupaTopHOil CUCTEMBI Y TTALIMEHTOB CO CITMHATLHOMI
MBIIIEYHON aTpodueil, TONydyaloluX IaToreHeTHYe-
CKYIO Tepamnuio, U CpaBHEHUE pe3yJbTaTOB C JaHHBIMU,
MTOJTYY€HHBIMU Y TTAIIMEHTOB CO CITMHATLHON MBIIIIEYHOM
aTpodueii Tpu eCTeCTBEHHOM TeUeHUH 3a00JIeBaHUSI.

HcTouyHnKaMu JOaHHBIX Ui 0030pa JIUTepaTyphbl
MOCTAYXWJIM ~ MaTepuajabl  HAYYHBIX  MCCIIeOBaHUIA
M CHUCTeMaTHMYEeCKNX 0030pOB, OMYyOJIMKOBAaHHBLIE B 0a3e
nmaHHbIX Pubmed, a Takke MaTepualibl, TIpencTaBIeHHbIE
B KJIMHUYECKUX pekoMeHpanusx M3 P® no cnuHaib-
HOI MBIIIIEYHOM aTpo(PUM U pyKOBOJACTBAX 1O pecrupa-
TOPHON TIOIAepKKe MAllMeHTOB ¢ HEPBHO-MBIIIIEUHBIMU
3a00JIeBaHUSIMU. YYaCTHMKAMU JAaHHOTO CUCTEMaTH-
YeCcKOro 00630pa CTajli MalMeHThl JETCKOTO BO3pacTa co
CIIMHAJIBHOM MBIIIEYHOI aTpodueid.

IMpn Bcex TUIAxX CIMUHAJIBHOM MBIIIEUHOM aTpoduu
MpU €CTECTBEHHOM ee TeUeHWM BCIIEACTBUE AeTeHepa-
IIMM JIBUTATEIbHBIX MOTOHEMPOHOB TIEPEIHUX POTOB
CIMIMHHOTO MO3Ta B TATOJIOTMYECKUIA TIporecc aTpoduu
MBIIIIEYHBIX BOJIOKOH BOBJIEKAIOTCSI OCHOBHBIE TPYITITBI
MBI, YYACTBYIOIIMX B akTe nObixaHus. [lpu 3ToM
MEXaHU3M HapyIlleHUs ABIXaHWS W CTereHb Topaxke-
HUST MOTYT pa3inyaThCs B 3aBUCUMOCTU OT THUIIA CITU-
HaJIbHOW MBIIIEYHOM aTpoduu, cTaauud 3a0oJeBaHUs,
HaJIMYUs WJIM OTCYTCTBUSI IAaTOT€HETHUYECKOU Teparvm.

Y nauveHToB €O CIUWHAJbHOW MBIIIEYHON aTtpodueit
BhIpakeHa CJIabOCTh MeXpeOepHBIX MBI, O0eCrneum-
BAIOILIMX BBIIOX, YTO MPUBOAUT K PA3BUTUIO aJIbBEOJISIP-
HOW TUITOBEHTWJISIIMU ¢ (DOPMUPOBAHUEM TUTIEPKATTHUU
1 Hed(hGEKTUBHOCTY KaILJIEBOTO TOJYKA. DTO OOYCIOB-
JINBAeT 3aCTOi JIETOUHOTO CeKpeTa WM BO3HUKHOBEHME
pPeLMINBUPYIOIIMX UH(MEKIIUN pecrmupaTOpHOTro TpakTa,
OBICTpOE MPOrpecCUpoBaHUe AbIXaTeJIbHON HEIOCTaTOu-
HocTu. ['MmoBeHTWISILIMS, OOYCIOBIEHHAs] HApyllIEHUEM
NbIXaHUsI, TIepBOHAYaJIbHO pa3BMBAETCs B TEPUOJ CHA,
YTO HEPENKO MPUBOIUT K PA3BUTUIO alTHO3, HO TTO3HEe
MOXET TOSIBIITLCS U B THEeBHOE BpeMd [ 1, 4, 5].

Ha npixarenbHyto QyHKIINIO y TAIIMEHTOB CO CITUHAb-
HOI MBIIIIEYHOH aTpodueil TakKe BIUSIIOT IPOrPeccupo-
BaHWE CKOJINO3a, YCujeHue aedhopMaliii TO3BOHOYHMKA
¥ BTOpUYHas aedopMalus TpyaHoOi KIeTKU. Y Bcex aeTeit
CO CIMUHAJILHOW MbIIIeYHOM aTpodueit 1-ro u 2-ro TUIIOB
MPU €CTECTBEHHOM TeUEeHUH 3a00JIeBaHUSI M3-3a MbIIIECY-
HOIl c1aboCcTh pa3BMBAETCS CKOJIMO3, YTO TIPUBOAMUT
K CMEIIeHNIO OPraHOB TPYIHOW KJIETKU U auacdparMbl,
CHWXKEHUIO DPACTSDKMMOCTM TPYIHOM KIIETKM, a TakKxe
MPOUCXOAUT 3HAUUTEJIbHOE YMEHBIIEHWE KU3HEHHOM
€MKOCTH JIETKUX 32 CUET UX aCUMMETPUYHOTO BO3AYyXOHA-
MOJTHeHUS U epopMaliuu. Y aeTeil ¢ paHO MOSIBUBIIEICS
CKOJIMOTUYECKOU nedopmMaliueii MOXeT pa3BUThLCSI TUIIO-
ruasust Jerkux. [lpu ckoimose yBeauuymMBaeTcss 0ObeM
(hbU3MOTOTMYECKOr0 MEPTBOTO MPOCTPAHCTBA, YTO TTPUBO-
AT K BO3paCTaHUIO SHEpro3arpar MalureHTa co CIIMHaIb-
HOI MBIIIEYHOM aTtpodueil TIpu AbIXaHUW, a CHUXKEHUE
OTHOIUIEHUS XKM3HEHHOI EMKOCTH JIETKHUX K 00beMy MepT-
BOTO TIPOCTPAHCTBA YBEJIMYMBAET PUCK 3aepKKU B Opra-
HU3Me YIJIEKUCIIOTo Ta3a (TUTiepKarHum) [6].

VY nauyeHToB CO CMMHAJBHONM MbIIIEYHON aTpodueit
TakXKe 4acTO TOPAKaIoTCs S/Ipa, pPacloIOXEHHbIE B MPO-
JIOJITOBAaTOM MO3re, OTBEYalolre 3a padboTy OyabOapHbIX
MBIIIILI, YTO MPUBOAUT K HAPYILIEHUIO aKTa rIoTaHust. Tpy-
HOCTH C IJIOTAHUEM MOTYT MPOSIBUTHCS B PAHHEM T'PYIHOM
BO3pacTe, WX 4YacTOTa YBEJIWUMBAETCS TT0 Mepe HapaCTaHUS
MBILIEYHOM CJTa00CTH, YTO TIPUBOIUT KaK K HEIOCTaTOY-
HOMY 00beMy MUTaHUSI ¢ (POPMUPOBAHUEM OEITKOBO-3HEp-
TeTUYECKON HEeMOCTaTOYHOCTU, TaK U K aclMpaluOHHBbIM
HapyleHUsIM. XpOHUYECKUI acCTTMPallMOHHbBIA CUHIPOM,
XapaKTepHbBI IS MHOTMX TIAlIMEHTOB CO CIMHAJIbHOM
MBbILIIEYHOM aTpocdueii, 00yCIOBIeH HapyIIIeHUEM JesITe b~
HOCTH MBI TVIOTKA U TOPTAHU B COYETAHUU C HETIPOIYK-
TUBHOCTBIO KalllJIsl, YTO BeAET K OOCTPYKIIMU U BOCTTAJICHUIO
NIIXaTeJIbHBIX TTyTe 1 HapacTaHWIO PECTPUKTUBHBIX Hapy-
meHuii. TToBropsiromecs: acrupanydyu TPUBOIAT K pPelru-
NVBUPYIOIIMM TTHEBMOHUSIM, (POPMUPOBAHUIO OPOHXOIK-
Ta30B 1 (prOpo3a JerouHoM TKaH! [6].

Ilpu ectecTBeHHOM TeueHUM 3a00JIeBaHUS Yy TAllU-
€HTOB CO CIMHAJbHON MBIIIEYHON aTpodueii 1-ro Thma
NbIXaTeJbHasl HEeIO0CTaTOUHOCTh Pa3BMBAETCSI Ha TIEPBOM
Troy >XM3HMW, a Yy MallMeHTOB CO CITMHAJIIBHON MbIIlIeY-
HOIl atpodueit 2-Tro TUMa — Ha BTOPOM-TPETHEM TO/ax
KaK OCJIOXXHEHWE MO MEPE MPOrpecCUPOBAHNSI OCHOBHOTO
3a00JIeBaHMSI C HapacTaHWEM CKOJIM03a TTO3BOHOYHMKA
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U BTOPUYHOM nedopMaliuy rpyIHON KJIETKU WIK Ha (hoHe
MHOEKIIMN HKHUX AbIXaTeIbHBIX ITyTel. Y MaiMeHTOB CO
CIMUHAJILHOW MBIIIIEYHON aTpodueii 3-ro Tuma, Kak mpa-
BWIO, TIPOOJIEM C JIbIXaHUEM HET, HO JbIXaTeIbHash HeI0-
CTaTOYHOCTb MOXKET Pa3BUThCSI Ha (DOHE TIPUCOETMHEHMSI
OCTPBIX pecrnupaTtopHbiX MHGeKnii. Hapymenus: apixa-
HUSI — OCHOBHasl TIpUYMHA BOZHUKHOBEHMST OCJIOKHEHU
U CMEPTHOCTH y MAlMEHTOB CO CITMHAJIBLHOW MbIIICYHOMN
arpodueit 1-ro u 2-ro TUIOB; KPOME TOTO, OHU TaKXKe
MOTYT pa3BUBATLCS Y OTAEJIbHbBIX MAIIMEHTOB CO CITMHAb-
HOI1 MbIlIIeuHO# atpocdueit 3-ro Tuna [1, 4, 5].

Jonroe Bpemsi cnvHalbHasi MbIllIeYHast aTpodus
1-ro Tura Oblaa Beayllell TeHeTUIECKOW MPUIMHON MJla-
NIEHYECKON CMEpPTHOCTM. MHOIMM TlallMeHTaM Jaxe
HE YyCIieBaji YCTaHOBUTb W T€HETUYECKU TONTBEPIUTH
nuarHo3. OHM HYXIaIWCh B TAJUIMATUBHOW TTOMOIIMU
yXe Ha TiepBoM rofay xwusHu [7]. Hezamonro no mosipie-
HUST COBPEMEHHBIX MTaTOTEHETUYECKUX METO/IOB JISYSHUSI,
MoauduUIMpyIIMX 3a00jieBaHUe, ObLIO MWHUIMUPOBAHO
HECKOJIbKO KJIMHUYECKUX MCCIETOBAaHUN €CTECTBEHHOTO
TEYEHUsI pa3HBbIX TUIIOB CIMHAJBHOW MBIIIEUYHONM aTpo-
¢un (Tabm. 2).

Ob30Pbl JINTEPATYPbI

B nccaenosanne PNCR, mpoBeneHHoe B Tpex IIeH-
Tpax B CIIA, ObuM BKIIOYEHHI 34 MaliMeHTa CO CITH-
HaJIbHOM MBIIIEYHO! aTtpodueit 1-ro Tura, KOTOpbIe
HaXOOWINCh TT0J HaOmoaeHneM B TeueHue 36 mec; 50%
BKJTIOYEHHBIX TTALIMEHTOB 3aBEPIIVIN TT0 KpaifHell Mepe
12-mecsaunoe HaOmomeHne. CpemHUIT BO3pacT CMEPTHU
WU TOCTVKEHMS MOTPEOHOCTH B TIOCTOSTHHOM BEHTUIISI-
LU JIETKUX (OTIpeaesIsieMOit KaK TOTpeOHOCTh B HEMHBA-
3UBHOI BEHTUJISILIUY JIETKUX HE MeHee 16 4 B IeHb B Teue-
HUe He MeHee 14 nHeit) y MilaneHUEeB ¢ IBYMSI KOIUSIMU
reHa SMN2 (n=23) cocrasun 10,5 mec. Jdns neteit co
CMIMHAJILHOW MBIIIEYHOM atpodueii 1-ro Tuma cpemnHui
BO3pacT Havajla HYTPUTUBHOW TOAIEPKKU (YCTaHOBKA
Ha30TacTPaJIbHOTO 30HJAa WM TaCTPOCTOMBI) COCTABWII
8 Mec, a BEHTWJIAIUMU JIETKMX HEWHBAa3WBHBIM ITyTEM
wim yepe3 Tpaxeoctomy — 11 mec. Bce maiyeHTsI B BO3-
pacte crapiie 12 Mec Ha UCXOTHOM YPOBHE HYXIAJIUCh
B HYTPUTUBHOM MTOAIEPKKE UM OTHOBPEMEHHOM HYTPH-
TUBHOM M pecrMpaTOpHO TTommepxkKe [8, 9].

B knunaunueckoe uccinenoBanue NeuroNEXT Obutn
BKJIIOYEHBI 26 aeTeld Miaame 6 Mec ¢ TeHeTUYeCKU
MOATBEPKIEHHBIM JIMATHO30M CITMHAJBHOM MBbIIIIeY-

Tabauya 1. Knuanyeckas kinaccugukanus cnuHaIbHoi Mbimewynoii arpodun (CMA) npu ecTeCTBEHHOM TedeHHH 3200J1eBaHUS
Table 1. Clinical classification of spinal muscular atrophy in the natural history of the disease

OxuaeMas NpoI0KUTETbHOCTD

Tun CMA Bospact nedrora JIBUraTe/ibHbIe HABBIKU
KHU3HHU
CMA 0 BryTtpuyrpo6HO o 6 mec Her
HecrnocoOHOCTb 1epXarth roJIoBY,
CMA 1 (OMIM#253300) o 6 mec Mo 2 net TepeBopaunBaThCs, CUAETh Oe3 MO~
TIEPXKKU

CMA 2 (OMIM#253550) 6—18 mec 70% noxwuBarot 10 25 et CriocoOHOCTh CUIETh 0€3 MOIIEPKKHI
CMA 3 (OMIM#253400) Crapuie 18 mec 10—40 et mocne MaHubecTauu LRI Creus 1L

0e3 MOAACPXKKU

Tabauya 2. ViccnenoBanus eCTECTBEHHOTO T€UEHNS CIUHAJILHON MbineyHoi aTpodun (CMA)

Table 2. Natural history studies of spinal muscular atrophy

Tun
Uccnenosanue Tonmpt Crpana
i CMA JIb] P
PeTpocriekTuBHOE MHOTOLIEHTPOBOE MCCIIEI0BAHNE, BBITIOJHEHHOE IyTeM
cOopa TaHHBIX U3 PA3TUUYHBIX CYIIECTBYIOIIMX KPYITHBIX MHOTOLIEHTPOBBIX 2010—
6a3 maHHbIX (PNCR, Pediatric Neuromuscular Clinical Research Network, 1-it 2014 CIIA u Utanus
aHnI. — CeTh KIIMHUYECKUX UCCICTOBAHUI IETCKOM HEPBHO-MBIIIIEYHOM
cuctemnl) [8, 9]
JmuTenbHOe MHOTOIIEHTPOBOE MTPOCTIEKTUBHOE UCCIIEIOBAHUE ECTECTBEH -
HOro TeueHust 00Je3HM, BbinojJHeHHoe B ceTh NeuroNEXT (Neu- 2010—
roNEXT, The National Network for Excellence in Neuroscience Clinical 1-i1 2012 CIIA
Trials, anrn. — HanroHasnbHast CETh MEPEIOBOTO OMbITAa B 00JIACTU KIMHU-
YeCKMX MCITbITAHUM B 001acTy HeBposioruu) [10]
benbrust, bpazunus, Uta-
Anchovy — r1o6ajbHOe MHOTOLIEHTPOBOE, 0030pHOE UCCIeq0BaHNE, .
. 2008—  nus, Kurait, [Tonbina, Poc-
LIeJIBI0O KOTOPOTO OBLIO ONMKcaHue ecTecTBeHHOro TeueHust CMA 1-ro 1-i1 2017 ez O, Thais, Ghms
TUIIA B pa3JIMYHBIX CTpaHax Mupa [4] HP’IH XopisaTyI/II);{ HliIOHII)/IH
9 b
NatHis-SMA (NatHis-SMA, Natural History Spinal Muscular Atrophy,
aHr1. — EcTecTBeHHAs UCTOPUST CTMHATBHOM MBIIIEYHOM aTpodun) — .
p Tpodin) 2-it 2015—  Benwrus, @pannus, ['epma-
00CepBallMOHHOE UCCIIEIOBAHUE, B X0JIe KOTOPOTO MCCIIeA0BATEIN W3- 2018 st

MPOBOAWIIM ONMCcaHKe ecTecTBeHHOro TeueHusi CMA 2-1o u 3-10 TUIIOB

y MaiueHToB B TeueHue 24 mec [11]
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Hoit atpoduu (20 maueHToB ¢ 2 KonusiMu reHa SMN2
u 6 manueHToB ¢ 3 wim 4 xomusMu reHa SMN2) u 27
JeTelt M3 KOHTPOJBHOW Ipymibl Miaame 6 mec. Mccie-
JIOBaHKE TIPOBOAMJIOCH B TeUEHUE TMEPBBIX 2 JIET KU3HU
nauureHToB. KoHeuHast Touka BbKMBAeMOCTH OTIpeiesisi-
JlIach KaK CpeTHUI BO3pAcT HA MOMEHT CMEPTU WJIM HE00-
XOJIMMOCTHU B TIOCTOSIHHOW PECIMPATOPHON TOAIEPKKe
MOCPECTBOM 3HI0TpaxeaJbHO MHTYOAIIMU U COCTaBUIIA
y AeTelt Co CMMHANIbHOM MBIIIIEYHOM aTpodueii 1-ro Tuna
¢ nByms konusimu reHa SMN2 8 mec. B rpynne naum-
€HTOB CO CITMHAJILHOW MBIIIEYHOI aTpodueii ¢ 3 mim 4
kornusimu reHa SMNZ2 onuH ManMeHT CKOHYaJCs B BO3-
pacte 10 9 Mec XM3HU, a OCTaBIIMECS S5 TalMeHTOB
NIAaHHOM TPYMIbl AOXWIM 10 24-MeCcSYHOro Tieprojaa
OKOHYaHus uccienoBaHusi. M3 20 mMiaaeH1eB co CIU-
HaJIbHOW MbIIIIeYHOM aTpodueii ¢ 2 KonusiMu reHa SMN2
BO BpeMsl BKJIIOUEHMSI B McclieqoBaHue 9 mostyyany rnuTa-
HUE 4epe3 raCTpOCTOMUYECKYIO TPYOKY. MiameHIIbl co
CMUHAJIBHOW MBIIIIEYHOM aTpodueii, Mo CpaBHEHUIO
C KOHTPOJILHOM TPYMIIOi, OBICTPO TEPSIIN JBUTATETbHbBIC
(yHKIIMM K BO3pacTy 6 Mec U TIPOAOJIKAIN TePATh (DYHK-
LIVM B TeUeHME TIepBhIX 2 j1eT xu3Hu [10].

B 17106a715HOM MHOTOIIGHTPOBOM OO030pHOM HCCIIE-
JIOBAaHWM €CTECTBEHHOTO TEYEHUSI CIIMHAIbHOW MBIIIIeU-
HoO#l atpoduu 1-ro TUIa B pas3IMYHBIX CTpaHaX MHUpa
non HazBaHrueM ANCHOVY Obliu TpoaHaJM3upoOBaHbI
JAaHHbIE MEIULIMHCKUX KapT 60 MalMeHTOB ¢ TeHeTUYe-
CKM TIOATBEPXKIEHHBIM muarHo3oMm. CpemHuii BO3pacT
neblTa CUMNTOMOB CITMHAJIBHOW MBIIIEYHOUN aTpoduun
coctaBuia 1,6 mec (ot 1 mo 3 mec). IlepBUUHOI KOHEY-
HOIl TOYKOW B JAHHOM MCCJIEIOBAaHUU OBIIO BBIOpAHO
BpeMsl 10 HAaCTYIUIEHWUSI CMEpPTH W/WIM 3aBUCUMOCTHU
OT TIOCTOSTHHOM BEHTWJISILIMU JIETKUX (MOCTOSIHHAsI BEH-
TWISILMST JIETKUX OTpenesisiach Kak HeoOXOIUMOCThb
B HEWHBA3WBHOW BEHTWISLIUM JIETKUX B TedeHUe 16 4
u Gojiee B jeHb Oozee 21 AHS MOAPSIA, WIM MUHTYOALIMSI
0ozee 21 gHS OOpsiA, WJIM HEOOXOIMMOCTD B TPAXeOCTO-
Mun). BTopuyHBIMM KOHEUHBIMU TOYKAaMM OBLIO OTpe-
JeJeHre BpeMeHM Hayvajla pecrupaTtopHoil (6,9 mec)
u HytputuBHOU (8,8 Mec) mommepxkku. M3 25 XuBbIx
MalMeHTOB B HYTPUTUBHOM TMOMAEPXKE B BO3pacTe
12 Mec nyxnamuch 19 (76%). CpeaHuii Bo3pacT HACTy-
TUIEHUSI CMEPTH WJIK TTIOCTOSIHHOW BEHTUJISILIMU COCTaBUII
7,3 (5,9—10,5) mec. Hu onuH mamumeHT He MOT CHUIETh
0e3 MoIep>KKU WX JOCTUYb TAKUX MOTOPHBIX HABBIKOB,
KaK IMoJI3aHNe, CTOSTHUE UK Xonpoa [3].

PesybTathl 1ipencTaBaeHHBIX UCCIEIOBAHUIM 110 ecTe-
CTBEHHOMY TEUEHMIO CITMHAJIbHON MBIIIEYHON aTpoduun
1-ro TMTa XOpOIIIO coracyroTcsl Mexmy coboi. Hu ogun
MaIMeHT CO CITMHAIBHOM MBIIIIEYHO aTpodueii 1-ro Tura
MPU €CTECTBEHHOM TeUeHUH 3a00JieBaHUsI HE MOT CUIETh
0e3 moIepKKU, TI0J13aTh, CTOSITh UJIA XOMUTh. XOTSI CYIIe-
CTBYIOT HEKOTOpPBIE pa3inyusl B OMpeAeSIEHUN TTOIXO/I0B
K HYTPUTUBHOW W PECHUPATOPHOU MOMAEPXKKE MEXIY
WUCCIIEIOBAHUSIMUA, BpeMsl HACTYIJIEHUS 3aBUCHMOCTHU
IIJIS TIAILIMEHTOB CO CIMHAJIBHON MBIIIEYHON aTtpodueit
OT UX IIPOBeACHNS ObIJTO OMMHAKOBEIM |3, 8—10].

B ommuue OT crnMHaNbHON MBIIIEYHOR aTpoduun
I-ro TMMa MalMEeHThl CO CMUHAIBHOW MBIIIEYHON aTpo-
¢dueit 2-ro U 3-TO TUIIOB TIPOTPECCHUPYIOT MeIJICHHEE.
B 2020 r. M. Annoussamy u coaBT. [11] GbUTO OITyOIM-
KOBaHO JIByXJIETHEe OOCEpBallMOHHOE UCCJIeIOBaHKE
NatHis-SMA, B Xome KOTOpPOro HCCJeIoBaTeIn IIPOBO-
WM OTNMCAaHKWE €CTECTBEHHOTO TeYeHMsl y TallMeHTOB
CO CMIMHAJIBHON MBIIIEYHON aTpodueit 2-ro u 3-ro TUIOB
C OLIEHKOM TI0 PeCIMpPaTOPHON (PYHKIIMU U TBUTATEIBHBIM
mikanaM. [1areHTb! ObLTM pasaesieHbl Ha 4 TPYTINbI B 3aBU-
CHMOCTH OT TUTIA CIIMHAIbHOM MBITIIEYHOI aTpomu 1 cTa-
Tyca: 2-ro TMNa ¢ (pyHKIMOHAIBHBIM CTaTyCOM Jiexauue,
2-TO TUMA CUnIgYre, 3-TO TUIA CUSIYUe U 3-TO TUTIA XOJs-
yue. [1pu mpoBefeHUM pa3HbBIX JETOYHbBIX (DYHKIIMOHAIb-
HBIX TECTOB MCCJIeNOBaTeIM OINpeNeIvIi, YTO HaumboJjee
TIOIXOISIIE! OLIEHKOM JISTOYHOU (DYHKIINY Y TAIIMEHTOB CO
CMUHAIBHOW MBILIIEYHOM aTpodueit SIBIISIeTCs OTIpeie/ieHe
(hopCcUpOBaHHON KM3HEHHON eMKOCTM Jierkux. OmHako
KJIMHUYECKW 3HAUMMBIX W3MEHEeHUl (opcupoBaHHOM
>KM3HEHHOW €MKOCTH JIETKMX B TeueHue 24 Mec He HaOJIro-
nanock. Ilo MHEHWIO aBTOPOB, BO3MOXHO, TPUYMHOMN
CITY>KWUJT MaJIblii pa3Mep BBIOOPKHM, a TaKKe TO, YTO MHOTHE
MalMeHThl CO CITMHAIBHOM MBIILIEYHOM aTpodueii peKpa-
TUJIM UcclienoBaHre Mexay 12 n 24 mec 13-3a TOSIBJICHUS
JIOCTYITHOM TTaTOTeHEeTUYECKOM Tepariniu.

OTKpBITHE MOJEKYISIPHO-TEHETUYECKNX MEXaHU3MOB
1 BO3MOXHOCTb CO3/1aBaThb TOUHBIE MOJEJM XXUBOTHBIX
CO CITMHAJBHOW MBIIIEYHOU aTpodueii pUBeIn K pas-
paboTKe TeHHOI U TeHO3aMeCTUTEIbHOM Teparuu, MO~
¢dunupyoonieil TeueHue 3adoneBanus [2]. IlepBbim mpe-
napaToM, pa3paOOTaHHBIM ISl JIeUeHUs TIAllMEHTOB CO
CTMIMHAJILHOW MBIIIEYHON aTpodueit, ObIT aHTUCMBICTIO-
BO# OJIUTOHYKJICOTU HYCUHEPCEH JUISI MTHTPAaTEKaTbHOTO
BBeAeHMsI. HycuHepceH M3MeHsieT CIUIaliCMHT C TreHa
SMN2 wn criocoOcTBYeT BKIIIOUeHNIO 3k30Ha 7 B MPHK,
YTO TIPUBOIUT K DKCIIPECCUM TTOJTHOPA3MEPHOTro Oejka
SMN [2, 12]. Ilpemapar Obl1 omoOpeH YmpaBieHUEM
MO KOHTPOJIIO 3a KayeCTBOM IMIIEBBIX ITPOIYKTOB
un nexkapctBeHHBIX TiperapatoB CIIIA (Food and Drug
Administration, FDA) B neka6pe 2016 r. u EBporteiickum
areHTCTBOM JieKapcTBeHHBbIX cpeacTB (European Medi-
cal Agency, EMA) B utone 2017 r. [2]. B aBrycte 2019 1.
npemapat HycuHepceH ObUT oqoOpeH ISt TIpUMEHEHMUS
B Poccuiickoit ®enepanyu [12]. B HacTosiiee Bpems
B Poccum st ieyeHusl CMHANIbHOW MBIIIEYHOM aTpo-
¢um onoOpeHskI ellle ABa Buaa Tepanuu, MoaupUuIIupyo-
1IMe TeYeHue 3a00JIeBaHUSI: OTHOKpAaTHAasI BHYTPUBEHHAs
reHo3aMeCcTUTeJIbHasl Tepanus — OHaceMHOTeH abemap-
BOBEK M MEPOpabHO BBOAMMBIN MOIMMUKATOpP Cruiaii-
cunra npe-MPHK rena SMN2 pucounnam [13, 14].

OnyO6aMKoOBaHbI Pe3yJbTaThl MPUMEHEHMST TPEX OJ0-
OpeHHBbIX MATOTeHETUYECKUX TIperapaToB sl JICUEHUS
CMUHAJILHOW MBIIIEYHON aTpoduu, B TOM YMUCIIE Pe3ysib-
TaThl OLIEHKW PECIMPATOPHON (YHKIIMU MPU BeACHUU
aKTUBHOTO JUINUTEILHOTO MOHUTOPUHTA. DBOJBIIMHCTBO
WUCCIIEIOBAaHUI  TIPOJEMOHCTPUPOBAIA  TOJIOXUTEITb-
HOe BJIMSIHME Ha OOIIYI0 MBIIIEUHYIO CHUJTy MO CpaBHeE-
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HUIO C €CTeCTBEHHOW HCTOpMeil TeueHus 3abosieBaHUs,
HO pe3yJIbTaThl JIEUSHUSI JISTOYHBIX HapYIIeHWI pa3inya-
smchk. OObIYHO I OlIeHKU 3((GEeKTUBHOCTU TIperapaTa
WCTIONIb3YIOT CJIEOYIOIINe TOKa3aTesn JITOYHOW (DyHK-
LIUU: YaCTOTY BOBHUKHOBEHMUSI IbIXaTeJIbHOW HEMOCTaTOY-
HOCTU U HEOOXOMUMOCTb BEHTHJISILIMOHHON TTOMACPXKKH,
OyIE0apHyI0 TUCHYHKIINIO, HEOOXOIMMOCTb B HYTPUTHUB-
HOI MoiepXXKe M BbDKMBAEMOCTb 0€3 HeXeaTeJbHbIX
cooObiThii. Hanmnune OynbOapHOil AMCHYHKIMU U HEOO-
XOIMMOCTh B HYTPUTHUBHOM TTOMIEPKKE Ba’KHBI ITOTOMY,
YTO OHU OTPAXKAIOT PUCK acNMpalluv U OOIIYI0 CIIOCO0-
HOCTb 3TUX AeTeil pa3BuBaThcs [15] (Tabu. 3).

OlieHKa BJIMSIHUSI TIaTOTEHETUYECKMX TMperapaToB
Ha TeyeHue 3a00J1eBaHMsI CITMHAIbHOUN MBIIIIEYHOI aTpo-
¢um 1-ro TUMa oTpaxkeHa B CIEAYIOIIMX KIMHUYECKUX
uccinenoanusix: ENDEAR, STR1VE, FIREFISH.

B 2017 r. Oblmn omyOGJIMKOBaHBI pe3ybTaThl TPU-
MEHEHUsl MpernapaTa HYCMHEPCEH Ha OCHOBAaHWUM JaH-
HeIX ncciaegoBanusi ENDEAR, kotopoe mpoBomuiaoch
B TeueHue 13 Mmec. B aToM ucciaenoBaHuuM MPUHSIT yda-

Ob30Pbl JINTEPATYPbI

crue 121 mauMeHT CO CHUHAJBHOM MBIIIEYHOM aTpo-
dueii. [TamenTs nmenn 2 kormuu reHa SMN2, mannde-
craius 3a00JieBaHUSI y HUX ObLJIa OTMEUEHa B BO3pacTe
6 Mec WM MEHBIIIE, U Y HUX OTCYTCTBOBAJIa TUTTOKCEMMUSI.
IlepBrUuHOIT KOHEYHOM TOYKOM B HMCCIIEIOBAHWUM OBLIN
BbIOpaHbl (OpMUPOBAHUE JBUTATEJIbHBIX HAaBBIKOB,
a TakXe BBDKMBAGMOCTb 0€3 pecrnupaTOpPHBIX OCIOX-
HEeHMI, ormpeaessieMas KakK BpeMsl 10 HACTYIUJICHUS
CMEPTU U/UIU 3aBUCUMOCTU OT TIOCTOSIHHOW BEHTUJISI-
1 Jierkux. [locrossHHasT BEHTWISILMS JIETKUX OTpese-
JisTach KaK HEOOXOIUMOCTb B TPaXeOCTOMUU WJIW HEUH-
Ba3MBHOI BEHTWJISILIMK JIETKUX B TeUyeHUU 16 4 u Gosee
B JIeHb Oostee 21 qHS TTOAPSII B OTCYTCTBUE OCTPOTO 0Opa-
TUMOTO COOBITUSI. BTOpUUHbBIE KOHEUHBbIE TOYKU BKIIO-
yajayu OOIIYyI0 BBIKMBAEMOCTb M aHAJIU3 BbIKMBAEMOCTHU
6e3 pecrupaTOPHBIX OCTOXHEHUI [16].

Bce nmateHTs ObUIM pa3nesieHbl Ha 2 TPYMIIbI, B OMHY
U3 KOTOPBIX ObUIM BKJIIOUeHBI 80 meTeil, Mmoyydaroiimx
HYCHUHEPCEH, a B ApyTyio — 41 maiyeHT, He MoJTydatoimi
NMaHHBIN Mpenapat (rpymra koHTposst). [To pesynbraram

Tabauya 3. UccnenoBaHus TedyeHUs1 CNIMHAIBHO# MblmeuHoit aTpodun (CMA) Ha ¢oHe maToreHeTHYECKO# Tepanuu
Table 3. Studies of the course of spinal muscular atrophy during pathogenetic therapy

Hccnenoanus Tonpt Crpana
CMA 1 Tumna
ENDEAR CIIA, ABctpanus, benbrus,
Pangomu3upoBaHHOE IBOMHOE ClIeNOe MIale00-KOHTPOIMPYEeMOe Kanana, ®panuus, ['epmanus,
HCCIen0BaHue 10 olleHKe 3(h(EeKTUBHOCTU U 6€30ITaCHOCTUA HYCUHEP- 2014—-2016 Uranusa, Anonus, Oxnasa Kopes,
cena I1I ¢a3sl y neTeit rpymHOro Bo3pacTa co CIIMHAJIBHOM MBIIIEYHOM Wcnanus, senus, Typius,
arpodueii [16] Benukobpuranus
STR1VE-US
OnHorpymmnoBoe oTKpbiToe ucciaeaoBanue 111 ¢a3bl mpuMeHeHUs oHa-
. . 2017—2019 CIIA
CEMHOTEH abermapBOBEK C OHOKPATHOM 10301 y mannmeHToB co CMA
¢ 1 unu 2 xonusimu reHa SMN2 [17]
STR1VE-EU
MHOro1eHTpoBOe OHOIPYIIOBOE OTKPBITOE HccienoBaHue 111 pa3bl 2018—2020 Wramusa, Beaukoopurtanus, ®paH-
MPUMEHEHWSI OHACEMHOTeH abenapBOBeK ¢ OMHOKPATHOMW 103011 s, benbrus
y marmeHToB co CMA ¢ 1 wim 2 konusimu reHa SMN2 [18]
FIREFISH, Part 2 C{_L[A, benvrus, bpazunus,
Kwraii, XopBatus, @pannmus, Mra-
OTKpBITOE MHOTOILIEHTPOBOE MCCIENOBaHUE, COCTOSIIEE U3 ABYX
. qmst, AAnonust, [onwia, Poccust,
yacTeil, HarpaBJIeHHOe Ha U3y4eHue 0€30IMacCHOCTH, IEPEHOCUMOCTH, 2018—2023
CaynoBckas Apasust, CepOus,
(apmakokmHeTnKu, hapMaKonMHAMUKU 1 3 (HEKTUBHOCTH PUCIU- o
N WUcnanwus, LBeituapust, Typuus,
miama y neteit co CMA 1-ro tuma [3, 19]
YkpanHa
CMA 2-10 1 3-r0 TUIIOB
SHERISH " CIIA, Kanana, ®pannus, ['epma-
aHIOMU3UPOBAHHOE MHOTOLIEHTPOBOE IBOMHOE CIIETIOE TIIaleb0-
. Hus, ['onkonr, Utanus, Amno-
KOHTpoJimpyeMoe uccienoBanue [11 a3pl olieHKM KIMHUIECKOM 2014—-2017
Hus, FOxnasa Kopest, Mcrianus,
3 GHEKTUBHOCTU U 0€30ITaCHOCTHU IMpernapaTa HyCMHEPCEeH Y NMallueHTOB
[IBeus
¢ no3aHuM Hayaiom CMA [20]
SUNFISH, Part 2 CILA, benbrus, bpazunus,
MHOroueHTpoBOe, paHIOMU3UPOBAHHOE, TBOMHOE CJIEIOe, Taedo- Kanana, Kuraii, XopBatus, ®paH-
KoHTpoaupyeMoe uccienoBanue I dasbr ahdexkTnBHOCTH 1 6€30- 2016—2020 1w, ['epmanus, Uranus, Snonust,
nacHocty pucauriama npu CMA 2-ro tuna u HeamoOyiaatopHoit CMA IToawma, Poccusi, Cepousi, Mcna-
3-ro Tuma [21] Hus, Typuus, Beaukooputanus
STRONG
OTKpHITOE CpaBHUTENIBHOE MccenoBaHue | (ha3br 6e30macHOCTY 1 Tiepe- 20172021 CILIA

HOCHMMOCTH Tperapara OHaCEMHOTeH abenapBoOBeK ¢ BO3pacTaloLIei
0301 y cunsguux nanueHToB co CMA c¢ 3 konusgmu reHa SMN2 [22]
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KCCIIE0BAHMS K MOMEHTY OKOHYATEJIbHOTO aHaau3a 39%
MJIAIEHIIEB B TpyrIie HycuHepceHa U 68% B KOHTPOJIb-
HOI TpyTIie YMEPJIM WIM TIOJyYald TTOCTOSTHHYIO BCITO-
MOTaTeIbHYI0 BEHTWJISALMIO JeTkuxX. CpemHWil Tepuosn
JI0 CMEPTH WJIM WCMOJIb30BaHUS TTOCTOSTHHOM BCIIOMO-
raTeJbHON BEHTWISLIMU COCTaBUI 22,6 Hell B KOHTPOJIb-
HOI Tpymre ¥ He ObUT JOCTUTHYT B TPYTIIie HYyCUHEpCeHa.
B 1ie;10M pyicK cMEPTH MITH UCTIOJb30BaHMS TTOCTOSTHHOM
BCIIOMOTATeIbHOM BEHTWJIAIIMUA B TPYIIe HyCMHepceHa
6bL1 Ha 47% HIKe, YeM B KOHTPOJIBHOI rpyrime. BeposiT-
HOCTb GECCOOBITMITHOI BBIXKUBAEMOCTH B TPYIIIE HYCHU-
HepceHa Oblla 3HAYMTEbHO BBIIIE, YeM B KOHTPOJBHOM
IpyIIe, 0COOEHHO Cpeay MIIaJCHIIEB, Y KOTOPBIX MPO-
TIOJDKUTETbHOCTh 3a00JIeBaHUST HA MOMEHT CKPWHWHTA
He MpeBbIlaia MearaHy TponokuTeabHoct 13,1 Hen.
K KoHIly uccienoBaHUs yMEPJIO MEeHbIIee YUCIIO TTalu-
€HTOB B TpPYIIIIe HyCMHEpPCeHa IO CPaBHEHUIO C KOH-
TpoJibHOI Tpyrmoii (16% npotus 39%). Takum obpazoM,
PUCK CMEPTH B TPYIIIe HYCHMHepceHa ObUT Ha 63% HITxXe,
YyeM B KOHTPOJIbHO Tpyte [16].

Wcxonst u3 maHHBIX UccaenoBaHust, 15% MianeHieB
B TpyIllie HycHMHepceHa W 8% B KOHTPOJBHOW TPYIIITe
MTOJTyYaIy TIOCTOSTHHYIO BCTIOMOTATEIbHYI0 BEHTHIISIIUIO
JIETKUX B Bo3pacTe 3 Mec, a mpuMepHo 31 u 48% nauueH-
TOB COOTBETCTBEHHO IMOJIyYaau MOCTOSTHHYIO BCITOMOTa-
TEJbHYIO BEHTWISILIMIO JIETKUX B 13-MecsilYHOM BO3pacTe.
B nenom 23% neteii B rpymiie HycuHepceHa 1 32% B KOH-
TPOJIGHOM TpyMIie TOMyYaau TOCTOSHHYIO BCITOMOTa-
TEJbHYIO BEHTUISILIMIO JIETKKX [16].

C 24 oxTs16ps 2017 r. mo 12 Hosi6pst 2019 r. GbLUTO TIPO-
BeneHo uccienosanue STR1VE-US (111 ¢aza) omHOKpaT-
HOTO IMpUMeHeHus Tpernapata OHaceMHOTeH abermapBOBEK
Ha OCHOBaHWU OLIEHKU JaHHBIX 22 TalueHToB. B uccre-
JoBaHWEe OBbLTM BKIIOYEHBI TALMEHTHI CO CIUHAJTBLHON
MBIIIEYHON aTpocdueii 1-To Thma miamiie 6 Mec, UMero-
mye 2 xormmu reHa SMN2. Bce nmanyeHTB COOTBETCTBO-
BaJlM KPUTEPUSIM BKIIOYEHUST: MOTJIM TJIOTATh XKUAKYIO
MUY HAa UCXOTHOM YPOBHE U He HYXXIAJTUCh B HYTPUTUB-
HOW MOAEePKKE MM UCKYCCTBEHHOM BEHTUIISIIIAN JIETKUX.
CpennHuit Bo3pacT npuemMa npemnapata OHaceMHOTeH abe-
mapBoBek coctaBui 3,7 mec (SD=1,6 mec) [17].

ITepBUYHBIMU KOHEYHBIMU TOYKAMU B UCCIIEIOBAHUN
ObTM (DOPMUPOBAHKE JBUTATEIHLHBIX HABLIKOB B BUJIE
CaMOCTOSITENIBHOTO cuaeHUS B TeueHue 30 ¢ MU ToJIbllle
B Bo3pacTe 18 Mec M BBDKMBaeMOCTh B Bo3pacte 14 mec.
BbrKMBaeMOCTh OTpenessiach KaK OTCYTCTBUE JieTalb-
HOTO MCXOJa WJIW TMMOCTOSTHHOM BEHTUJISIIUU (TPaxeocTo-
MUs WM 16-9acoBast exxeTHeBHAsi HEMHBa3WBHAsT BEHTH -
JISUMOHHAS TTOAJEPKKa B TeueHue 14 qHei B OTCYTCTBUE
OCTpOTro 00paTUMOro 3abojieBaHUsS WU Tepuoliepa-
IIMOHHOM BEHTWJIAIMU). BTOpMYHBIMM KOHEYHBIMU
TOYKAMM B JTAHHOM WCCJIEIOBAaHUM OBUIM CITIOCOOGHOCTH
K HOpMaJIbHOMY Pa3BUTHIO B Bo3pacTte 18 mec u 3aBUCH-
MOCTb OT UCKYCCTBEHHOI BEHTUJISILINY JIETKUX B BO3pacTe
18 mec. CniocoOHOCTh K HOPMaJIBHOMY pPa3BUTHUIO —
COBOKYITHasi KOHEeUHasl To4ykKa, ompeesseMasi OLeHKOM
(GYHKIMU TIIOTaHUS, HEOOXOAMMOCTH B HYTPUTUBHOM

MOMIEPXKKA M CITOCOOHOCTHIO B TOMIEPKAHUM MacCChl
Tena. JIJIsT MOCTMIKEHUST 3TOM CITOKHOM KOHEUHOUM TOYKI
HEOOXOIMMO COOTIOIEHNE BCEX TPEX KPUTEPUEB: CITOCOO-
HOCTH TJIOTaTh XXUIKOCTH, KOPMJIEHUST UCKITIOUUTEITHHO
yepe3 poT U MOIiepKaHUsl MacChl Tejla BhIIIE 3-TO MPOo-
LIEHTWJIS JJTsI COOTBETCTBYIOIIETO BO3pacTa 1 moJjia. 3aBu-
CHMOCTB OT BEHTUJISILIMOHHOM MOIIEPKKH OTTpeeIsiiach
KaK OTCYTCTBUE HEOOXOTUMOCTH €XeTHEBHOM BEHTUIISI-
LIMY WJTU UCTIOJIB30BaHUSI arrmapara MCKYCCTBEHHOM BeH-
TUJISILIUY JIETKUX BHE OCTPOTO 0OpaTMMOTO 3a00JIeBaHUS
U TiepuoriepaliMoHHON BeHTwsiiuu [17].

Ilo pesynabraram mcciaemoBaHust 13 manneHTOB U3 22
JOCTUTIIA TIEPBUYHON KOHEUHON TOYKM B BHUIE CAMOCTOSI-
TEJIbHOTO cuieHus B TeueHue 30 ¢ Wau J0bllle B BO3pacTe
18 mec; 20 w3 22 mManMeHTOB BBIKMIM W HE HYXKIAINCh
B TIOCTOSIHHOM BEHTWJISIMM JIETKUX B Bo3pacte 14 Mmec.
B Bo3pacre 18 mec 18 manmeHTOB He UCTIOB30BAIA PECTTU-
paTOpHYIO TIOAAEPXKKY (BTOpPUYHAsE KOHEYHAasT TOYKa).
B nenom 15 (68%) manmeHTOB He MUCTOIh30BAIM HEWHBA-
3UBHYIO PECITUPATOPHYIO TMOMAEPKKY HU pasy BO BpeMs
kuHnvyeckoro uccnenoBanusi STRIVE, a 7 manmeHTOB,
WCITOJTb30BABIINX HEWMHBA3WBHYIO BEHTWISILIUIO JIETKUX
BO BpeMsl MCCIeIOBaHMS, puberanu K Heli paHee [17].

YV 9 manmeHTOB coXpaHWIACh CIIOCOOHOCTb K HOpP-
MaJIbHOMY pa3BUTHIO (BTOpUYHAs KOHEUHast Touka). Y 14
(64%) coxpaHWIach Macca Tejla, COOTBETCTBYIOIIAsT BO3-
pacty, yepe3 18 mec. YV 3 (14%) malMeHTOB UCITOJIb30-
BaJli HYTPUTHUBHYIO TTOAACPKKY TTPU KOPMJIEHUH B BO3-
pacte 18 Mec UM Ha MOMEHT BBIXO/Ia U3 UCCIIeIOBaHUS:
JIByM TIalIMeHTaM OblJIa yCTAHOBJIEHA TACTPOCTOMUYECKAst
TpyOKa, a OJWH MOJyJaj MUTaHUe Yepe3 Ha30racTpaib-
HBIM 30HA. YeTblpe mamumeHTa TONyYald TepUoIuye-
CKYI0, BPEMEHHYI0 HYTPUTUBHYIO MTOAICPKKY (B TeUeHHE
6—91 mHsT) BO BpeMsT UCCIeIOBaHKs, HO B KOHIIE UCCIie-
NIOBaHUS HEe HYXXIIAJMCh B TTOAAEPXKKe MUTaHus. B rieiom
15 (68%) manumeHTOB He HYXIAIWCh B HYTPUTUBHOIM
nomjep:KKe HU Ha OXHOM IJTale ucciemoBaHus. Y 12
(55%) nanyeHTOB B Bo3pacTe 18 Mec mpu TeCTUpOBAHUU
Ha CIMOCOOHOCTh TJIOTATh XKUIKOCTH TJI0TaTeTbHasT (DYHK-
nus Oblta B HopMe. Bce 19 manmeHTOB, MpoIlIeamx
(dopMaIbHBIN TIOTaTEABHBINA TeCT B KOHIIE MCCJIeIOBa-
HUS, TATAJINCH IepopaiabHo [17].

Uccnenosanme STRIVE-EU mpencrasiastimo  coboit
MHOTOLIEHTPOBOE OJHOTPYIIIOBOE OTKPBITOE WCCIIEN0-
BaHue III da3br mpumeHeHus: npernapata OHaceMHOTeH
abernapBOBEK ¢ OMHOKPATHOM J030M Y TTAIIMEHTOB CO CITU-
HaJIbHOM MBIIIIEYHON atpodueit ¢ 1 unm 2 KonusiMu reHa
SMN2. D10 uccinegoBaHue IIPOBOAWIOCH B psiie CTpaH
EBpormbl, B Hero ObITM BKJIIOYEHBI 33 TallieHTa MITajiie
6 Mec Ha MOMeEHT JiedeHUsT (1 TTallMEeHT ObLT MCKITIOUEH,
HECMOTpsI Ha 3aBepllieHre MCCIIeOBaHNsI, U3-3a TpreMa
npemnapara B Bo3pacte 181 gHs xusHu). B uccnenoBanue
OBITV BKJTIOUEHBI MALIMEHTHI, HY>KIaBIIMeCs B HEMHBa3WB-
HOW BEHTWJISILIUM JIETKUX (TTPOIOJDKUTETBHOCTBIO MeHee
12 9 B meHb) WIM B HYTPUTUBHOM TOAAEpKKE (KOTOPBIC
obtn Ob1 uckimoueHsl U3 STRIVE-US). IlorpebHOCTD
B HEMHBA3WBHOW BEHTWJISLIMM JIETKUX B TeueHue 12 9

POCCUVCKWIA BECTHUK MEPUHATOJIONN U MNEANATPUM, 2024; 69:(4)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2024; 69:(4)

21




nm GoJiee eXXeTHEBHO B TeUeHUE 2 Hell 0 BBEICHUS JO3bI
CITy>KMJIa KpUTEpreM UCKIodeHus [ 18].

CpenHuii BO3pacT Ha MOMEHT TIpema IiperapaTa
OnacemHoreH adenapBoBek coctapisit 4,1 mec [3,0; 5,2].
Ha momeHT Havama mcciienoBaHus y BceX 33 MallieHTOB
ObITM OTMEUYEHBI CUMIITOMBI CITMHAIBHOW MBIIICYHOM
arpodun pa3mmyHoi crenieHn Tskectr. M3 33 manmeHToB
9 (27%) HaxomUIUCh Ha UCKYCCTBEHHOW BEHTHIISILIY JIET-
KUX U cToiibko ke (9/33; 27%) monydanu HYTPUTUBHYIO
nonaepXky. M3 Hux 5 (15%) nereit mosyyany Kak pecrm-
paTOpHYIO, TaK U MUTATEbHYIO MOIIEepXKY [18].

IMepBUYHOII KOHEYHON TOYKOM B MCCIEIOBAHUU
ObIJIO BHIOPAHO JOCTHKEHHE MOTOPHOTO HaBbIKA B BUJIE
CaMOCTOSITEIBHOTO CUICHUS B TeUeHWEe KaK MUHUMYM
10 ¢ mpm m000M TIOCEelIeHUM 10 18-MeCcIYHOTO BO3-
pacta. BropnuHoli KOHEYHO#l TOUYKO# ObLIa MpPWHSIIA
BBIXKMBAEMOCTh 0€3 MCKYCCTBEHHOM BEHTUJISILINU JIETKUX,
ompenensieMass KaK OTCYTCTBUE CMEpPTU WM TIOCTOSTH-
HOII BEHTWJISILIMU JIETKUX B Bo3pacTe 14 mec. Ilpu sTtom
MTOCTOSTHHAST BEHTUJISILIVS OTIpeIesisyiach KaK TpaxeoCTo-
MHST WJIM HEOoOXOIMMOCTh 16-4acoBoit miau 6ojiee exe-
JMHEBHOM HEWHBA3WBHOW pPEeCTIUPATOPHOM TOIIEPKKU
B TeueHHWe 14 mHeil MOAPSII WU IOJbIle B OTCYTCTBUE
oCTporo obpaTumMoro 3abojieBaHUs (MCKITIOYas Mepuo-
MepallMOHHYI0 BeHTWIsIMI0). Kpome TOoro, B JaHHOM
WCCIIeIOBAaHNM OlIEHUBAIACh HE3aBUCUMOCTb OT MCKYC-
CTBEHHOW BEHTUJISILIUU JIETKUX W CITOCOOHOCTh K HOP-
MaJIbHOMY pa3BUTHIO, KOTOPast ONpeaeisiiach Kak TOCTH-
SKEHMe MAacChl Tejla, TIpeBBIIIaolieil 3-if TpOLeHTHUIb,
HE3aBUCUMOCTh OT HYTPUTUBHOM MOIIEPXKKNA U HAJINUKE
HOpPMaJbHON (DYHKLIMU TIIOTaHUS (KUIKWE WIM O4YeHb
SKUIIKKE TTPOAYKTHI) B Bo3pacTe 18 mec [18].

IMepBUYHOI KOHEYHON TOYKM (PYHKIIMOHAIBHOTO
CaMOCTOSITEJIBHOTO CUICHUS B TeUeHWEe KaK MUHUMYM
10 ¢ mpm m000M TIOCEIIeHUM OO0 18-MeCcIYHOTrO BO3-
pacta mocturiu 14 (44%) w3 32 maumeHToB. CHueThb
yalie yaaBaJoch IMallMeHTaM, KOTOpble He HYXIAINCh
B MCKYCCTBEHHOM BEHTWJISIIUM JIETKUX WJIM KOPMIJICHUU
Ha MCXOIHOM YPOBHE; aHAJIOTUYHBIE Pe3yJIbTaThl MOJY-
yeHsl B uccnenoBanuu STRI1VE-US [18].

AHaM3 BTOPUYHBIX MCXOIOB Moka3ai, uto 31 (97%)
MayeHT u3 32 BBLDKUJ 0€3 ITOCTOSTHHOM MCKYCCTBEHHOM
BEHTWJISILIMM JIETKUX 4epe3 14 Mec. Y maiueHToB HaOi0-
JIAJTOCh YITydIlleHWe IhIXaTeldbHOU (yHKiImK. HesaBucu-
MBIMU OT €XeIHEBHOW MCKYCCTBEHHOI BEHTWJISILIUU JIeT-
KuX (MHBa3WBHOW WJIM HEMHBA3WBHOI) B Bo3pacTte 18 mec
octamch 13 (39%) w3 33 maumeHTtoB. M3 9 maimeHTOB,
KOTOPBIM TpeboBajlach HEMHBA3UBHAST BEHTHJISILINS JIETKUX
WCXONHO, 7 TpeboBajach MoaaepkKa B KOHIIE 3TOT0 UCCie-
JTIOBaHMsI, TOT/IA KaK 2 He HY>KIAINCh B UICKYCCTBEHHOM BEH-
TIIIIMN Jierkux. M3 24 manmeHToB, KOTOphle He HyXKIa-
JIVCh B UCKYCCTBEHHON BEHTWJISILIUM JIETKMX Ha MCXOITHOM
atarne, y 16 HeOOXOIMMOCTb B UICKYCCTBEHHOM BEHTHJISILIAN
JIETKMX B KOHIIE UCCJIEIOBAaHMsI OTCYTCTBOBasa. JIByM marm-
€HTaM ToTpeboBaiach BpeMeHHasT WHBAa3WBHAsI pecTvpa-
TOpHasT MOIIePKKa (MHTYOALMS Tpaxeu) IO TTIOBOLY OCTPBIX
3a00JIeBaHMI1 BEPXHUX JbIXaTeJIbHbIX ITyTei [ 18].

Ob30Pbl JINTEPATYPbI

CeMepo MAalIMEHTOB COOTBETCTBOBAJIU KPUTEPUSIM
CMOCOOHOCTM K HOPMaJIbHOMY pa3BUTHIO B BO3pacTe
18 Mec. ¥ 15 manumeHTOB Macca Tejla COOTBETCTBOBajia
ux Bospacty B 18 mec. I3 9 (27%) manmeHTOB, KOTO-
pPBIM HCXOIHO TpeboBajach HYTPUTHMBHAS TOJIEpPKKa
B Havajie uccienoBaHusl, 4 He HYXIaJIUCh B HEll B BO3-
pacte 18 mec; 20 manueHTamM He TpeOoBajach HYTpHU-
TUBHasl TIOAJEPXKa, a 9 MOTIM ynoTpeOsaTh XKUAKOCTU
B Bo3pacTte 18 mec [18].

OlieHKa BIMSIHUSI pUCAMIUIAMa Ha TeYeHWE CITMHATb-
HOI MbIllIeYHOM arpoduu 1-ro TMMa oTpaxkeHa B aHa-
Jn3e TaHHBIX 41 manyeHTa, BKIIOYEHHBIX B UCCIIeOBaHNE
FIREFISH (Part 2) ¢ 13 mapra r. mo 19 Hosiopst 2018 T.
IlepBuuHasi KOHeYHast TOYKa B MCCIIEIOBAaHUU OTIpeesisi-
J1ach KaK CMOCOOHOCTb CUIIETh O3 MOANEPKKU B TeUeHHUE
He MeHee 5 ¢ mocne 12-MmecstaHoro JieueHus. Kpome Toro,
OBLIO BBIOPAHO 4 BTOPUUHBIE KITIOYEBbIE KOHEUHBIE TOUKH.
IlepBoii KOYeBON BTOPUYHON KOHEUHOW TOYKON ObLia
onieHKka 40 0aJiJIOB WJIM BBIIIE T10 TECTY HEPBHO-MBbIIIIEU-
HBIX PpACCTPOMCTB AeTCKOil OompbHUILI Dunanenbhun
(CHOP-INTEND, Children’s Hospital of Philadelphia
Infant Test of Neuromuscular Disorders). Bropoii kiroueBoit
BTOPUYHOIN KOHEUHOI TOYKOM ObUIO yBEJIMUEHME OLIEHKU
no mkane CHOP-INTEND He meHee uem Ha 4 OGaiuta
MO CPpaBHEHMIO C UCXOIHBIM YpOBHeM. TpeTheli KIoueBoi
BTOPUYHON KOHEYHOI TOUYKOW OblIa JBUTaTebHAs peak-
1Us1, U3MEPEHHasl ¢ TIOMOIIBIO IIKAIbl XaMMEPCMUTCKOTO
HeBpoJsiornyeckoro oocienosaHust mianeHies (HINE-2).
YeTBepToii KITIOYE€BOI BTOPUYHON KOHEYHO! TOYKOM OblIa
BBDKMBAEMOCTb 0€3 pecriMpaToOpHbBIX OCJIOKHEHMI, Orpe-
nensieMasl Kak XKU3Hb 0€3 HMCITONb30BaHUST TTOCTOSTHHOM
BeHTWIsILMKM Jierkux [3, 19]. Tlpu paccmorpeHuun Biusi-
HUSI pUCIUTIIIaMa Ha COCTOSTHME PECTTMPATOPHOI CHCTEMbI
OTMEUEHO, YTO B Bo3pacTte 18 Mec 4yncio maimeHToB, XKUBY-
X 6e3 MOCTOSTHHON BEHTWJIALIMM, cocTaBuwiio 35 (85%)
3 41; 38 (93%) mimaneHtieB u3 41 ObLTY KUBBI TTOCTTe 12 Mec
sneyeHust pucauruiaMmoM. Cpenu 38 TMalMeHTOB, KOTOPbIE
6bIT KMBBI Tocte 12 Mec eyenust, 10 (26%) HyXaaauch
B HYTPUTUBHOI Toanepxke, a 28 (74%) monydany UCKITIO-
YUTEJILHO MepopaibHOe TuTaHue. Hayunnuch cunetsb B Toit
W MHOU cterieHn 25 (61%) manmeHToB U3 41, ipu 3TOM
12 (29%) w3 41 HaydywIMCh CUIETh 06e3 TTOMIEePKKU TIOCIIe
12 mec neuenws |3, 19].

Takum 00pa3oMm, B KIMHUYECKUX MCCICTOBAHUSIX
(ENDEAR, STR1VE, FIREFISH) coBpemeHHBIE METOTBI
MaTOreHeTUYeCKOro  JIeYeHUsI  TPOIAEMOHCTPUPOBAIU
MOBBIIIEHUE BBDKMBAEMOCTHU U YJIYUIIEHWE JBUTATEIbHOM
(YHKIIMHY, a TaKXe CHIKEHUE 3aBUCUMOCTH OT pecrupa-
TOPHOU U HYTPUTUBHOM MOIAECPXKKHU y NETE paHHETO BO3-
pacTa co CIMHaJIbHOI MBIIIeUHOI aTpodueii 1-ro Tumna.

OlleHKa BIWSIHUSI T1aTOTEHETUUYECKMX TperapaToB
Ha TeuyeHue 3a00J1eBaH1s CTIMHAIbHOM MBIIIIEYHOI aTpo-
¢um 2-ro 1 3-rO TUTIOB OTpaXKeHa B KIIMHUYECKUX UCCIe-
noBanusix CHERISH, SUNFISH, STRONG.

Uccnenosanne CHERISH npencrasisier coboii aHa-
JIN3 TIpUMEHEeHUs HyCuHepceHa y 126 neTeit co CrmHaIb-
HOW MBIIIEYHOI aTpodueit, y KOTOPBIX CUMITTOMbI TTOsI-
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Pacmeauna C.E. u coaem. DyHKIMOHATBHOE COCTOSIHIE PECITMPATOPHOI CHCTEMBI TIPY MPOKCUMAIIBHOI CITMHAIBHOI MbIIIeYHOI aTpodun 5q...

BWJINCH TTocsie 6 Mec. Y 10 manyeHToB ObUTH 2 KOTTUK TeHa
SMN2,y 111 — 3 xkontuu reHa SMN2, y Tpex — 4 Konuu
reHa SMN2 w y nByX TAllMEHTOB YMCJIO KOIUI TreHa
SMN?2 Ob110 Heu3BecTHO. YToObI obecrieyuTh OanaHC
MeKIy TPYIIaMK UCCIeIOBaHMS, IETU ObLTA CTpaTUdU-
LIMPOBAHBI IO BO3PACTy HA MOMEHT CKPUHUWHTA (MJIafIiIe
6 et u ctapie 6 JieT), a 3aTeM CIyJaitHbIM 00pa3oM pac-
npeaeaeHbl B COOTHOILIEHUM 2:1 111 MHTpaTeKaJIbHOTO
BBEJIEHMSI HYCUHEpPCeHa B o3e 12 Mr (rpyrimna HycuHep-
ceHa, 84 TalMeHTa) WIM UMUTALUU TIPOLIEAYPhl (KOH-
TposibHasl Tpynmna, 42 mamueHTa). Bo3pact maimeHTOB
cocraBiisut ot 2 1o 12 net. Ha Hauano uccienoBaHus Bce
MaIeHThl UMeJTA CITOCOOHOCTD CHIETh CAMOCTOSITENTBHO,
Yy HUX OTCYTCTBOBaja BO3MOXHOCTh CAMOCTOSITEIIBHOM
XOJbOBI B aHaMHe3¢e (B 3TOM UCCJIeIOBAHUM — OTIpeIeIsi -
eMasl KaK CITIOCOOHOCTB XOIMTh Ha paccTosiHue >15 pyToB
6e3 TTOCTOPOHHEM MOMOIIN), a TAKXKe OLIEHKAa MO pacIiIv-
peHHON (PYHKIIMOHAJILHOW MOTOPHOM I11Kaje XamMepc-
muta (HFMSE) cocrasnsina ot 10 no 54 6annos [20].

Wcxonst u3 pe3yabTaToB MCCIIENOBaHUS Cpeau AeTeit
CO CITMHAJIBHOM MBIIIEYHOM aTpodueii ¢ MO3MHUM Hava-
JIOM HaOJTI01aTOCh 3HAYUTEbHOE YIyJIIeHUE TBUTATE b~
HOM (DYHKINM TIpU JIeYeHUH HYCUHEPCEHOM I10 CpaBHE-
HUIO C TPYMIION, KOTOPO OCYIIECTBISIACh (DUKTHUBHAST
Mpolleaypa BBeAeHUs TperapaTa. JIaHHBIX O BIUSHUU
HYCHMHEpCEHa Ha COCTOSIHUE DPEeCTMPaTOPHON CUCTEMBI
B MICCJIeNOBaHUH He TipuBencHo [20].

SUNFISH (gactb 2) mpencrasisieT co00ii nccienona-
HUE TIO OlEHKE BIVSHUS PUCAMILIaAMa Ha TAlMeHTOB CO
CMUHAJILHOW MBIIIIEYHON aTpodueii 2-ro U 3-ro THUIIOB.
B uccnenoBanue 0b11M BKItoYeHb! 180 maimeHToB B BO3-
pacte oT 2 10 25 neT. [1atuneHTsl 061 CTPaTU(UITMPOBAHBI
o Bo3pacty (2—5, 6—11, 12—17 u 18—25 ner) u panmomMu-
3UPOBAaHbI B COOTHOIIEHUM 2:1 CO CKPBITBIM pacrpene-
JIEHWEM ISl €XXeHEBHOro npueMa pucnurmiama (n=120)
i 1iarne6o (n=60) B Teuenune 12 mec. Yepes 12 mec
MalMeHThl, ToJlyyaBIllIde TIIale0o, ObLIM TiepeBeleHbI
Ha pucOuIUIaM Bcjienylo (T.e. Ha 52-ff Hemene), U Bce
MaLIMEHTHl TIOJyJain JIeYeHUe PUCAUTUIAMOM JI0 24-TO
Mecsma. B obmeit cioxkHoct 176 TaleHTOB BCTYMIIN
B TIEpUOJT OTKPHITOTO JIeYeHUS (B MCCIIEIOBAHUM OH COCTa-
Bw 12—24 mec) [21]. Llenu 1 pe3ynbraThl UCCIIEAOBAHUS,
OlLIEHMBaeMble 3a Mecsll, BKIOYaIu 3(GhEeKTUBHOCTh
JIEYEHUST PUCIUTIIAaMOM B OTHOIIEHWUW IBUTATEJILHOMN
¢yHKIIMU, AbIXaTeabHON (PyHKIMU (OlleHKa Ha3aJbHOTO
JaBJIeHUST BIOXa, MaKCUMAJIbHOTO JABJIEHMS Ha BIIOXE,
MaKCUMAaJIbHOTO JTaBJI€HUST Ha BBIIOXE, (POPCUPOBAHHOM
SKU3HEHHOM €MKOCTH JIETKUX, 00beMa (hOpCHUpOBAHHOTO
BBIIOXa 3a 1-10 CEKyHIy M MHUKOBOI CKOPOCTHM Kallls),
HE3aBUCUMOCTH TIO YXONy B €XKEeTHEBHBIX aKTHBHOCTSIX,
OLICHMBAEMOMN TAIIMEHTOM M JIMIIOM, OCYIIECTBIISIOIIM
yxon (1o naHHbIM Monyist SMA Independence Scale-Up-
per Limb Module, SMAIS-ULM), a Takxe 6e30macHOCTH
" iepeHocumoctu [21].

ITo pe3ynbraTam ucClIeqOBaHUS JIEYCHUE PUCIUTIIA-
MOM B KIIMHWUYECKHM TeTePOTEHHOW TMOIMyIaIuN JeTei,
MMOAPOCTKOB M B3POCIIBIX C IMMO3MHUM HAYaJOM CITMHAJb-

HOM MBIIIEYHON aTpouu M Pa3IMYHON TIPOTOIIKU-
TEJbHOCTBIO 3a00J€BaHUS TPUBOIMIO K JajbHEWIIei
CTaOWIN3alMA WIM YIYYIIEHUIO JBUTATEIbHON (hyHK-
1Y, YaydiieHue nBuratejbHol (pyHKIMM mocie 12 mMec
JIGYEHUST PUCAMUIIIIAMOM COXPAHSUIOCh WU YJIy4IIagoch
1o 24-To Mecsiia, 4To MOATBEPKAaeT MoIb3y 0oJiee M-
TEJILHOTO JIeYeHUST pucauriaMmom [21].

s o1leHKM pecniupaTopHON (hYHKIIMU UCCIIEeT0BaIN
(opcrUpOBaHHYIO KU3HEHHYIO €MKOCTb JIETKMX y TallM-
€HTOB B Bo3pacTe 6—25 JIeT pyu CKpUHUHTE. Y TaleH-
TOB, TIOJIyU4aBIIMX IUIale00, cpeaHee U3MEHEHHE 3TOTO
rnokasaresisi, MO CpaBHEHUIO C WCXOTHBIM YPOBHEM,
coctaBuino —3,4% (ot —8,0 no —1,3%) mocne 12 mec
JiedyeHust pucauriaMoM. [lo maHHBIM OlLIEHKU pecrupa-
TOPHOW (PYHKIIMM 3HAYEHUE HAWJTYyUIIero MpoOrHO3upye-
MOTO TIoKazaTeJisi PopcupoBaHHON XKU3HEHHON eMKOCTU
JIETKUX B 3TOHW TMOMYJISILIMA CHUXKAJIOCh CO CKOPOCTHIO,
COOTBETCTBYIOIIEM TAaKOBOW MpPU €CTECTBEHHOM TeYe-
HUM 3a00JIeBaHUsl, YTO CBUICTEIBCTBYET 00 OTCYTCTBUU
YJIy4IlIeHUsI, BBI3BAHHOTO PUCAUTIIIAMOM, B 3TOM ITOKa3a-
Tese. Y MmalyeHToB, TOoIyJYaBIIUX PUCIUTLIAM B TeUeHUE
24 Mec, cpeaHee M3MEHEHME T10 CPaBHEHWIO C MCXOJ-
HBIM YPOBHEM HaWIy4Illero TPOrHO3UPYEMOTO TOKa-
3areiss (OPCUPOBAHHOM KM3HEHHON €MKOCTU JIETKUX
(95% AN) cocraBumno —7,8% (ot —11,6 mo —3,9%) moce
24 Mec siedyeHust pucauriamoMm. OTCyTCTBUE YIyUIIEHU I
B OTHOIIEHWM HAWJIYYIIETO TMPOTHO3MPYEMOIO YPOBHSI
(opcrMpoOBaHHON KM3HEHHOW €MKOCTH JIETKUX, HAOJII0-
naemoe B SUNFISH, moguepkuBaeT BasXkHOCTh COXpaHe-
HUSI CTaHAAPTOB pecrupaTopHoit momomu [21].

C 2017 mo 2021 r. mpoBemeHO WCCIEHOBAHUE
STRONG — wmccnenoBanue 1 ¢as3sl mpuMeHeHUs TIpe-
rnmapata OHaceMHOTeH abernapBOBEK C BO3pacTarollei
no3oii. Llenbio ucciemoBaHust Oblla OlieHKa Oe3orac-
HOCTH, TEePEeHOCUMOCTH U 3(P(PEKTUBHOCTU TIpernapara
Yy CUASYMUX HeaMOyJaTOPHBIX IMallMeHTOB CO CITMHAJIb-
HOW MBbIIIeYHO aTpodueil. bl BKIOYEHBI B UCCe-
JIOBaHWE M 3aBEePIIWIM €ro 32 TalMeHTa ¢ TeHeTUYeCKHN
MOATBEPKACHHON CIMHAJIBHON MBIIIEUHON aTpodueii
u 3 konusiMu reHa SMN2. Bce mauMeHTbl MOTJIM CUZIETh
0e3 mocTopoHHei nmoMomu B TeueHne 10 ¢ mau Gosee,
HO HE MOIJIM CTOSITb WJIM XOIWUTb CaMOCTOSITEJIbHO
BO BpeMsl BXOja B HccliefoBaHue JIMOO B JIIOOOI Tpe-
LIECTBYIOIIMI MOMEHT BpeMeHU. [laimeHTsl ObLIM pas-
IIeJIeHBI Ha 2 TPYIIIBI B KaXXI0W KOTOpPTe B 3aBUCUMOCTH
OT BO3pacTa Ha MOMEHT IpuMeMa MperapaTa: MJaaiias
rpymma B Bo3pacTte ot 6 mo 24 mec (n=20) u 6osee crap-
mas rpymnmna B Bo3dpacte oT 24 mo 60 mec (n=12). Bce
MaluMeHThl ObUTM pa3zesieHbl Ha 3 KOropThl B 3aBUCUMO-
CTM OT TIOJydaeMOW [103blI TIperapara:; Koropra ¢ HU3-
Ko mo3oi (n=3); Koropra co cpemHei mo3on (n=25:
Miamiast rpynmna — n=13 u crapias rpynmna — n=12);
Koropra ¢ BBICOKMMHU go3amu (n=4) [22].

[nsg mamyeHTOB MJIaflIeld TPyMIibl 3apaHee oIlpe-
NEJICHHOW TMEepBUYHON KOHEYHOU TOukKoW 3PheKTrB-
HOCTH OBbUTO Yncio (B %) MaIMeHTOB, TOCTUTIINX CIIO-
COOHOCTM CTOSITh 0€3 TOMIEPXKKU B TeUeHWE HEe MeHee
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3 ¢. Ins1 mauMeHTOB cTapuiel TPYIbl MpeaBapuTeIbHO
OTpe/eIeHHON MEepBUYHON KOHEUHON TOoukKol 3ddek-
TUBHOCTU OBbUIO BHIOpAaHO M3MEHEHHE IO CpaBHEHUIO
¢ ucxonHbiM ypoBHeMm 1o mkase HFMSE (HFMSE,
The Hammersmith Functional Motor Scale Expanded,
PacmpeHHass 1mikajga OILEHKM MOTOPHBIX (DYHKIMI
OoIbHUIEI XaMMEPCMUT). 3apaHee OTpeneeHHON BTO-
PUYHON KOHEYHOW TOYKOW 3(h(HEeKTUBHOCTU JISI 00enx
BO3pPACTHBIX TPyIN ObUTo umciio (B %) MalueHTOB,
JIOCTUTIINUX CIIOCOOHOCTU XOIWUTh 0€3 TIOCTOPOHHEH
oMoty (MOATBEPXKIEHHOW IO BUAEO U ILEHTPaIU30-
BaHHO PAacCMOTPEHHOI1), OIpee/sieMOil KaK CaMOCTOsI-
TeJIbHOE BBITIOJTHEHUE He MeHee S5 111aroB, IeMOHCTPUPY-
fol1Iel KOOpAMHAIIMIO U paBHOBecue [22].

Ilo pesynbrataM wucCcaemoBaHUS B MIIAMIICH Tpyrie
TOJIbKO 2 mairueHTa (oauH u3 13 maiueHToB, ToyYaBIINX
CPEIHIOI 103y, U OAMH U3 3 MalMEHTOB, MOJIYyYaBIIMX
HU3KYIO J103Y) B TeueHue 12 Mec MOCTUTIIA CITOCOOHOCTH
CaMOCTOSITEJIBHO CTOSITh TIPH JIIOOOM TocellieHuu. B crap-
meil rpynne (Bce TMAUMEHTHI TONYJaId CPETHIO 03y
nperapara) y 11 (91,7%) u3 12 mauyeHTOB HaOIIOIAIOCh
YBEJIMYEHUE OLIEHKU MO CPABHEHMIO C UCXOIHBIM YPOBHEM
no mikase HFMSE Ha >3 nyHkTa rpu J11000M nocenieHun
rocsie ucxoaHoro Busuta. [1pu aHaim3e BTOpUYHOM KOHeY-
HOW TOYKM 3(PHEKTUBHOCTU CIIEIYET OTMETUTD, YTO TOJIHKO
1 (7,7%) n3 13 MauMeHTOB B MJTAAILIIEH TPYIIITE, TTOTYJaBIINX
CPEHIO 03y mpemnapata, K 12 mMec mpolien camocTosi-
TEeJILHO TI0 KpaiiHeit Mepe 5 maroB. Hu onuH U3 maimeHToB
cTaplieil TpymIibl He JOCTUT BTOPUYHON KOHEYHOM TOUKHU
3 (HEKTUBHOCTU CAMOCTOSITEIIBHOM XOIbOBI [22].

Ob30Pbl JINTEPATYPbI

IToTpeOHOCT, B MCKYCCTBEHHOW BEHTWISILIUU JIeT-
KMX OIIEHMBaJlaCh KaK BTOPWUYHBIN pe3yjbTaT Oe3orac-
Hoctu. Hu ommu mamment B STRONG He HyxXnmacs
B MHBA3UBHOI BEHTWISALMHU Jerkux. Hu onuH u3 naiu-
eHTOB He rnoJjyJan Tepanuio BiPAP Ha ucxonHom ypoBHe.
B xone uccnenoBaHus coobIanoch 00 UCIOIb30BaHUU
BiPAP y 2 manimeHTOB U3 KOTOPThI CO CPEAHUMU J03aMMU.
Hnsa 1 u3 2 mauumeHToB cpenHsis aiuTesibHOCTh BiPAP
cocraBuia 2,6 4 MpH MOCEIIeHU Ha 6-M Mecsile, Korna
OBlJ1a HauvaTa pecrnupatopHas mommepxka, n 10,1 4 —
npu mocenieHUur Ha 12-m mecsie. e BToporo maim-
eHTa cpeaHsist anurenbHocTh BiPAP cocraBuna 10,5 4
pu TocenieHny Ha 2-M Mecsie u 0,04 4 — mpu mocetiie-
HUM Ha 12-M Mmecaue [22].

Wcxonst U3 MoydeHHBIX pe3ybTaTOB KJIMHUYECKUX
WUCCIIeIOBaHUI C ydyacTHeM TallMeHTOB CO CIUHAIbHOM
MBbIIIIEYHO# aTpodueii 2-ro U 3-ro TUTIOB CJIEyeT OTMe-
TUTh, 4YTO TIPUMEHEHHE T1aTOreHEeTUYeCKMUX Tpernapa-
TOB TIO3BOJIWJIO CTAaOWJIM3UPOBATH WU AaXe YIYy4IIUTh
NBUTATEJIbHYIO (DYHKIWIO, OMHAKO TPU OILIEHKE pecru-
paTopHO# (DYHKIIMU TIOJYyYeHBbl TaHHbIE 00 OTCYTCTBUU
VJIYUYIIEHW 3TOTO TOKa3aTeslsl WIM JaHHbIe He ObLIN
MPUBEIEHBI B UCCIIEIOBAHUSIX.

B Hacrosiiiee Bpemsi MepCrieKTUBHBIM BUIOM Jieue-
HUS OOJIbHBIX CO CIMHAJILHOW MBIIIEUYHON aTtpodueit
CYMTaeTCsl Ha3HayeHUe MaTOTeHETUYECKUX IperaparoB
Mpu CYOKJIMHUYECKOM TeueHun 3abosieBaHusl. [1poBeneH
psin MCClienoBaHWM, MoKasbiBalOINX 3G(GEKTUBHOCTD
Ha3HA4YeHUs TATOTeHETUYECKON Teparuu y TOMO0HBIX
nauueHToB (TabJr. 4).

Tabauya 4. WccnenoBanus N0 OLEHKe Pe3yJIbTATOB NPUMEHEHHsI MATOTeHeTHIECKUX MPenapaToB ist JieYeHus CIIMHAJILHOM MbI-

meuHoii atpodun (CMA) npu CyOKJIMHIYECKOM TeUeHIH

Table 4. Pre-symptomatic studies of the use of pathogenetic therapy for the treatment of spinal muscular atrophy

Uccnenosanus

T'ox nccenoBanms/cTpana

Hcxo/bi €O CTOPOHDI PECTMPATOPHOI CHCTEMBI

C 2015 r. mo HacTosI-

NURTURE — nponoJsokaloiieecst OTKpbI-
TOE MCCIeIOBaHKE IO OLIeHKe d(hdeKTruB-
HOCTH, 0€30TTaCHOCTH, TIEPEHOCUMOCTHU

1 hapMaKOKMHETUKY MHOTOKPAaTHBIX 103

HYCUHEpCeHa y MallMeHTOB C TEHETUYECKHU
JIMAarHOCTUPOBAHHOW U TOCUMIITOMATIYE-
ckoit CMA [23]

1ee Bpemsi.

SPRINT — MHOTOIIECHTPOBOE MCCIIEIOBA~
Hue I11 da3sl o oneHke 3 GeKTUBHOCTH
1 6e30IMaCHOCTU OHACeMHOTeHa abemnap-
BOBEKa y IeTeli C JOCUMITTOMATUIECKUMM
MyTausamu reHa SMN 1, monyJaBIimix
JIedyeHue B Bo3pacTe <6 Hen Ku3HU [24, 25]

RAINBOWEFISH — oTKpbiTOE OZHOTPYII-
TMTOBO€ MHOTOLIEHTPOBOE KJIMHUYECKOE
HCCIIeA0OBaHUE TI0 OLIeHKe 3P (HeKTUB-
HOCTH, 0€30MacHOCTH, (hapMaKOKUHE-
TUKH U (papMaKOIMHAMUKY PUCIUTIIIAMA
y MJIaJICHIIEB B BO3pPAcTe OT POKICHUS

110 6 Hell C TeHETUYECKHU TUarHOCTUPOBAH-
HOM U cyOokmHnyeckoit CMA [26]

2018—2021 rr.

Anonus

mie€ BpEMms.

TaiiBaHb

CIIIA, AprenTuHa,
ABctpanus, Kanana,
I'epmanus, Uspa-
wib, Utanus, Karap,
TaiiBanb, Typiius,
BenukobpuraHus

CIIA, ABcTpanus,
benwprug, Kanana,

CIIA, ABcTpanus,
benbrus, bpazunus,
[Monpma, Poccus,

Bce 25 ygacTHMKOB OBUIM XXWBBI, HU OIWH W3 HUX
HE HYXXIaJICS B TPAXEOCTOMUU WJIU MOCTOSTHHOM
BEHTUJISILIAM JIETKUX (KpUTepuit: 16 4 umu Gojiee

B JICHb HETIPEPHIBHO B TeueHue 6omee 21 nHs

B OTCYTCTBME OCTPbIX PECITMPATOPHBIX 3a00y1eBa-
auit (OP3). Y 4 (16%) y9acTHUKOB C 2 KOMUSIMHU
SMNZ2 ucnionb30Baiv peCIUPATOPHYIO MO~
NepKKy B TeueHHe 6 4 uiu GoJiee B IeHb B TeUEHUE
7 vu GoJtee MHEH MoApsiI, KOTopast Oblia HayaTa
BO Bpemst OP3

Bce maupeHTh B 00euX rpyIrmnax BbIKUINU 03 MOCTO-
SIHHOM BEHTWISLIMHU JIETKUX B TeueHue 14 mec

C 2019 r. — no HacTosI-

[To mpencraBneHHBIM JaHHBIM [25], TTOCITE
12-MecsiuHOIM Tepanuu Bce MalMeHThl BBIKUINA
¥ He HY>XKIQJUCh B TTOCTOSTHHOM BEHTWIISIITU

¥ HyTPUTHUBHOM TTOIEPKKE
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Pacmeauna C.E. u coaem. DyHKIMOHATBHOE COCTOSIHIE PECITMPATOPHOI CHCTEMBI TIPY MPOKCUMAIIBHOI CITMHAIBHOI MbIIIeYHOI aTpodun 5q...

29 wmapra 2019 1. omyOJMKOBaHBI ITPOMEKYTOY-
Hble pe3yibTaThl MPONOJIKAIOIIETOCS — MCCIeI0BaHUS
NURTURE, nenb KoToporo — oreHka A0JrOCpOYHOI 6e3-
OIMacHOCTH 1 3(PHEeKTUBHOCTU HYCMHEPCEeHa Y MIIafICHIIEB,
HaYaBIIMX TOTyYaTh JICYCHUE 10 TIOSABICHUS KITMHUIECKIX
MPU3HAKOB CITMHAJIBHOW MBIIIEYHON aTpoduu (BO3PacT
TpM TIepBOii 03¢ MeHee 6 Hexm). [IpencraBieHHbIE pe3yiTb-
TaThl JEMOHCTPUPYIOT 3HAUMUTEIIBHOE OTJIMYUE OT ecTe-
CTBEHHOTO TEUYEHUSI CITMHAJTbHOW MBIIIEYHOM aTpodum.
Bce yyacTHUKM TOCTUTIM CIOCOOHOCTH CHUIETh 0€3 IMoj-
nepkku, 23 (92%) u3 25 HayIWITICh XOIUTh C TTOCTOPOHHEN
ITOMOIIBIO, B TO BpeMs Kak 22 (88%) — XomuTh caMOCTOSI-
TEBHO. DTU TOCTUKEHUSI COXPAHSITUCh B CPETHEM B Teue-
Hue 2,9 roma HaOmoneHus. [1o maHHBIM TTIPOMEKYTOYHOTO
aHajiM3a, Ha MOMEHT IIOCJIEIHETO BU3UTA CpPeIHUI BO3-
pact gereit (auama3zoH) cocrtasisn 34,8 (25,7—45,4) mec
U TIPEBBIIIAT OKUIAEMBIN BO3PACT MOSIBJICHUS] CUMITTOMOB
CIMHAJIBHOW MBIIIEUHON aTpoduu. Bee yqacTHUKM ucchie-
JTOBaHUSI HA MOMEHT TTOC/IeHE! OLIEHKY 10 JaHHOM ITyOIn-
Kallii UMeJIM CITIOCOOHOCTb COCaTh U TJIOTaTh, YTO OTpe/ie-
JISUTOCh C TIOMOIIIbIO HEBPOJIOTMYECKOI OLIEHKU TI0 IIKaJle
HINE-1 (The Hammersmith Functional Motor Scale
Expanded, Illkana olieHKM MOTOPHBIX (DYHKIIWIA TPH CITA-
HaJIbHOI MBbIIIEYHOM atpodun). MaKCUMalTbHYIO OLIEHKY
3 bama (xopolee cocaHue U riotanue) mo tecty HINE-1
noyurau 22 yyactHuka (y 12 umenock ae konuu SMN2,
y 10 — tpu xonuu SMN2). Tpoe MnaneH1eB (Bce ¢ IByMsI
konusiMu SMN2) nonyuunu olieHKy | 6ain — rioxoe coca-
HUE W/WIM TJ0TaHue, BCEM MM ObLTa TpOBeAeHa racTpo-
ctomus. OTCYTCTBHE KOHTPOJISI B 3TOM MCCIEIOBAHUU
MPEMSITCTBYET BO3MOXKHOCTU OTPEAETUTh BBIPAKEHHOCTh
KIMHUYEeCcKOro 3ddekTa, MpUIMChIBAEMOT0 HyCUHEPCEHY,
U IOCTUTHYTBIE PE3YJIBTATHI JIEYEHUsSI MOTYT OBITH Tiepeolie-
HEHBI; TeM He MeHee TIoJTydeHHbIe JaHHbIE TTOIUYEePKUBAIOT
BaXKHOCTb CKPMHWHIOBOTO OOCJIEIOBAHMSI HOBOPOXKICH-
HBIX JIJIS1 BBISIBJIEHMSI CITMHAJIBHOM MBIIIEYHON aTpodun
¥ Havajia JIeYeHUsI 10 TIOSIBJICHUST CUMITTOMOB [23].

SPRINT (¢aza III) npeacrasisier coboil uccieno-
BaHUE TIO0 OlleHKe 3((HEKTUBHOCTU TPUMEHEHUS TIpe-
rmapata oHaceMHOreH abernapBOBeK y IMallMeHTOB ¢ TeHe-
TUYECKU TIOATBEPKACHHOW CIUHAIBHOM MBITIEYHOMN
arpodueit, 2 unm 3 Kormsamu SMN2 n 6e3 KIMHITYeCKIX
MPU3HAKOB HEPBHO-MBIIIIEYHBIX 3ab0sieBaHuUii. B mcce-
JIOBaHKWE OBLUIM BKJIIOUEHBI 14 ManMeHTOB C 2 KOMUSIMU
reHa SMN2 u 15 nanueHToB ¢ 3 konusimu reHa SMN2,
y KOTOPHBIX, KaK OXKUIAETCST, MOXET Pa3BUTLCS KIMHUYE-
ckast kaptuHa CMA 1-ro tuna (mauveHThl ¢ 2 KONUusMu
reHa SMN2) nu6o CMA 2-ro unu 3-ro tumna (raiueHThbl
¢ 3 xonusimu reHa SMN2). UccnenoBanue ObLIO HaMpaB-
JIEHO Ha OIEHKY 3(P(DEKTUBHOCTH Pa3BUTUS JIBUTATETb-
HBIX HABBIKOB IO CPAaBHEHMIO ¢ HOPMAaJIbHBIMM ITOKa-
3aTe/ISIMM Pa3BUTUSI M CIIOCOOHOCTU K HOPMaJIbHOMY
pasButuio [24, 25].

Bce 14 mmapenneB ¢ 2 konusamu reHa SMNZ2, BKio-
YeHHbBIE B UCCJIEIOBAHNUE, MOTJIM CAMOCTOSITEJTbHO CUIETh
B TeueHue >30 ¢ npu godom nocenieHnn <18 mec (riep-
BUYHas KOHe4yHas1 Touka) M Bce 15 (100%) marmeHTOB

¢ 3 xonusimu reHa SMNZ2 nocTuriv NMepBUYHON KOHEY-
HOI TOYKH, OMPENesieMoll Kak ClTOCOOHOCTb K CAMOCTO-
SITEJIBHOMY CTOSIHUIO B TeUeHUE HEe MeHee 3 ¢ TIpU JIIoOOM
TOCEIIeHNHU B Bo3pacTe 10 24 Mec. Bce mammeHTs B 00emx
rpynmnax BbDKWJIM Oe3 TMOCTOSIHHOM MCKYCCTBEHHOMN BEH-
TWISLWU JIETKNX B TedeHue 14 Mec, 13 dyemoBeK coxpa-
HsTM Maccy Tena (>3- mpoueHTw i b BO3) B TeueHue
18 Mec, HU OnMH pebEeHOK HE TIOJIb30BAJICSI HYTPUTHUB-
HOI MM pecnimpaTopHoii momaepxkkoii [24, 25]. Ucxonsa
U3 pe3yIbTaTOB YKa3aHHOTO MCCIIeIOBaHMs y AeTei ¢ cy0-
KJIMHUYEeCKUMU (hopMamMu 3a00JIeBaHUSI, TTOBEPKEHHBIX
PUCKY Pa3BUTUSI CIIMHAJIBHON MBIIIEYHON aTpoduu, OHa-
CeMHOTeH abernapBOBEK YJIydlllaj IBUTaTeJIbHbIe MCXO/bI,
BBIXKMBAEMOCTh 0€3 MCKYCCTBEHHOIN BEHTHUJISILIUU JIETKUX
¥ TIOJIEP>KKY ITUTAHUS /TbIXaHMSI.

RAINBOWFISH — mnponoirkarmomieecsi OTKPBI-
TOEe HWCCIeNOBaHWE, B KOTOPOM MPHWHSIIA ydacThe 26
NeTell C TeHeTWYeCKW ITMarHOCTUPOBAHHOW CITMHAJIb-
HOM MBIIIIEYHOU aTpodueil, TMoayyaBIINX PUCAUTIIIAM
N0 TIOSIBJICHUSI CUMMTOMOB. B mepBUYHON momyasiuu
MauueHToB (n=35), KoTopas BKJIo4ajia IeTei ¢ 2 KomusaMu
SMN2 v aMIUIUTYION CJTIOXKHOTO MBIIIEYHOTO MOTEHIIM-
ana (CMAP) He menee 1,5 MB Ha ncxogHom yposHe, 80%
MalKMEeHTOB ObLIM B COCTOSIHUM CUAETh 0€3 MOMIePKKU
B TeUeHHE He MeHee 5 ¢ mocse | roma JedyeHUus] pUcim-
mmamoM. Yepes 1 rox 81% malMeHTOB MOTJIM CaMOCTO-
SITEJIbHO cuieTh B TeueHue 30 ¢, BKIIoUasi BCeX MIaJieH-
1eB ¢ Hu3koi amrutynoit CMAP Ha MCXOTHOM YpOBHE
(<1,5 mMB), a GOJIBIIMHCTBO U3 HUX CTOSIIM U XOJWJIU.
Ilo mpencraBieHHBIM JaHHBIM, TOCie 12 Mec Teparnuu
BCE MAlMEHThl BBDKUJIM M HE HYXIAJNUCh B TTOCTOSIHHOM
BEHTWISILIUM U HYyTPUTUBHOM MToaaepxke [26].

B cBsi3u ¢ BHempeHUEM B TIOBCEIHEBHYIO MpaK-
TUKY TpeX OdO0OpEHHBIX MAaTOTeHETUYECKUX TperapaToB
C TeYeHHeM BpeMeHU (DEHOTUITbl KIMHUYECKUX TPOSIB-
JICHUI CIMUMHAJIBHON MBIIIEYHON aTpouu y TMalMeHTOB
MeHsTIoTCs.  TIpOMCXOMUT «CTUpaHUEe TpaHUI» MEXIY
«KJTACCUYECKUMM» TUTIAMM CITMHAJIBHOM MBIIIEYHOMI
arpodun 1 popMUpoBaHNe HOBBIX (peHOTUTIOB. B cBSI3n
C 3TUM HYXIAIOTCS B TIEPEOCMBICJIEHUN U U3MEHEHUU
MOMXOAbI K BEEHUIO TIAIIMEHTOB, B TOM YHCJIe K OIIEHKE
U KOPPEeKIIMU pecrupaTropHbiXx HapyuieHuii. CrerneHb
YJIyUIlIeHUs TIoKa3aTelel MBIIIEYHON CUJIbI U pecrupa-
TOPHOI (DYHKIIMU 3aBUCUT OT M3HAYAIbHOTO (heHOTHUIIa
CIIMHAJILHOM MBIIIEYHON aTpodum, Bo3pacra aedioTa
3a00JIeBaHMS, TSIKECTU MCXOMAHBIX HEPBHO-MBIIICYHBIX
W JIETOYHBIX HapYUIEHU, WMEIOIIMXCS OCJIOXHEHUH,
HCITOJIb3YEMOT0 JIEKAPCTBEHHOTO TIperaparta u BpeMeHU
npuMeHeHUsT TiepBoil mo3bl. [IpuMeHeHuMe TmaToreHe-
TUYECKOW Teparuu TPOAEMOHCTPUPOBAJIO YBEJIMYECHUE
BBDKMBAaGMOCTU M YJIy4YllIeHUEe MOTOPHON (DYyHKIIUU
y MalMeHTOB CO CMWHAJIBHOW MBIIIEYHOU aTrpodueii,
OTHAKO HoJTOCpoYHas 3(PEPEKTUBHOCTb ITUX METOI0B
JIeYEHUsT OCTaeTCsl Heu3BecTHOM. [IprBeneHHbIEe pe3yib-
TaThl UCCIIEOBAHUI TEMOHCTPUPYIOT Pa3UTEIbHBIN KOH-
TpacT C AMHAMUKOM MpOrpecCMpoBaHUs 3a00JIeBaHUS
npu ectecTBeHHOM ero tedeHum [11]. Kak ormedeHo
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paHee, OOJBITMHCTBO MCCIEIOBAHUI TTPOIEMOHCTPUPO-
BaJIM TIOJIOKUTEJbHOE BJIMSIHUE Ha OOIIYI0 MbIIIEUHYIO
CUJIy 110 CPABHEHUIO C €CTECTBEHHOMW MCTOPUEI TeUCHUS
3a00JIeBaHUS, HO PE3yJIbTAThI JICUCHUSI JIETOYHBIX Hapy-
LIEHUI pa3aInyaroTcs.

INatmeHTHl cO CIMHAJIBHOW MBIIIEYHOU aTpoduein
WMEIOT HapyILIEHUST Pa3IMYHBIX OPTaHOB U CUCTEM M HYX-
JTAIOTCSI B MPOAKTHBHOM MYJIBTUIMCIIUTIIMHAPHOM TTOJIXO/IE
K HaOJTIOIEHUIO M JISUEHUI0, OCOOCHHO B HauboJiee TsKe-
Jbix ciyvasix [27]. HeoGXoauMbl KOHCYIbTAllMM U 4acToe
HaOnoneHne y IIyJAbMOHOJIOra, OpTorena, Xupypra,
racTpoO3HTEpOJIora, IHUeTojiora W JIPYTMX Bpaueil MyJib-
TUIMCUUTUTMHAPHONW KOMAaHbl, 3HAKOMBIX C OCOOEHHO-
CTSIMM TEUEHMSI OCJIOKHEHUH Y TTAalIMEeHTOB CO CITMHATbHOM
MbIlIeYHOM aTpodueit. Hanmpumep, rnpyu BOZHUKHOBEHUU
>Kajo0 Ha aucdarvio v HapylieHue MpruoaBKU Macchl Teja
YMECTHA YCTaHOBKa HA30TacTpaJbHOTO 30H/AA WM TacTpo-
CTOMBI Ha paHHeW craguu 3a00yieBaHUsI, a TIPU HATUIUU
racTpoa3odareaybHON pedIIOKCHON OO0JIe3HN M XPOHM-
YECKUX 3aropoB TPOBOAMUTCS COOTBETCTBYMOIIAsT 3a00Jie-
BaHUIO Tepanus [27]. 3a mocienHee AeCATUIETUE TTOIXO]L
K JIEYEHUIO JIETOYHBIX MPOSIBIIEHUI CIIMHAJILHON MBbIIIIeY-
HOW aTpoUM CMECTWJICS OT PEaKTUBHOTO K MPOAKTUB-
HoMy. PaHbllle ouKMcTKa AbIXaTeJbHBIX TyTel U BEHTHWIISI-
LIMST JIETKUX TIPOBOAMJIMCH TOJIBKO TMPU HAJMYMU YETKUX
noka3zaHuit. [1poakTUBHBIN TOAXOM TMOApa3syMeBaeT BBE-
JIEHWE 3TUX METOMOB JICUEHUS] Ha PaHHUX CTaausIX 3a00-
JIEBaHUSI U YK€ MPOMUIaKTUUECKH, TIOCKOJIbKY Y AeTeil CO
CIMHAIBHOM MBIIIIEYHOM aTpodueii TpoaoIKUTETbHOCTh
M KaueCTBO KM3HU 3HAUMUTEIBHO CHUKAIOTCSI U3-3a BBICO-
KOW 4aCTOThI Pa3BUTHSI XPOHUYECKON IbIXaTeJIbHOU HEMo-
CTaTOYHOCTH, YTO OOYCJIOBJIMBAET HEOOXOMUMOCTD €€ CBO-
€BpEeMEHHOTO BEISIBJIICHUS U afieKBaTHOI Teparmu [28, 29].

OlleHKa COCTOSIHUSI PECITUMPATOPHON CHUCTEMbI OCY-
LIECTBIISIETCS TTyTeM cOopa aHaMHe3a (HaJIuuue peruanBu-
pyoIIMX MHMEKIMI HUDKHUX TbIXaTelbHBIX MyTel, cJlabo-
CTH OTKAIUTMBAHUSI, YTPEHHUX TOJIOBHBIX 00JIei 1 THEBHOM
COHJIMBOCTH), TIPY BU3YaJIbHOM OCMOTPE MallMeHTa C 1IeJIbIO
BBISIBJIEHUS fehOpMaliii TPYIHOM KJIETKU, OLIEHKM JaH-
HbIX JTaOOPAaTOPHBIX Y MHCTPYMEHTAJIbHBIX UCCICTOBAHU
(o11eHKa ra30BOTO COCTaBa KPOBU, MUKPOMDJIOPHI IbIXaTe/ b~
HBIX TyTei, ompeaeieHue (hOpCUPOBAHHON KM3HEHHOM
€MKOCTH JIETKUX W CUJIbI Kalllisl), MPOBENEHUM PEHTIEHO-
JIOTUYECKOTO/KOMITBIOTEpHO-TOMOTpapruueckoro oociaeno-
BaHUSI OPraHOB I'PYIHOM KeTKu [1].

Ilpu BbISIBIEHUM Yy TIAIIMEHTOB CO CIIMHAJbHOM
MBIIIIEYHO  aTpodueil  HapylleHWi  AbIXaTeJbHOM
CHCTeMbl HEOOXOAMMO Ha3HaYeHWe Teparuu, HarpaB-
JICHHOM Ha KOPPEKLMIO PeCrMpaTOPHBIX HapYIIEHU.
Takast Tepamnusi OCYIIECTBISIETCS TOCPEACTBOM TIpO-
BEIeHUs KaK afmapaTHOW PecrMpaToOpHOM TOAIEePKKU
(HewHBa3MBHasl BEHTWISILIUSL JIETKUX C JBYXYPOBHEBBIM
MOJIOXUTENbHBIM JaBjieHueM — BiPAP, wiu uHBasuB-
Hasl BEHTWISILMS JIETKUX), TaK U MEXaHMYeCKOil caHa-
e AbIXaTeJbHBIX MyTEW C TMOMOIIBIO TaK Ha3bIBae-
MOro oTkKauBaTens: (uHcydsaTopa-skcyddasitopa),
a TakXe 3JIGKTpUYEeCKOTro acruMparopa WIM WHTpa-
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MyJIbMOHAJIbBHON TIEPKYCCMOHHON BEHTWISILIMU JIETKUX
B COYETAHUU C PYYHBIMU TEXHUKAMU yHaJCHMS JIEerod-
HOTO cekpeTra (C TMOMOIIbI0 Melka AMOY), TTOCTypaiib-
HOTO JpeHaxa U KuHe3uorepanuu [1, 4, 6].

LlenecooOpa3HOCTE TIpUMEHEHUSI HEWHBAa3WUBHOM
BEHTUJISIIUM JIETKMX C JBYXYPOBHEBBIM ITOJIOXKUTEb-
HBIM JIaBJICHUEM Y TIallMeHTOB CO CITMHAJIBbHOMN MBbIIIeY-
HOI aTpodueil 3akiaoyaeTcss B KOMIIEHCAMN padOThI
0CJIa0JICHHBIX AbIXaTeIbHBIX MBIIIIL ITyTeM TTOIIePKaHUSI
JMIOCTATOYHOTO JIbIXaTeJIbHOTO 00beMa U MUHYTHOMN BEH-
TWISILIMY U, TAKUM 00pa3oM, YCTpaHEHUU MMEIoIIeics
aJIbBEOJIIPHON TUMOBeHTWISILIMU. [IpuMeHeHue HeuH-
Ba3MBHOW BEHTWISILIMY JIETKUX C JIBYXYPOBHEBBIM I10JI0-
JKUTEJIbHBIM JIaBJICHUEM HarpaBIeHO Ha KOPPeKIINo
HOYHOTO M JTHEBHOTO Ta3000MeHa, MoBbIlieHue 3P dek-
TUBHOCTU CHa U yBeJMYEHUE BbIKMBaeMocTH [1, 4, 6].
DPHeKTUBHOCTh HEWMHBA3UBHON BEHTUJISILIMU JIETKMX
C IByXyPOBHEBBIM TMOJIOXKUTETbHBIM JAaBJIEHUEM TTallieH-
TaM CO CIIMHAJIbHOM MBIIIIEYHON aTpodueil olleHuBaeTCst
MO0 HOpMaju3alMu KHUCJIOTHO-OCHOBHOTO COCTOSIHMSI
KPOBHU U YCTPAHEHUIO TUTIEPKATTHUU [4].

Wcnonp3oBanue nHcydpaaTopa-skeyppsTopa
MO3BOJISIET KOMIIEHCUPOBATh YTpauyeHHYI0/HEI0CTaTOu-
HYIO KalllJieByl0 (DYHKIIMIO, a TIPpUMEHEHUEe BJIeKTpuye-
CKOTO acmupaTopa — 3BaKyWpOBaTbhb JETOYHBIN CEKpeT,
CcKaruIMBawIIMiicss B OpoHxax. MaHyaslibHble UM arna-
paTHbIe TEXHUKU OTKAILJIMBAaHUSI OCOOEHHO ITOJIE3HbI
y TIAIIMEHTOB C OCJIabJIEHHBIM KalllJIeM W TIpU pecrnupa-
TOPHBIX 3a00JIEBAaHMUSIX N0 Ha3HaYeHUsl HEWHBa3UBHOM
BEHTUWJISILINY JIeTKuX |1, 4].

WHTrpanyibMoHambHasE — MEPKYCCUOHHAsI  BEHTUJISI-
1UST JIETKUX — 3TO MHHOBAIIMOHHBIN METOJ pecrupaTop-
HOI1 Tepanuu, Tpyu KOTOPOM MaJIeHbKUE 00beMbl BO3/IyXa
MOMAIOTCS TIALIMEHTY ¢ BBICOKOI YacTOTOM (TaK Ha3bIBae-
MbI€ «TIePKYCCHUU») U YIPaBISIEMbIM OTHOCUTEIBHO HU3-
KAM YPOBHEM JaBJIEHUS Yepe3 CIelMaIbHBII OTKPBHITHI
IbIXaTeJbHbI KOHTYp ((asutpoH). C MOMOIIBIO 3TOTO
MeTOo/1a B ra3000MeH BOBJIEKAIOTCSI TUIOXO BEHTWJIMPYEMbIe
CTPYKTYPHI JIETKMX, MOOWJIM3YETCSI M 9BAKYHUPYETCS JIETOU-
HBII cekpeT, yeunuBaetcst 11 dy3ust ra3oB, YIydIIatoTCs
OPOHXUATBHBIN KPOBOTOK M MUKPOIIMPKYJIALNS [5, 6].

Hecmotpsi Ha miepedyuciieHHble METOIbl KOPPEeKIIMU
COCTOSIHUSI PECTIMPATOPHOIl CUCTEMBI, B OTCYTCTBUE CBO-
€BpEMEHHO Ha3HAUYEHHOTO COBPEMEHHOTo MOIU(pUIII-
pYIOIIIETO JIeYeHUSI CIMHaJbHAS MBbIIIeUyHast aTtpodust
BeJET K HEYKJIIOHHOMY MPOTrPECCMPOBAHUIO XPOHUYECKOM
JbIXaTeIbHON HEAOCTaTOYHOCTH, 3aBUCUMOCTH OT TTOCTO-
SIHHOW HEeWHBa3WBHOM WJIM WHBA3WBHOM BEHTWISILIUU
JIETKUIX U paHHUM JIeTaJIbHBIM McxonaM [2]. B HacTosiee
BpeMsl OTCYTCTBYeT CTaHJapTUM3MPOBaHHAsI cxeMa o0ce-
JOBaHUS TIALIMEHTOB JUISI OLIEHKW COCTOSIHUSI pecrupa-
TopHO# cuctemsbl. B 2021 r. onmybmkoBaHa ctatbst L. Edel
u coasT. [30], BeimosiHeHHas1 Ha 6a3ze Great Ormond Street
Hospital (GOSH, Bonbuuuia Ha I'peiiT-OpMOHA-CTPUT)
B BenmmkoOputanuu, B KOTOpO# MpeacTaBIeHbI Pe3yIbTaThl
HabmoneHus 3a 20 marMeHTaMy CO CITMHATBHON MBbIIIIeY-
Hoil arpodueii 1-ro tTmumna B mepuona ¢ stHapst 2017 T.
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1o Hostopb 2018 T. ¢ TOUKM 3peHMsT OLIEHKU pecIpaTop-
Hot (pyHK1IMM Ha (pOoHE Teparnu HycuHepceHoM. B paboTe
TPUBOISITCSI CBEACHUS O pa3pabOTaHHOW CUCTeMe OaJljib-
HOI OLIEHKM DPECIMPATOPHBIX MCXOIOB y JETEil CO CIu-
HaJIbHOW MbIILIeYHO# aTpodueit 1-ro Tuna — mkaine GSR
(The Great Ormond Street Respiratory, Illkana Pecriupa-
TopHOTO LIeHTpa Ha ['peitT-Opmona-cTpur; Tad. 5) [30].

Onenka no mkane GSR konebnercs or 1 mo 28 Oan-
JIOB, TIPY 3TOM O0JIee HU3KUE 3HAYEHUST OTPAXKAIOT JIyJIlIee
COCTOSIHME JIbIXaTeJIbHOM cucTembl. Kaxnass Kareropust
MPU3HAKOB, BKJIIOUEHHAsI B IIKAJIy OLIEHKU pecrupaTop-
HBIX KMCXOJOB, OLIEHUBAETCI IO YMCJIOBOMY 3HAUYEHMIO,
MPUCBOEHHOMY BapHaHTaM OTBETOB. ABTOPHI COOOILAIOT
00 oInpenejeHHbIX OrPaHUYEHUSX TIPU COCTaBIEHUU

Ta6auya 5. banapHasa mKana ouenku PecnmpaTopHoro nenrpa Ha I'peidT-OpMoHI-cTPHT ¢ MHTEpHpeTanueii 6aaioB (mkaia GSR)

y ZeTeii co ciMHAIBHOI MbImeuHoii aTpodueii (CMA) 1-ro Tuma

Table 5. The Great Ormond Street Respiratory score scale (GSR) (with interpretation of scores) for children with spinal muscular

atrophy type 1

banibHas mkana onenku PecnuparopHoro uentpa Ha Ipeiir-Opmona-crpur (mkaina GSR)

ITapametp Kateropus OueHka, 0aIbI
A 3
CMA 1-ro Tuma B 2
C 1
3aBUCHMOCTb OT OTKAIILTUBATES 6
Hcrnonb3oBaHue OTKAILIABATENS IO MOTPEOHOCTH/TIPOMUIAKTUYECKHI 3
dusnorepanus
Wnasa ¢pusmnorepanusi 1
Her 0
VIHransimmm yepes He6y- Xnopun Hatpus (0,9%, 3%, 7%) 1
Jlaisep Her 0
0-3 5
3—6 4
Bo3spacr npu Havasne 7—12 3
HCTIOb30BaHUSI OTKAIILTU -
Baressi, Mec 13-24 2
25 u Gonee 1
He ucnonbs3yer 0
0-3 5
3—6 4
Bospact nannmanmm 7—12 3
HEVHBAa3WBHOI BEHTUJISI-
uu gerkux (HWUBJIT), mec 13—-24 2
25 u Gonee 1
He ncnonbzyet 0
Ocrtpast 2
IMpuunna nayana HUBJI HzbupatenbHas 1
He ncnonssyer 0
Bonee 16 u/cyr 6
Ha nouHoit con 3

Hcnonb3zoBanue HUBJI
Bo Bpemst ocTporo 3abojieBaHUsT 1

He ncnonbsyer 0
WMHrtepnipeTaiius 6aibHOM HIKaJbl olleHKU PecruparopHoro neHTpa Ha ['peiit-Opmona-ctput (GSR)

O1neHka, 6aIbl PecniupaTopHslii cTaTyc

1-9 CTabWIbHBINT — HY>)KHa MUHUMAJIbHAS TIOAIePKKa

10—15 CTabWIBbHBINT — TIPU UCTIOJIb30BAHUY OTKAIIUTABATEIISI

1622 CTaOubHbBIM — MPU UCTOIB30BaHMU OTKalIuBaresast 1 HUBJI

23-28 CnaObli1 pe3epB — BBICOKUIA PUCK PECITMPATOPHBIX YXYAIIEHUI ¢ MAKCUMAJIbHOM MOAIEPKKOM
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Tabauya 6. Kpurepun 6obHunbl Ha TpeiiT-OpMOHI-CTPUT /1S HAYAIA HEMHBA3WBHOW BEHTUJISIIUH JIETKUX Y IeTeil CO CIIMHAIbHOM

Mbleynoi arpogmeii (CMA) 1-ro Tuna

Table 6. Great Ormond Street Hospital criteria for initiating non-invasive ventilation in children with spinal muscular atrophy type 1

OcHOBHbIE KPUTEPHH

JlonosiHuTe IbHbIE KPUTEPUH

NudexunonHoe obocTpeHue (ocTpoe)

PennauBupyIomye pecnupaTopHbie NH(PEKIINI

HcxonHoe yBenuueHre pabOThl IbIXaHMS/ObIIIIKA
JIOKYMEHTUPOBaHHas JbIXaTeIbHAs HEAOCTATOYHOCTh — XPO-
HHUYecKas (Kak ITOKa3bIBAIOT UCCIEIOBAHUS CHA) WK OCTPast

HeynosneTBopuTebHas MprubaBKa MacChl TeJia, HECMOTPSI
Ha ONTUMU3UPOBAHHOE KOPMIIEHUE
Jedopmanusi rpyIHON KIETKU

Pe3yanaT OLICHKMY IO KPUTEPHUAM: HaYajIo HEWUHBA3UBHOUW BEHTWISLIAY JIETKUX TIpU HAJIMYUU = OOHOI'O OCHOBHOI'O KpUTE-

pust * TOTOJHUTETHHOTO KPUTEPUS.

HpI/IMC‘laHI/IeZ OJHUX TOJBKO JOIMOJHUTEIbHBIX KPUTEPUEB HEAOCTATOUHO VISl HaYajla HEMHBA3MBHOM BEHTUJISILIUU JIETKUX

IIKAJIBI, @ UMEHHO: HeOOJIBIIION pa3Mep BBIOOPKH;, OTCYT-
CTBUE JAPYIMX CTaHOAPTU3MPOBAHHBIX WMHCTPYMEHTOB
OLICHKU JbIXaTeJIbHON (DYHKIIUU IJIs1 CPABHEHMS VUTH IO/~
TBepKIeHMs OolleHKM 110 1Kaie GSR; orpaHnueHHbIE TaH-
HBIE TI0 HeOOPabOTAHHOI KOTOPTE HeJIeUeHbIX MallueHTOB
JUTST HAJIE)KHOTO CTAaTUCTUYECKOTO CPaBHEHUSI C TPYIIIIONf,
noJryyaBiieit teueHue [30].

Ouenka no mkaie GSR mosBossier oTcnexuBarh
JIBIXaTeIbHYIO (DYHKIIMIO C HMCIOJIb30BaHUEM OOBEKTHUB-
HOTO MHCTPYMEHTa, OTpaXkarollero ypoBeHb pecrnuparop-
HOW TTOMOIIM, HEOOXOMMUMOI TalMeHTaM CO CITUHAJIb-
HOI MbIlIeuHO# atpodueit 1-ro Tuna. Kpurepuu Havana
WCTIOIb30BaHUSI HEWHBA3WBHOW BEHTWISIUUU  JIETKUX
n uHcybdaaTopa-skcybdaaTopa ObIIM  pa3pabOTaHbI
B COOTBETCTBMM C OOIIEHAIIMOHAIBHBIM KOHCEHCYCOM
Bemukooputanuu [30—32]. B Tabn. 6 mpuBemeHbI Kpu-
TepUU IS Havajla HEWHBAa3WBHOW BEHTWJISIIUU JIETKUX.
CpaBHeHue nokazareseit o mkanre GSR pasHbIX Koropr
MaLIMEHTOB U3 Pa3HbIX YUPEKIECHUI BO3MOXKHO MPU YCIIO-
BUM COOJTIONEHUST aHAJIOTMYHOTO TPOTOKOJA BEACHUS
B Hayvajie pPecrMpaTOpPHOI TepaluM, TaKOW KaK HeMHBa-
3UBHAsI BEHTWISILIVSA JIETKUX VITA IIpUMEHeHe MHCYDGIIsi-
Topa-3kcyddsitopa. Camu aBTOPHI TPU3HAIOT, UTO CYIIE-
CTBYIOT pa3ivuus B JaHHOU npakTtuke B CoeaqnHEHHOM
KoponesctBe u 3a pyOexxoM, uTO, ONHAKO, He 00si3a-
TEJLHO TIPETSITCTBYET UCIOIb30BaHMIO rokasaresieit GSR
JUTSE OTCJIESKMBAHMSI TIpOTpecca y MallMeHTOB B OTIEIBHBIX
eHTpax. Kpome Toro, pasHsiTCsl JaHHbBIE O HEOOXOAMMO-
CTU TIPOBEIEHMSI MHBIX JICUCOHBIX MEPOTPUSATUIA, B TOM
YUCile WHTASILIMOHHOM Teparuy U30/TUIIePTOHNYECKUM
pacTBOPOM XJIOpUAA HATPHS.

OrpaHuveHrMeM WCCIeNOBaHUs OKa3ajach OIleHKa
no mkagre GSR ToOnbKO TAaIMeHTOB €O CIMHAJIBHOM
MBIIIEYHOM atpodueil 1-ro Tuira, a OojblIasg TpyrIa
MalMeHTOB CO CHWHAJILHOM MBIIMIEYHON aTpodueit
2—4-T0 TUTIOB OCTaeTCsl BHE TOJISI 3pEHUSI CIIELIUATNCTOB,
YTO CBUIETELCTBYET O HEOOXOMMMOCTH TPOBEICHUS
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3aknovyeHue
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3HAYMMOCTD T-pCl.lElITOprIX N Kanmna-aeJeuOHHbIX peKOMGI/IHa].lI/IOHHbIX IKCIM3NOHHBIX
KoJIell KaK MOJICKYJ/JIAPHBIX MAPKEPOB B OLICHKE COCTOSHHUA HOBOPO2KACHHBIX PA3JIMYHOIO
reCTallMOHHOro BO3pacra
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Significance of T-receptor and kappa-deletion recombination excision rings as molecular
markers in the assessment of newborns of different gestational ages

E.N. Volkova', L.1. Ippolitova’

"WVoronezh Regional Clinical Hospital No. 1, Voronezh, Russia;
2Voronezh Burdenko State Medical University, Voronezh, Russia

CyuiecTByeT 00JIbIIIOE KOJUYECTBO UCCIIEIOBAHUI Y HOBOPOXKIEHHBIX, POXKIEHHBIX PAHbIIE CPOKA, Y KOTOPBIX 0TMEYEHO CHIKEHHE
ypoBHs T-penentopHbIX W Kamma-aeJenuoHHbIX peKoMOnHamuoHHbIX 3Kcnu3noHHbIX Kojel (TREC u KREC), uro cBuaerenb-
cTBYeT 0 HapyuieHun (pyHkuuonnpoBanus T- u/uim B-KkieTouHoro 3BeHbeB UMMYHHTETA. OCTAIOTCS AKTYAJbHBIMHA MCCJIEIOBAHMS,
HanpapJieHHble HA YIIy0/IeHHOe H3yueHHe PUIMHHO-3HAYUMBIX (DAKTOPOB, NPHBEIIIHUX K CHIXKEHHIO OLEHMBAEMBIX MOKa3aTeNeil.
enp uccaenosanus. OnpenesnTb BIMSHIE COMATOMETPHYECKMX NMAPAMETPOB W MpeHATaNbHbIX (hakTopoB Ha yposenb TREC
1 KREC y HOBOPOXKIEHHBIX, 2 TAKXKE OIIEHUTb TUHAMHUKY 3THX MOKa3aTeJieii B 3aBUCUMOCTH OT reCTAllMOHHOTO BO3pacTa.
Marepuansl u Metoabl. B uccienoBanue Bkiodensl 203 HOBOPOXKIEHHBIX B reCTallMOHHOM Bo3pacTe oT 22 10 41 nen. Odpasupt
KPOBHM OpaJii B paMKax npoBeieHns: HeonaTaabHoro ckpununra. Meroaom ITIP soinensiin TREC u KREC u3 nsten cyxoii KpoBu,
HaHeceHHbIX Ha KapTbl [aTpu. OueHnBaempie MoKa3aTe/M NPOAHAIM3UPOBAHBI B 3aBUCUMOCTH OT CPOKA reCTAlMU, COMATOMETPH-
YeCKHX JJAHHBIX M NMPEHATAIbHBIX (haKTOPOB (COCOO poaopa3peleHns, YUCIO0 MI010B B OepeMeHHOCTH). CTATHCTHYECKUIT aHAIN3
MPOBOINIIN C HCNOJIb30BaHueM nporpammsl StatTech v. 4.1.4.

Pe3ynbraTel. YCTaHOBIEHO, UTO NMPH YBeJMYEHHN TeCTANMOHHOTO Bo3pacTa Ha 1 Hex mobimaercs yposenb KREC na 44,610-10°
B 1 mMka (r,,=0,271; p<0,001), yposerr TREC — na 27,274-10° 8 1 Mk (r,,=0,264; p=0,002). ITo naHHbIM TMHEHHOr0 PerpecCHOHHOTO
aHaJIM3a BbISABJIEHBI Mpsivble ciaodbie cBs3u Mexkay ypoBusiMd TREC u KREC u anTponomerpuyeckumMu JaHHBIMH. Y JeTeil U3 MHOTO-
mioaubix 6epemenHocteii ypouu TREC 0blin 10CTOBEPHO Bblllie, YeM Y HOBOPOKIEHHBIX 3 OJHOILIOAHbIX OepemenHocTeii (p<0,001).
3akmouenue. VIMMyHHasi cHCTeMa HeJOHOIIEHHBIX HOBOPOXKIEHHBIX CINOCOOHA BbIpadaThiBaTh ajekBaTHOe KosmuecTtBo TREC
u KREC. B nepuos ¢ 22-ii no 28-10 HeJeJl0 MPOMCXOIUT HAHOOJIee MHTEHCHBHOE YBeJMYeHHe OLEHMBAEMBIX MOKa3aTeJiei, mocie
Yero UX ypoBeHb OTHOCUTEJIbHO cTadum3npyetcs. [10CKO/IbKY Y HeIOHOIIEHHBIX HOBOPOXKIEHHBIX OTMEYAETCS TEHAEHIMs K CHU-
xkennio ypoBass TREC n KREC, upe3BbIuaiino BaKHA KOMIUIEKCHASI OIIEHKA IMHAMUKY ITHX NOKa3arteJieid B 3aBUCUMOCTH OT 3Ha-
YHUMBIX MPEHATAJIBHBIX H COMATOMETPHYECKUX JAHHBIX.

Karouesvie caosa: HOGOpOJiCdeHHble, T—peuenmopﬂoe SKCUU3UOHHOE Ko/a1bUo, lcanna—()eﬂeuum-moe peKOMﬁL{HdL{LlOHHOG SKCUU3UOHHOE
K0/1bUo0, HeoOHamanvHulil CKpUHUHC, HeJOHOUIeHHOCb.

Ans untuposanns: Bonkosa E.H., VinnonutoBa J1.U. 3HadumocTs T-peuenTopHbiX v Kanna-AeeLmMOHHbIX PEKOMONHALIMOHHBIX OKCLU3NOH-
HbIX KOJIEL, KaK MOMIEKYJ/ISIPHbIX MapKepOB B OLLEHKE COCTOSIHUSI HOBOPOXAEHHbIX Pa3/INYHOro reCTaLumMoHHOro Bo3pacta. Poc BECTH nepuHarosn
v neguatp 2024, 69:(4): 31-36. DOI: 10.21508/1027-4065-2024-69-4-31-36

Currently, there is a large number of studies indicating that preterm infants have reduced levels of T-receptor and kappa-deletion
recombination excision rings (TREC and KREC) as indicators of impaired T- and/or B-cell immunity. Studies aimed at in-depth
study of the causative factors that led to the decrease in the estimated indicators remain relevant.

Purpose. Determination of the influence of somatometric parameters and prenatal factors on the level of TREC and KREC in new-
borns, as well as evaluation of the dynamics of these indicators from gestational age.

Material and methods. The study included 203 neonates with gestational ages ranging from 22 to 41 weeks. TREC and KREC were
isolated by PCR from dried blood spots on Guthrie cards. Blood sampling was performed as part of neonatal screening. The estimated
parameters were analyzed according to gestational age, somatometric data and prenatal factors (mode of delivery, number of fetuses
in pregnancy). Statistical analysis was performed using the StatTech v. 4.1.4 software.

Results. It was found that the increase in gestational age by 1 week increases the KREC level by 44.610-10° (r,,=0.271, p<0.001),
TREC level by 27.274:10° (r,,=0.264, p=0.002). Linear regression analysis showed weak direct relationships between TREC and
KREC levels and anthropometric data. Children from multiple pregnancies had significantly higher TREC values than infants from
singleton pregnancies (p<0.001).

Conclusion. The immune system of premature newborns is capable of producing adequate amounts of TREC and KREC. Between
22 and 28 weeks of age, the most intense increase in the assessed indicators occurs, after which their levels relatively stabilize. Since
TREC and KREC levels tend to decrease in preterm newborns, a comprehensive evaluation of the dynamics of these indicators
depending on significant prenatal and somatometric data is extremely important.

Key words: T-cell receptor excision circle, kappa-deleting recombination excision circle, neonatal screening, prematurity.

For citation: Volkova E.N., Ippolitova L.I. Significance of T-receptor and kappa-deletion recombination excision rings as molecular markers
in the assessment of newborns of different gestational ages. Ros Vestn Perinatol i Pediatr 2024, 69:(4): 31-36 (in Russ). DOI: 10.21508/1027—-
4065-2024-69-4-31-36
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HacTosiIee BpeMsl olieHKa YpoBHST T-pelienTopHbIX

(TREC, T-cell receptor excision circle) u kamma-
neneunoHHbIx (KREC, kappa-deleting recombination
excision circles) peKOMOMHAIIMOHHBIX SKCIU3MOHHBIX
Kosel, T.e. KoableBbix Mojekyn JIHK, obpasyrommxcs
B xone nuddepeHIMpoBKU penenTopoB T- n B- mumdo-
LIUTOB, OTIpeNe/IIeMbIX B paMKax paclIMpeHHOro HeoHa-
TaJbHOTO CKPUHUHTA, WCIIOJB3YETCSI Uil BBISIBIEHUS
rpyniibl 3a001eBaHUil (BPOXKIEHHBIX OIMIMOOK UMMYHM-
TeTa), CBSI3aHHBIX C MIEPBUYHBIM HapylieHueM B (hyHK-
moHupoBaHuu T- u/unm B-kieTouHoro 3BeHa UMMYHHU -
teta [1]. BeisiBIeHe HOBOPOXKIEHHBIX U3 TPYTITIBI pUCKa
pa3BUTUS UMMYHO3aBUCHUMBIX 3a00JieBaHUI — BaKHas
U COlLIMaJIbHO 3HAYMMasi TpobjieMa COBPeMEHHOTO 3/1pa-
BOOXpAaHEHMSI, TaK KaK UX CBOEBpEMEHHasl JUarHOCTHKa
U paHHee JIeYeHHEe TIOMOXET 3HAYUTEeJIbHO CHU3UTh
CMEpPTHOCTb 1 3a00JIeBa€MOCTD Y JIETei JaHHOU IPYIIIbI.
OTHoOcuUTeNbHAsT JTOCTYITHOCTb, BBICOKAsl UyBCTBUTEJIb-
HOCTh M CHEUM(PUIHOCTh YKa3aHHBIX TECTOB JIeJIaeT UX
BaXKHOW M 3KOHOMUUYeCKU 3P (GEeKTUBHON Mepoil olIie-
CTBEHHOTO 3IpaBooXpaHeHud |2, 3].

TREC-TecT BbISIBISIET MJIaIeHIIEB ¢ HU3KUM KOJIM-
yecTBOM IUpKynupyomux T-aumdonurtos [4]. Jlioboit
MPUYUHHO-3HAUYMMBIN (paKTOp, HapylIaloIUil pa3BUTHE
T-kneTok, OJIOKMpPYeT MX CO3peBaHME B TUMYCE W/WUJIN
CMocoOCTBYET aKTHMBALIMU TIPOIIECCOB, HaIpaBJIEHHBIX
Ha MX YCKOpPEHHOE aIltonToTU4YecKoe paspyiieHue [1, 5].
TREC-TecT mo3BosisieT BbISIBUTh HE TOJIBKO 3a00JIeBaHUS
W3 TPYIITHI BPOXKIEHHBIX OTMOOK UMMYHUTETA, HO U BTO-
pUUYHBIE O0OpaTUMbIE COCTOSIHUSI, COTIPOBOXIAIOIIIM -
ecsl HU3KUM cofepxxaHueMm T-1um@ouuToB, HampuMep
MPU BPOXKACHHBIX MOPOKAX Cep/lia WIN MPU MAaTOJIOTUSIX,
MPUBOASIIIINX KO BTOPUYHOM TIOTEpE IMPKYIUPYIOIIUX
HatuBHBIX T-mumdornmToB [6, 7]. Kpyru pekombuHa-
muu ¢ ynanenuem karma-uerneit (KREC) cioyxar 6uo-
Mapkepamu 3peiibix B-knetok [8]. KREC-TectupoBanue
MSITEH KPOBM HOBOPOXIEHHBIX MOTEHLMAIBHO TOJIE3HO
IIJISI BBISIBJICHMSI IeTel ¢ nepeKTaMu paHHETO CO3peBaHUs
B-xnerox [5, 9].

B HacTost111e€e Bpemsi CyI1iecTBYeT 00JIbIIIOe KOJIMYECTBO
WCCIIeIOBAHUI, OTMEYAIIIMX, UYTO Yy HOBOPOXICHHBIX,
POXIEHHBIX paHbllle CpOKa, HaOJIOMAIOTCS CHUXKEHHBIE
ypoBHu TREC u KREC [10, 11]. OcTatoTcst akTyaTbHBIMU
WCCIIeIOBaHMs, HATIpaBJIeHHbIE Ha YIITyOJIEeHHOE U3yYeHNe
MPUYUHHO-3HAYMMBbIX (DaKTOPOB, TTPUBOMASIIIINX K CHUXKE-
HUIO OIIEHMBAEMbIX ToOKa3aTesiel, TaK KaK HEIOHSITHO,
cBsizaHa i TunodyHKims T- u B-numdonuros y nereit
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JMAHHOIW KOTOPTHI MCKJIIOUUTEIBHO C COCTOSIHUEM Heo-
HOIIIEHHOCTU U TECTAllMOHHON HEe3peJIOCTU WU Y HOBO-
POXIEHHBIX, POXIEHHBIX paHbIIe CpOKa, CHWXEHHbIE
MCKOMBbIE 3HAYEHUSI CBSI3aHbI C BpOXKIECHHBIMU AeheKTaMu
B paboTe MMMYHHOI1 cucteMsbl |12, 13].

IHeab uccaenoBaHusi: OrNpenesiUTh BIUSIHUSI COMATO-
METPUUYECKUX TapaMeTpOB U TpeHaTalIbHbIX (PaKTOpOB
Ha ypoBeHb TREC 1 KREC y HOBOpOXIIEHHBIX, a TAaKXKe
OLIEHUTh NTWHAMUKY 3TMX IOKa3aTejlell B 3aBUCUMOCTHU
OT recTallMOHHOTO BO3pacTa.

XapakTtepucTtuka petei U MeToAbl UCCNeaoBaHUS

B wuccnenosanue BkitoueHbl 203 HOBOPOXIEHHBIX
B TecTallMOHHOM Bo3pacte oT 22 no 41 Henm, poauB-
muxcs Ha 6asze nepuHaTanbHoro 1eHTpa bY3 BO BOKbB
Nel r. BopoHexka u TojyyaBIIMX AajibHENIIee JedeHre
B OTIEJICHUY peaHMMallM K MTHTEHCUBHOM Teparuu No5.
VY Kaxmoro 3aKOHHOTO TIPEICTAaBUTEIST HOBOPOXKIECH-
HOTO pebeHKa ObUIO B3ITO MHGOPMUPOBAHHOE T0OPO-
BOJIbHOE corjlacue Ha 0OpabOTKy NAHHBIX U WCITOIb30-
BaHUeE X B HayYHBIX Leasax. [IpoBeneHre nccaenoBaHus
on006peHo stuyeckuM kKomureroM OT'BOY BO BI'MY
nmMm. H.H. Bypnenko M3 P® r. BopoHexa.

Mertonom ITLP B pexxume peaabHOro BpeMeHU Habo-
pom pearentoB «MUMMYHO-BUT MVYJIbTU» ocymect-
BJISTM  BBIJCNIEHWE W3 TISITEH CYXOMl KPOBM, HaHECEeH-
Hbix Ha KapThl ['atpu, TREC u KREC. O6pa3iisl Kposu
Opau B pamMKax HeOHaTaJlbHOTO CKpuHUWHTA. Mccrmemo-
BaHMe npoBomv Ha 0a3e adbopatopuu bY3 BO BOKb
Nel r. BopoHexka. [TomyueHHbIe JaHHBIE COTTOCTABISIIN CO
CPOKOM TecTallii, COMaTOMETPUUECKUMU JaHHBIMU (ITOJT,
Macca Tejla, OKPYXHOCTh TOJIOBBI W TPYIHOW KIIETKH),
MpeHaTaJbHBIMU (hakTopamMu (Crioco0 pomopaspelieHusl,
YUCJIO TUIOAOB B OepemeHHocTH). M3 nccnenoBanus Obutn
HCKITIOUEHBI 74 HOBOPOXIEHHBIX ¢ KPUTUIECKUMU YPOB-
wsmu TREC u KREC (menee 100-10° B 1 Mxi1) u meTw,
Haxomsimecs B «cepoii 3oHe» (TREC ot 100 mo 450-10°
B 1 Mxi1; KREC ot 100 10 250-10° B 1 MKa1).

st ymoOCcTBa OLIEHKM MMEIOIINXCST JAaHHBIX W 00JIb-
el HarISIIHOCTU TTOJy4aeMbIX pe3yJIbTaTOB BCE yda-
CTBYIOIIIME B UCCIEIOBAHNM HOBOPOXKIEHHBIE OBUTM pa3-
JeJIEHBbI Ha 5 TPYMI ¢ y4eToM KJacCU(MUKAIKU CTETIEHU
HEeJIOHOIIEHHOCTH BceMMpHOI opraHu3anuu 3ApaBoOX-
paHeHMsI: |- TpymIa — 3KCTpeMaJbHO HETOHOIIEHHbBIE
HOBOpPOXIEeHHBIE (CpoK rectaumu 22—27%7 Hem;, n=22),
2-s1 TpyIIa — NIy60KO HeTOHOIIEHHbIE HOBOPOXKICHHbBIE
(cpok recrauvu 28—31%7 nen; n=44), 3-s rpymma — yme-
PEHHO HeIOHOIIIEHHBIE HOBOPOXXIEHHBIE (CPOK recTaliuu
32—-33%7 nem; n=26), 4-a Tpynma — IO3IHUE HEJOHO-
LIEHHbBIE HOBOPOXIEHHBIE (CPOK recTaumu 34—36%7 Hen;
n=21), 5-a Tpynmna — JIOHOIIEHHbIE HOBOPOXICHHbIC
(cpok rectanuu 37—41 Hen; n=16).

CTaTUCTUYECKUI aHaju3 TIPOBOIMIM C MCIOJb30-
BaHueM miporpammbl StatTech v. 4.1.4 (pa3paboTuuk —
00O «Crarrex», Poccust). [lnst onpeneneHus: HOpMaiib-
HOCTH pachpeie/ieHUsT OLIEHUBAEMBIX KOJIMUYECTBEHHBIX
rnokazarejieii ucrnojib3oBasiu Kpurepun Illanuro—Yunka
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(mo 50 wuccnemoBanuit) u  KonmoropoBa—Ywuika
(6onee 50 wuccnemoBaHmit). Mccrnemyembie TOATPYIIIBI
MeXIy cO0O CcpaBHUBAJIM TIpU TMOMOIIM Kputepust U
ManHa—YutHu (1o 2 moarpynm) win Kpurtepus Kpa-
ckena—Yojsumica (3 moArpyIrisl U 6oee), arocTepuopHbIC
CpaBHEHHUsI — C TIOMOIIBIO KpUTepus JlaHHA ¢ MTOTIPaBKOMA
Xomma. TecHOTa KOppelsiiiy W ee HampaBlieHUe MeXIy
OLICHMBAEMbIMU TTOKA3aTeIIMU OTNPEACTISIIIN C UCTIOJb-
30BaHMEM  KO(@UIIMEHTa PAHTOBOM  KOPPEISLIUN
CriupmeHa. Eciim TporHO3MpoBaioch BBISIBJIEHUE OIpe-
JIeJIeHHBIX MCXOI0B, MCITOb30Baan MeTo aHainm3a ROC-
KPUBBIX. Pa3muuust cuntaam cTaTUCTUYECKU 3HAYMMBIMU
npu p<0,05. KonnyecTBeHHbIE TaHHBIE OTIMCAaHbI B a0CO-
JIIOTHBIX 3HAYEHMsS] W TIPOLIEHTHBIX HOJISAX; TIPU HEHOP-
MaJbHOM pacrpeie/leHUU KOJIMYECTBEHHBIX TToKa3aTeei
B OLIEHMBAEMBIX ITOATPYIIAX OINMUCAHWE OCYIIECTBIISUIN
C WCTIOJIb30BaHWEM MenuaHbl (Me) M HUXKHEro M BepX-
Hero kBaptuieit [Q1; Q3]; mpu HopMaJIbHOM pacripenese-
HUU — ¢ IPUMEHEHUEM CPeTHETO apu(PMETUIECKOTO 3HA-
yeHust (M) u curMaibHBIX OTKJIOHEeHU (£SD).

Pe3ynbTathbl U ux 006cyXxaeHue

OCHOBHBIM METOIOM POJOpA3pPELICHNST Y UCCIEy-
eMBIX ObLTO KecapeBo ceuenue (71,3% cimydaes; n=92),
B 37 ciyvasix (28,7%) TpoOW30LILIN BarMHaJbHbBIE POJIBI.
ITo monoBOMYy TIpU3HAKY JIETU paCIpenesiIuCh TMpaK-
Tyecku nmopoBHy — 50,4% (n=65) ManbuukoB, 49,6%

(n=64) neBoyek. Tonmbko 22 HOBOPOXICHHBIX OBLIU
M3 MHOTOIUIOAHBIX OepeMeHHOocTel, octaibHble 107 —
OT OIHOTUIOIHBIX.

ITpu ouenke ypoBHss TREC u KREC B 3aBucumoctu
OT CpOKa recTalli OTMEUEHO, UTO C YBEJIMYEHUEM recTa-
IIMOHHOTO BO3pacTa MPOUCXONMT CTAaTUCTUYECKU 3Ha-
yumoe yBenunueHue ypoBHeit TREC u KREC (ta6i. 1).
Camble HM3KME 3HAUEHMSs] HAOJIIOJAIOTCS Y POXIEHHBIX
Ha 22-27 6/7 Henene. C 28-ii Hemenu OlLEHUBAEMble
MoKasareau BBIXOJST Ha CBOEro poja IUIaTo, COIIACHO
KOTOPOMY DPE3KUX KOJeOaHUil B MENMAHHbIX 3HAUYEHUSI
He Habonaercs.

JaHHble KOPPESILIMOHHOTO aHaau3a TakxXe Ioj-
TBEPAWIM HaJIUYME CTATUCTUYECKM 3HAYMMOKN CBS3U
mexay ypoBHsiMu TREC/KREC wm cpokom recranuu
(puc. 1). YcraHOB/IEHO, UTO MPU YBEJIUYEHUU TrecTallk-
oHHoro Bo3pacrta Ha 1 Hen ypoBeHb KREC nossbimaercs
Ha 44,610-10° B 1 MK (rxy=0,27l; »<0,001), ypoBeHb
TREC — na 27,274-10° B 1 MK (rxy=0,264;p=0,002).

BBumy Haauuust TPSIMBIX CTATUCTUYECKW 3HAYM-
MBIX CBSI3€dl MEXIy TecTallMOHHBbIM BO3pPacTOM M 3Ha-
yeHusimu KREC/TREC Mbl u3y4wiu CBSI3b MEXIY
AHTPOTNIOMETPUYECKUMHU NaHHBIMU (pOCT, Macca Tena,
OKPY>KHOCTb TOJIOBbI, OKPY>XHOCTb TPYIHOW KJIETKU)
u ypoBHsiMu TREC/KREC (tabn. 2). Ilo naHHBIM
JIMHEHHOTO PErpecCUOHHOr0O aHajlu3a OTMEUYEHbl CTaTu-
CTUYECKU 3HauMMble MpsiMble ciabble cBsa3u. Hanuuwne

Tabauya 1. Yposan TREC/KREC B 3aBUCMMOCTH OT CPOKA FeCTaliu

Table 1. Levels of TREC/KREC depending on gestation period

Cpok recranumn
Iokazatens, 10° B 1 MK 3KCTPEMAIILHO Iy0OoKo- yYMepeHHO no3Hue JIOHOIIIEHHbIE
(Me [Q19 Q3]) HEIOHOIIIEHHbIE HEIOHOIIIEHHbIE HEIOHOILIIEHHbIE HEeAOHOLIEHHbIE HOBOPO2K/I€HHbIE
(1-s rpynna) (2-5 rpynna) (3-s rpynna) (4-5 rpynna) (5-s rpynna)
678,50 1167,00 1143,50 1146,00 1122,50
[577,75; 918,25] [893,00; 1328,75] [660,00; 1483,00] [841,00; 1411,00] [706,50; 1604,50]
Pesynbrar TREC p, =0,002
p, ,=0,005
ps_,=0,015
673,00 1048,00 1163,00 1013,00 995,50
[434,75; 867,00] [705,00; 1490,00] [685,50; 2033,5] [671,00;2176,00] [482,25;2351,50]
Pesynsrar KREC p, =0,018
P, ,=0,009
p, ,=0,003
ps,=0,049

Tabauya 2. Pe3yabraThl KOppesiiuoHHoro aHamm3a B3aumocssu yposHsi KREC/TREC u anTponoMeTpuyecKux nokasareJieii
Table 2. The results of the correlation analysis of the relationship between the KREC/TREC result and anthropometric indicators

XapakTepucTHKA KOppesiun

ITokazarenn r, TECHOTA CBA3M MO mKaje Yennoka P
KREC TREC KREC TREC KREC TREC
Macca tena rxy:0,208 rxy=0,214 Crnabag Crnabas p=0,006 p=0,015
Pocr rxy=0,256 rxy=0,225 Cnabast Cnabas »<0,001 »=0,010
OKpY>KHOCTb TOJIOBBI rxy=0, 181 rxy=0,307 Cnabast YMepeHHast »=0,018 2<0,001
gﬁ;‘l’(";ﬁom’ LS r,=0,177 r,=0,258 Crabast Crnabast p=0,021 »=0,003

POCCUVCKWIA BECTHUK MEPUHATOJIONN U MNEANATPUM, 2024; 69:(4)
ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2024; 69:(4)

33




OPUINHAJIbBHbBIE CTATbU

Tabauya 3. 3aBucumoctb ypoBHeii KREC/TREC ot npenaraibHbix (hakTopoB
Table 3. Dependence of KREC/TREC levels on prenatal factors

IToka3aren,

Konmii Ha 105 B 1 MK Bamx(l)am;ﬂble Iizf;l::eo Myxckoii mon  2Kenckwuii nos 1\6/[:0;::::::: i(i)em;;l:]::i};i:
(Me [Q1; Q3]) poAe p p
938,00 909,00 1000,00 871,00 971,50 912,00
[6578,00; [635,00; [600,50; [643,75; [701,00; [597,75;
KREC 1430,00] 1646,00] 1624,5] 1465,25] 1346,00] 1594,75]
p=0,803 p=0,790 p=0,717
921,00 1080,00 1113,00 947,00 1408,50 928,00
[659,00; [693,00; [659,00; [711,75; [1207,75; [656,50;
TREC 1376,00] 1349,75] 1398,00] 1339,50] 1527,50] 1235,50]
p=0,599 p=0,934 p<0,001*
a 0
40,0 . . . .
. . . . 40,0 . . .
; 350 4 ’ L _:EJ' 35,0 ’ . e : * .:" . . . - .
g 30.0 g 30,0
* :.I: . . . -‘ .. - 25,0
250 - . .
500,0 1000,0 1500,0 2000, 1000,0 2000,0 3000,0
Pesyawtar TREC (*1075) Pesyasrar KREC (*10°5)

Puc. 1. T'paduk perpeccuoHHoii hyHKIMH, XapakTepusyronmmii 3aBucuMoctb pe3yabrata TREC (a) u KREC (6) ot cpoka rectamum.
Ha puc. 1-3 kpacHas JMHHS — JIMHAS PErPecCuu; YepHble TOYKH — HAOIIOIeHHS.

Fig. 1. Regression function graph characterizing the dependence of the result of KREC (a) and KREC (b) on the gestation period.

In Fig. 1-3, the “red line” is the regression line and the “black dots” are observations.
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Puc. 2. 'paduk perpeccoHnoii hyHKIMHA, XapaKTepusywimuii 3asucumoctb 3HaueHnii TREC ot maccel Tena (a), pocra (0), OKpyxK-
HOCTH roJIOBbI (B), OKPYKHOCTH I'PYIHO# KIeTKH (T).

Fig. 2. Regression function graph characterizing the dependence of TREC values on weight (a), height (0), head circumference (B),
chest circumference (r).
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Puc. 3. T'pauk perpeccHoHHO#i (hyHKIMM, XapaKTepusylonmii 3asucumocth 3Havennii KREC ot Beca (a), pocta (0), OKpy:KHOCTH

roJioBblI (B), OKPY2KHOCTHU I'PY/IHOIi KJIeTKH (T).

Fig. 3. Regression function graph characterizing the dependence of CREC values on weight (a), height (0), head circumference (B),

chest circumference (r).

TTOJTyYCHHBIX B3aMMOCBSI3eld MOXHO OOBSICHUTH TEM,
YTO C YBEJIMICHUEM TECTAlIMOHHOTO BO3pacTa YBETUIM-
BaeTcsl oOlasi Macca Tejla, a COOTBETCTBEHHO, OTMeYa-
€TCST TIPUPOCT OCHOBHBIX KJIETOUHBIX CTPYKTYp IO BCEM
OopraHaMm W CHCTeMaM OpTaHW3Ma, B TOM YHCJIEe CBsI3aH-
HBIM C OpraHu3aIueil paboThl UMMYHHOI cucTeMbl. ['pa-
GUKM perpecCMOHHBIX (YHKIWIA, XapaKTepHU3yIoIIne
3aBUCUMOCTb aHTPOTIOMETPUICCKUX TaHHBIX OT Pe3YITb-
tatra TREC/KREC, nipeacraBneHs! Ha puc. 2 u 3.

Hamwu He oTMEUeHO CTaTUCTUYECKN 3HAYUMBIX Pa3iTi-
yuit mexny ypoBHssmMu TREC/KREC u crnoco6om pono-
pa3penieHusI, a TaKKe CTAaTUCTUIECKU 3HAUNMBIX CBSI3ei
mexny TREC/KREC u mosnoM. ¥V aereit U3 MHOTOIUION -
HbIX 0epeMeHHocTei 3HaueHnst TREC 6butn moctoBepHO
BBIIIIEe, YeM y HOBOPOKIEHHBIX OT OIXHOIUIOTHBIX Oepe-
MeHHocTei# (TabJ. 3).
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ITosmmopdu3M reHoB AHTHOKCHIAHTHO# 3aIIMThI KAK MPEeIUKTOP HeOJIAronpUusITHbIX
HEBPOJIOTHYECKUX UCXO/I0B Y HEJIOHOIIEHHbIX JeTei

0.A. Casuenko, E.b. Ilasiunosa

Pdre0y BO «OmMckuii rocyaapCTBEHHbIN MeauuUmMHCKUIA yHuBepcuteT» Munagpasa Poccum, Omck, Poccus

Polymorphism of antioxidant defense genes as a predictor of unfavorable neurological
outcomes in preterm children

0.A. Savchenko, E.B. Paviinova

Omsk State Medical University, Omsk, Russia

B HacTosiee BpeMsi OKCHIATHBHBII CTPECC PACCMATPUBAETCS KAK OJMH U3 BaXKHEHIINX (haKTOPOB B PA3BUTHH MHOTHX NATOJIOTHYE-
CKHX MPOIECCOB, MPOTEKAIONINX Y HOBOPOKIEHHOTO.

Ienp nccaenoBanus. YCTAHOBUTH B3aNMOCBSI3b MOJUMOP(H3MA reHOB, KOAUPYIIMNX AHTHOKCHIAHTHBIE (hepMeHTbI (TIIyTAMMIIIHN-
CTeHHJIMTa3y, MAHTAHUHCYTIEPOKCUIIMCMYTA3Y) C HEOJIAronpUATHLIMH HEBPOJOTHYECKMMH HCXO0/IAMU Y HEIOHOIEHHBIX JeTeil B pa3-
JIMYHbIE BO3PACTHBIE MEPHOIbI.

Marepuasibl 1 MeTO/Ibl. B npocneKTHBHOE KOrOpTHOE CIUIOUIHOE MCC/Ie0Banue BKIoYeH 151 HeoHOUIEeHHDbI peGeHoK ¢ recTamu-
OHHBIM BO3pacToM 26—32 nen u maccoii Tea 590—1990 r. V nereii 6pasu 06pa3up mynoBUHHOI KPOBHU /IS ONpe/ie/IeHHs aJLIeIbHbIX
noaumophuzvMoB 4 reHernyeckux Mapkepo: reHa SOD2 rs4880 (c.47C>T, p.Alal6Val), rena SOD2 rs1141718 (c.58T>C,
p-Thr58lIle), rena SOD2 rs11575993 (c.60C>T, p.Leu58Phe), rena GCLC rs17883901 (c.—129 C>T). [lereii mo rpynnam pac-
Mpe/ieNisii HA OCHOBAHMM OLEHKH HEBPOJOTHYECKUX HCXOIOB B CJIEIYIONIMX KOHTPOJIBHBIX TOYKAX: 1-s1 KOHTPOJIbHAS TOYKA —
MOMEHT BBIMCKH U3 CTAMOHAPA, 2-51 KOHTPOJIbHASI TOYKA — CKOPPUTMPOBAHHBIN BO3pacT 1 1o Ku3Hu, 3-s1 KOHTPOJIbHAS TOYKA —
4 roja JKu3HH.

Pe3synbraThl. YCTAHOB/IEHO YBeJIMYEHHE KOTOPTDI eTeil ¢ HeOIaronpusTHHIMA HEBPOJIOTHYECKHMHU ucxonamu ¢ 36,4% Ha MOMEHT
BBIMMCKH U3 cTanuoHapa 10 70% K yeTbipexjieTHeMy Bo3pacty. /[eTH, MONOJIHMBINNE KOTOPTY C HEOIArONPHSTHBIMA HEBPOJIOTHYE-
CKHMH HCX0/1aMH, B 1 1ol CKODPHTMPOBAHHOrO Bo3pacTa obui Hocutensivu BapuanTa 47C>T (rs4880) B reHe MUTOXOHIPHAILHOM
cynepokcuamucmyTassl (SOD2), a K 4 rogam Ku3Hn — rerepo3urorHoro Bapuanra —129 C>T (rs17883901) rena KaTaamTuueckoi
cyobeaununpl riyramaTudcrenninrassl (GCLC) n Bapuanta rs4880 MutoxoHapuabHoii cynepokcuaaucmyTassl (SOD2). Y nereit
¢ 0JaronpuATHHIM HEBPOJIOTMYECKHUM MCXOI0M B 1 rol CKOPPUrHPOBAHHOTO BO3PACTA Yalle AUATHOCTHPOBAH T'OMO3UIOTHbIE BAPH-
antel 47 C>C (rs4880) u 60 C>C (rs11575993) rena SOD2, a B Bo3pacte 4 rona xKu3HH — roMO3uUroTHbie Bapuantol 129 C>C
(rs17883901) rena GCLC u 47 T>T (rs4880) rena SOD2.

3akmouenue. V3ydyeHne oXHOHYKJIEOTHIHBIX 3aMeH B FeHAX AHTHOKCHIAHTHBIX (pepMEHTOB MO3BOJIMT YCTAHOBUTH TPYINIY PUCKA
JieTeii, MOJBEPKEHHBIX CBOOOIHOPAJIUKAILHOMY NMOBPEKIECHUIO IIEHTPAJIbHOI HEPBHOIl CHCTEMbI, U HAYATH HEPONPOTEKTUBHYIO
Tepanuio ¢ BKIIOYEHNEM AHTHOKCHAAHTHBIX METOIOB JIeYeHHUs.

Karouesvte caoea: HeOOHOWeH LI HOBOPONCOCHHDLIL, 2CHEMUUECKUL ROAUMOPPDUIM 2HO8 AHMUOKCUOAHMHOU CUCMEMbL, He8POA0U -
ueckKuil ucxoo.

Ana untupoBanms: CasveHko O.A., MaBnmHosa E.B. [Monumopguam reHoB aHTUOKCUAAHTHOM 3aLumThl Kak MpeankTop HebnaronpusTHbIX He-
BPOJIOrMYECKNXNCXOA0BYHEAOHOLLEHHbIXAETEN. PocBecTHnepuHatonuneamatp 2024, 69:(4):37-44.D0I: 10.21508/1027-4065-2024-69-4-37-44

Currently, oxidative stress is considered as one of the most important factors in the pathogenesis of many pathological processes
occurring in the newborn baby.

Purpose. To establish the relationship of the polymorphism of genes, encoding antioxidant enzymes (glutamyl cysteine ligase, manga-
nine superoxide dismutase) with unfavorable neurological outcomes in preterm children at various age periods.

Material and methods. A prospective cohort continuous study included 151 preterm children, with a gestational age of 26—32 weeks
and body weight of 590—1990 grams. Cord blood was sampled in children to determine allelic polymorphisms of 4 genetic markers:
the SOD2 gene rs4880 (c.47C>T, p.Alal6Val), the SOD2 gene rs1141718 (c.58T>C, p.Thr581le), the SOD2 gene rs11575993
(c.60C>T, p.Leu58Phe), GCLC gene rs17883901 (c.—129 C>T). The division of children into groups was carried out based on
the assessment of neurological outcomes at the following control points: 1 control point — at the time of discharge from hospital, 2
control point — corrected age of 1 year of life, 3 control point — 4 years of life.

Results. The cohort of children with unfavorable neurological outcomes was found to increase from 36.4% at the time of hospital
discharge to 70% by the age of 4 years. Children who joined the cohort of children with unfavorable neurological outcomes at cor-
rected age of 1 year of life were carriers of 47 CT of the gene of the mitochondrial superoxide dismutase (SOD2) rs4880, and those,
attached by 4 years of age, were carriers of heterozygous 129 CT genotype of the gene of the catalytic subunit of glutamate cysteine
ligase (GCLC) rs17883901 and 47 CT mitochondrial superoxide dismutase (SOD2) rs4880. Children with a favorable neurological
outcome at corrected age of 1 year of life were more often diagnosed with homozygous 47 CC genotype of SOD2 rs4880 and 60 CC
SOD2 rs11575993, and at the age of 4 years of life — with homozygous 129 CC genotype of GCLC rs17883901 gene and 47 TT
SOD2 rs4880.

Conclusion. The study of single nucleotide exchange in the antioxidant enzyme genes will establish the risk group of children exposed
to free-radical injuries of CNS and begin neuroprotective therapy with the inclusion of antioxidant treatment.

Key words: premature newborn, genetic polymorphism of antioxidant system genes, neurological outcome.

For citation: Savchenko O.A., Pavlinova E.B. Polymorphism of antioxidant defense genes as a predictor of unfavorable neurological out-
comes in preterm children. Ros Vestn Perinatol i Pediatr 2024, 69:(4): 37-44 (in Russ). DOI: 10.21508/1027-4065-2024-69-4-37-44
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3a6OJTeBaHV[$[ HEOHATaJbHOTO TIeproaa IO 3THUOJIO-
MU U TTaTOTeHe3y TPUHAIeKaT K KOTOpTe «KUCIIO-
pOMHO-paguKalbHBIX OoJsie3Heit» [1]. B rpyrme ocoboro
pUCKa HAXOIATCS MPEXIEBPEMEHHO POXICHHBIE HETH.
HespenocTb aHTHOKCUIAHTHON CUCTEMBI TIIOMA, POXKIE-
HUe Ha (DOHE SHIOTEHHOTO Ne(PUIINTa aHTUOKCUIAHTOB,
«OKHUCJIUTETbHBIN B3pBIB» TIPW POXKIECHUU W BBICOKUIA
YPOBEHb CBOOOIHBIX PamIMKaIOB B paHHEM HeOHaTallb-
HOM TIepuolie TPUBOIAT K TOBPEXKICHWIO OpraHM3Ma
Ha KJIETOYHOM YpoBHe [2].

Oco0y10 TpeBOTY BBI3BIBAET MOBPEXACHNE LIEHTPATb-
Hoit HepBHOIT cuctembl (LIHC). TTopaxeHne rojioBHOTo
MO3Ta Y HeIOHOIIEHHBIX JAeTell MMeeT MHOTO(aKTOPHBIIA
raToreHe3, B KOTOPOM 0C000€ MECTO 3aHMMAaeT CBOOOI-
HOpaIMKaJbHBI MexaHu3M. BosHukalomiee Ha ¢hoHe
TUTIEPTIPOAYKIIMU aKTUBHBIX (POPM KUCTIOPOJIa HEMPOBO-
CITajieHHe Yepe3 arornTo3 KJIETOK MPUBOIUT K TTOBPEXIE-
HUIO TIpe- W OJTUTOAECHIPOIIMTOB, HAXOMSIIMXCS B CTAIUN
paHHeit nuddepeHIpoBku [3—5].

HMHTeHCHBHOE pa3BUTHE OMOMEAUIIMHCKUX WCCIIe-
JIOBaHWI B 00JAaCTM TEeHOMUKU, MOJIEKYISIPHBIX OCHOB
rmaTtoreHe3a 3a00JieBaHUI TTPUBEJIO K U3YYEHUIO OMHOHY-
KJIEOTUIHBIX 3aMEH B TeHaX aHTMOKCUIAHTHBIX (pepMeH-
TOB [3]. DTO MO3BOJUT YCTAHOBUTH IPYTIITY PUCKA JETEH,
MTOABEPKEHHBIX CBOOOIHOPAINKATHLHOMY TTOBPEXICHUIO
IIHC, cmporHo3upoBath HEBPOJIOTUYECKHUE MCXOIBI
y IeTell JaHHOM KaTeropuy U HayaTh paHHUE ITPEBEHTUB-
HbIE TepareBTUYECKIE MEPOTTPUSTHS.

e nccaenoBanna: YCTAHOBUTD B3aUMOCBSI3b MOJIH -
Mopdu3Ma TEHOB, KOIWPYIOIINX AaHTUOKCUIAHTHBIC
(epMeHTHI (TITYTAMWILIMCTEMHINTA3y, MaHTaHWHCYTIE-
POKCUIIMCMYTA3y) ¢ HEOJATOMPUATHBIMU HEBPOJIOTHYE-
CKUMM VCXOJaMU Y HETOHOIIEHHBIX IETeH B pa3IuIHbIC
BO3pPACTHBIE TIEPUOIBI.

XapaktepucTtuka aetev u MeToAbl UCCNeaoBaHNS

B mpocnekTHBHOE KOTOPTHOE CITJIOIIHOE HMCCIEen0-
BaHME BKJIOYEH 151 HEeMOHOIIEHHBI HOBOPOXIEHHBIN
pebeHok. JleTn ponuiavch U MoJIydaiu jjedyeHne B [opon-
CKOM KJIMHMYECKOM TepUHaTaJIbHOM IIeHTpe T. OMmcKa.
PaGora omoOpeHa JTOKAJbHBIM STHUYECKUM KOMUTETOM
®dIrbOY BO OMI'MY MunsapaBa Poccnu (mpoTokou
Nel18 ot 12.03.2020).

Kputepuu BKIIIOYeHUs B UCCIIEIOBaHNE: HEIOHOIIEH-
HOCTh HOBOPOXIEHHOTO C TeCTAllMOHHBIM BO3PACTOM
26—32 Hen 1 Maccoii Teyia ipu poxkaeHuun 590—1990 r.

Kputepnu nckimodeHYs: HETOHOIIIEHHOCTh B cOUeTa-
HUU C BPOXIEHHBIMU TTOPOKaMHU cepara (KpoMe OTKPbI-

© CaB4eHko O.A., MasnuHoBa E.B., 2024
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OPUINHAJIbBHbBIE CTATbU

TOTO apTepUaJibHOTO TPOTOKA M OTKPHITOTO OBaJbHOTO
OKHa), BPOXIEHHBIMU TMTOPOKAMU Pa3BUTHS TOJOBHOTO
MO3ra 1Mo JJaHHBIM METOJI0OB HelpoBU3yalu3alluu, TeHe-
TUYECKUe 3a00JIeBaHUSI.

CornacHO JM3aifHy MCCIEIOBaHMSI pacripenejieHue
MO Tpyrmnam MpOBOAWIN HAa OCHOBAaHUU OLIEHKU HEBPO-
JIOTUYECKUX UCXOJOB Y JeTel, POKIEHHBIX HETOHOIIEH-
HBIMU, B KOHTPOJIBHBIX TOYKAX MCCIETOBAHMS: MOMEHT
BBIMMUCKU M3 CTallMoHapa — l-s KOHTpOJIbHAs TOYKa,
1 ro CKOppUTUPOBAHHOTO BO3pacTa — 2-s1 KOHTPOJIbHAsI
TOYKa, BO3pacT 4 rofa XuU3HU — 3-s1 KOHTPOJIbHAsI TOYKa
(CM. pUCYHOK).

Y Bcex HOBOPOXIEHHBIX Opaiau oOpaslbl MyIo-
BUHHOM KPOBM I WMACHTU(MUKAIUKM TOYSUHBIX MYTa-
UII METOAOM aJUIeNIbCIIeIN(PUUEeCKOl IToJMMepa3HOi
nenHoit peakuuu (ITLP). O6pasubr reHomHoit JTHK
BBIIEJSIIA U3 JIGMKOIUTApHOUN (Ppakiuu ¢ MCITOIb30Ba-
HueM Komruiekca peareHToB SNP-skcnpecc («JIutex»,
MockBa). Y HOBOPOXIEHHBIX OMpPENessyid ajulebHbII
noJuMopdu3M 4 reHeTUYECKUX MapKePOB:

» noaumoppusm TS58C rena SOD2, B KOTOpOM
TUMUH B 1to3unu 58 (3-if 5K30H) 3aMellleH Ha LIMTO3UH,
YTO TIPUBOAMT K M3MEHEHWIO aMWUHOKUCIOTHI M30Jieii-
IIMHA Ha TPEOHUH B CUHTE3UpPyeMOM (epMeHTe U CIIOo-
COOCTBYET CHUXKEHMIO €70 aKTUBHOCTH [4];

» mommopdu3m C60T rena SOD2, B KOTOPOM LIUTO-
3uH B mosuiuu 60 (3-if 9K30H) 3aMelleH Ha THUMUH,
YTO TIPUBOAMT K 3aMeHe AaMWHOKHWCIOTHI JeHIIUH
Ha (peHUIAJIaHUH ¥ U3MEHEHUIO YPOBHS pepMeHTa [4];

» monmuMopdusm C47T rena SOD2 ¢ 3ameHOl LIUTO-
31MHA Ha TUMUH B no3utiuu 47 (2-it 9K30H); B pe3ysbTare
B TpaHCIUPYyeMOM OeJiKe aJlaHWH 3aMellaeTcsl BaIMHOM,
YTO MPUBOAUT K HAKOTUICHUIO CyNepOKCHUaa B MaTpUKCe
1 OOJIbIIel BBIPaXKEHHOCTU OKUCIUTEIBHBIX TTOBPEXIe-
Huit MutoxoHapuaibHoit JIHK [5];

*  nomumopdusm CI29T reHa KaraauTudeckoit
cyobeauHuLbl  myTamaturctenHauradsl GCLC (gluta-
mate-cysteine ligase catalytic subunit), KOTOpbI 3aKJTIO-
yaeTcsl B TOUEYHOU 3aMeHe B mo3uiuu 129 1numro3mHa
Ha TUMUH [6].

Cratuctrdeckass o0OpabOTKa TIOJIydeHHOU WH@OP-
Maluu BKJIOYasia (popMupoBaHue 0a3bl JaHHBIX C yye-
TOM KIIMHUYECKOM, jabopaTopHOil 1 MOp(POPYHKIINO-
HaJIbHOW XapaKTePUCTUK TPYIIN C UCTIOJIb30BaHUEM TTPO-
rpamMbl Microsoft Office Excel-2003 niist paGoThbI ¢ 371eK-
TPOHHBIMU TabnuLaMu. [ cTaTUCTUYECKO 00pabOTKM1
MaTepuaia UCITOIb30BaJIU MaKeT MPUKIAIHBIX TPOTrpaMM
Statistica v. 6.1. [IpoBepKy CTaTUCTUIECKHMX TUITOTE3 TTPO-
BOAWJIM TIYTEM BBISIBJICHUSI Pa3IMuMil B CPaBHUBAEMBIX
rpynrax ¢ npuMmeHeHueMm Tecta Banbma—Bomibdosuiia,
kputepusi U ManHna—YutHu. [Ipu cratuctuyeckux pac-
yeTaX KPUTUUYECKUI YpOBEHb OIIMOKHU p CUUTAIU paB-
HeIM 0,05. CpaBHEeHMe TPyl 0 OMHAPHOMY IPU3HAKY,
OTHOCUTEJIBHBIX YaCTOT BHYTPU OTHOW TPYIIITBI, B IBYX
HE3aBUCUMBIX TpyMIax MPOBOAMIN TMYTEM ITOCTpPOe-
HUST YETBIPEXITOJIbHBIX TaOMUIl aOCONMIOTHBIX YacTOT
COTIJIACHO MPOBEPKE HYJIEBOW CTaTUCTUUECKOUN TMITOTE3bI
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Casuenko O.A., Ilasaunosa E.B. TTomuMopdu3M reHOB aHTHOKCHUIAHTHOM 3aIUThI KaK MPeInKTOp HEOIaronpusTHbIX HEBPOJIOTMYECKHUX UCXOMIOB. ..

IIpocneKkTHBHOE KOTOPTHOE CILIOIIHOE HCCIIEIOBAHNE
HenonomenHnbie HoBOpoxKaAeHHbIE (n=151)
I'B 26—32 nen, macca Teaa 590—1990 r

JIaGopaTopHO-MHCTPYMEHTAIBLHOE 00C/IeI0BAHHE HOBOPOKIEHHbBIX

IlynoBunHas KpoBb

HHcTpymMeHTAIbHBIE METOIbI UCCIIETOBAHUS:
nonmiaep DxoKI', HCI ¢ uccienoBanuemM KpoBOTOKA,
v aMILTITYJHO-UHTErPHPOBAHHAS 3JieKTpo3HIedanorpadus,
MPT rosioBHOro Mo3ra

I'eneTnyeckoe ucciaenopanue (MoauMophu3mbI)
sod2 rs4880 (47C>T, Alal6Val),

®  s0d2rs1141718 (58T>C, Thr581le),

®  50d2rs11575993 (60C>T, Leu58Phe),

e GCLCrs17883901 (-129 C>T)

1 1-51 rpynna — netn 2-4 rpynmna — JAeTu
-1 KOHTPO.IbHAs TOKA " €O CTPYKTYPHbIMH 0€3 CTPYKTYPHBIX
BBIIACKA U3 CTalMOHapa nopaxenusivmu ITHC (n=55) nopaxenuii [ITHC (n=96)
Karamuectuueckoe Ha0moaeHue
=
=
=
<
g
A 4
5 A 4
=
é’ 3-s1 rpynna — netu 4-s1 rpynna — 1eTu
s 2-51 KOHTPOJIbHAS TOYKA — R ¢ OJIaronpUATHBIM ¢ HeOJIATONPUATHBIM
S CKB 1rox v HEBPOJIOTHYECKHUM UCX00M HEBPOJIOTHYECKHM HCXOJ0M
S (n=78) (n=18)
2
=
_
=
(=]
=
3
17
A 4 A 4
5-s1 rpynna — netu 6-51 rpynna — neTu
3- KOHTPOJIbHAS TOYKA — . ¢ OJIaronpUATHBIM ¢ He0IArONPUATHBIM
4 roya Ku3HH 4 HEBPOJIOTHYECKUM HCXOJI0M HEBPOJIOTHIECKHM HCXOIOM
(n=45) (n=33)

Pucynok. In3aiiH KIMHAYECKOTO UCCJIeT0BAHMS.

I'B — recranuonnsiii Bo3pact; DxoKI' — sxokapauorpadus; HCI' — neiipoconorpacus; MPT — MarHUTHO-pe30HAHCHAS TOMO-
rpacdus; CKB — cKoppurupoBaHHbIii BO3pACT.

Figer. Clinical study design.
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0 PaBEeHCTBE OTHOCUTEbHBIX YACTOT B ABYX MOIYJISIIUSIX
C WCTOJIb30BaHWEM TOYHOTO JBYCTOPOHHErO KPUTEPUS
®uniepa, KpuTtepus x> ¢ monpaskoi Meirca.

Pe3ynbraTbl

B 1-fi KOHTpOJIbHOI TOYKE WCCleNOBaHUsS BCe
JeTH OBIIM pas3fesieHbl Ha JBe TPYMIbL |- Tpyrma —
netn 6e3 cTpykTypHbIXx mopaxeHuit LHHC (n=96)
U 2-g Tpynia — HeIOHOIIEeHHBIE NETU CO CTPYKTYp-
HeiMu  nopaxeHusmu  LUHC (n=55). CrpyKtypHBIC
MOpakeHWsT TOJIOBHOTO MO3Ta TpeACTaBIeHbl BHYTPU-
KEJTYTOYKOBBIM KpoBousnusiHueM I crtemenu (n=16;
29%) wn 11 crenenmn (n=15, 27,3%); NepUBEHTPUKY-
JIpHOU neiikomansuein (n=6; 10,9%); mopaxkeHnem
MO3Ta, XapaKTepHbIM JIJII BHYTPUYTPOOHOM MHGMEKIIUN
(n=4; 7%); BHYTPUXEJIyIOYKOBBIM KpPOBOM3IUSHUEM
II-III cTeneHM B codyeTaHWU C MEPUBEHTPUKYISIPHON
neiikomansguuein (n=3; 5,5%); BHYTPUKEITYIOUYKOBBIM
kpoBousustHueM 111 cTeneHn ¢ MepUBEHTPUKYISIPHOM
JIeKoMasIueit ¢ BHyTpeHHEN aCCUMETPUIHON TTOPIH-
nedanuuecko rumpouedanueit (n=1; 1,8%); mapeH-

OPUINHAJIbBHbBIE CTATbU

XMMATO3HBIM KpoBousnusiuueM (n=3; 5,5%); uieMu-
YeCKUM WHCyabToM (n=3; 5,5%); KpOBOUZIUSIHUEM
B MO3keuoK (n=1; 1,8%); unmeMnaecKnM mopaxxeHrueM
6azanbHBIX sinep (n=3; 5,5%).

JleTd WCClienyeMbIX TpYIT He WMeTW CTaTHCTHYe-
CKM 3HAYMMBIX pa3IMYuil 1O Macce Tela TIpU POXKIe-
Hun (p=0,157) u recraumoHHomy Bospacty (p=0,053):
B 1-1 rpymme macca Tenma coctaBmia 1420 [1125; 1530] T,
recTalioHHLIN Bo3pacT 31 [29; 33] Hen, a Bo 2-ii rpymie —
1270,5 [990; 1490] r, rectaumoHHbIi Bo3pacT — 30 [28; 32]
Hen. B pesynmbrate mcclemoBaHMsS He YCTAHOBJEHO CTa-
TUCTMYECKN 3HAYMMBIX Pa3IM4Mii TTO YacTOTe TEHOTUITOB
0 UCCIEMOBAaHHBIM MOJIMMOp(U3MaM TeHa (CM. TabJIuILy).

Bo 2-i1 KOHTPOIBHON TOYKE MCCIEIOBAHUS TPYIIITa
nmeteit 6e3 cTpykrypHbIX mopaxenmii IIHC na MomeHT
BBITTMCKY U3 cTalmoHapa (n=96) B CKOPpUTUPOBAHHOM
Bo3pacTe | rom Mo HEBPOJOTMYECKUM HMCXOIAM pasfe-
JIUJIACh Ha CJIEAYIOIIMe TPYNIbl: 3-5 TpyImna — ¢ 6J1aro-
MpUITHBIM ucxonoM (n=78) u 4-s rpynmna — c HebJa-
ronpusTHbIM ucxonoM (n=18). Jletm 3TuUX moAarpymr
He UMeJIA CTAaTUCTUYECKU 3HAUMMBIX Pa3Iuduii o Macce

Tabauya. Pacnipenesienue reHoTunoB nouMopdusix Bapuantos reioB GCLC u SOD2 y HeloHOIIEHHBIX JIeTeii ¢ 0.1aronpusiTHbIMH
¥ HEO/IArONPUSATHBIMI HEBPOJIOTHYECKMMHU HCXOAMH B PA3JINYHbIE BO3PACTHDBIE MEPHO/BI
Table. Division of genotypes of polymorphic variants of GCLC and SOD2 genes in preterm children with favorable and unfavorable

neurological outcomes at various age periods

LyI o CKB 1rox 4 roaa Xu3HA
U3 CTauMOHapa
Iommopdusv  T'erorun 1-a 2-5 p 3-a1 4-5 p 5-5 6-5 p
rpynna rpynna rpynna rpynna rpynna rpynna
(n=96)  (1=55) n=18)  (1=18) (n=45)  (n=33)
23 12 37 3 21 11
1CC aa%m) 26% 7% wiew a671% %07 wiw  @3w %236
sod2 33 20 30 4 19
47C>T YIT  Gaaw) @55% %% esim @29 P9 @we 0 000
40 23 1 B ., 5 2 X
TCT  415%) @1.9%) 9985 (asm) 611%) 000 1%y (679 <0001
58 CC 0 0 | 0 0 1 0 0 |
sod? 9 53 78 18 45 33
S8T>C BIT 00wy 97%) % (100%)  (100%) L (100%)  (100%) !
2
58 TC 0 oy 02540 0 1 0 0 1
94 55 78 17 .45 33
60CC 98 (100%) ' (100%) (94%) 0" (00%) (100%) 0
sod?2
wod? 60 TT 0 0 0,68 0 0 1 0 0 1
2 ]
OCT 3, 0 0,91 0 6 0292 0 0 1
91 48 74 17 45 2 X
129CC 05y 81%) V10 (©52%) 957%) M (100%) (66,7%) ©-0000
GCLC
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Tpumeuanue. CKB — ckoppurupoBaHHBIA BO3pacT; * — pasauyusi MeXIy MOATPYyINIaMu CTaTUCTUYECKM 3HAuMMBl (KpUTepuii x2);

1, 3 v 5-s1 TpynIIBI — OJIATOTIPUSITHBINA HEBPOJIOTMIECKUI UCXOM; TPYIIIIBI 2, 4 1 6-51 — HeOIaronpusiTHbII HEBPOJIOTUYECKHIA UCXOI.
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Tesa npu poxaeHun (p=0,860) u recTallMOHHOMY BO3pa-
cry (p=0,751): B 3-11 rpynre Macca Tena coctaBuia 1420
[1200; 1520] 1, rectaumonHbIit Bo3pact 32 [30; 33] Hen,
B 4-11 rpymniie Macca tesa — 1480 [1190; 1520] r, rectaum-
oHHBbIN Bo3pacT — 31 [29; 33] Hen. Y neteit 3-it rpynib
ObLTM  TMATHOCTUPOBAHBI TOMO3UTOTHBIE BapHaHThI
BreHe SOD247 C>C (rs4880) (x> =5,7; p<0,05) u 60 C>C
(rs11575993) (x> =4,38; p< 0,05). V nereii 4-ii rpyniisl
IMAaTHOCTUPOBAHO HOCUTENLCTBO BapuwaHTa 47C>T
(rs4880) B rene SOD2 (x> =18,3; p<0,05; cM. TabauiLy).

K ckopurnpoBaHHoMy Bo3pacty | roa uucio jaereit
B Tpymre ¢ HEBPOJOTMUECKUMU HapyIIEHUSIMU YBEJU-
yuioch Ha 18 u coctaBuio 73 (48%). Y meteii, KoTopble
He uMenn CTpyKTypHbIX TopakeHuit [THC Ha momeHT
BBITTMCKU M3 CTallMOHapa, K | TOmy >KM3HM ObUIM IMArHO-
CTUPOBaHBl HelpoceHcopHass Tyroyxocth (n=1; 5,5%),
SIMJIenicust HeyTouHeHHas (n=1; 5,5%), 3amepkka mpen-
peueBoro (OTCYTCTBUE JieTieTa) U peueBoro pa3Butusi (n=10;
55,7%), 3amepxkka MoTopHoro pasButus (n=4; 22,2%),
3aepKKa ICMXOMOTOpHOTO pa3sutus (n=2; 11,1%).

Jletn, wWMeBIIMe OJATONPUATHBIE HEBPOJOTHYE-
CKMe WCXoAbl K KOHIY | Troma >XM3HUW, Ha aTame 3-i
KOHTPOJIbHOM TOUKM (4 Tofa >KW3HU) ObLIM BHOBbL pas-
neJIeHbl B 3aBUCMMOCTH OT McXofa: 5-s rpyrmna — 0jaro-
MPUATHBIA (n=45) m 6-s1 TpyIIa — HebJIaronmpusITHBINA
(n=33). JleTn uccieayeMbIX TPYIT HE WUMEJIN CTaTUCTH-
YeCKU 3HAUYMMBIX pa3Mduii IO Macce Tejla TIpU POoKIe-
Hum (p=0,063) u recraumoHHOMy Bo3pacty (p=0,055).
B 5-i1 rpyninie macca Tena cocrasuia 1430 [1220; 1600] r
U TecTallMoHHbI Bo3pacT 32 [30; 33] Hen, B 6-i1 rpymniie —
975 [960; 990] r, recralilMOHHBI Bo3pacT — 28 [27; 29]
Heln. Y HeTeil 5-f TpyIIbl YCTAHOBIEH TOMO3WUTOTHBIN
reHorur 47 C>C (rs4880) rena SOD2 (x* =15,34; p<0,05)
u 129 C>C (rs17883901) rera GCLC y? =14,16; p<0,05),
YTO JTOCTOBEPHO Yallle, YeM y aeTeid 6-if rpymnmbl. OqHaKko
rormmMopdHbIit BapuaHt 47 C>C (1s4880) (y* =25,96;
p<0,05) u 129 C>C (rs17883901) (x> =14,16; p<0,05)
CTATUCTUYECKU 3HAYMMO Yallle ONpeAeisics y AeTeit 6-i
TpyNIIbl (CM. TAOJIUILY).

CTpyKTypa HEBpOJIOTMYECKON MaTOJOTUU y JeTe,
MOITOJTHUBIINX K 4 TOHaM XM3HM KOTOPTY AeTell ¢ HeOa-
TOMPUSITHBIMUA HEBPOJIOTMUECKUMU  WCXOMAMH, TIpe-
cTaBjieHa CJEOYIOIMMU TUArHO3aMM W COCTOSTHUSIMM:
yrpo3a IO pacCTPOMCTBY ayTUCTUYECKOTO CIEeKTpa —
1 (3%); cunapom necduiiTa BHUMAaHUS Y TUTIEPAKTUB-
vHoctu — 1 (3%); muchasus passutus — 9 (27,4%);
SHIUedaronaTs pa3BuTus u snuiaentudeckas — 1 (3%);
HapylleHue u oaaepxkanue cHa — 4 (12,1%); 3agepxkka
B (opMHUpOBaHUE OKCIPECCUBHON W pPELENTUBHOM
peun — 17 (51,5%).

00cyxaeHue

PoxneHne — 3TO OKMCIUTENLHBIN BBI30OB [/l HEIO-
HOIIIEHHOTO HOBOpOXIeHHoro [7—11]. T'umepoxcus,
nmeMus-penepdysusi,  BocrnajieHue, JAUCHYHKIUS
MUTOXOHJIPUN W DHAOTEIUS, TUIIOKCUS 3aIlyCKaloT
oOpa3oBaHMe CBOOOMHBIX pamukanoB [7—11]. I'mmep-

MPOMYKIIMSI CBOOOMHBIX pajuKalioB Ha (oHe KpaiiHe
HU3KOTO aHTUOKCUIAHTHOTO MOTEHUMaNa y HEIOHO-
IIEHHBIX AeTe MPUBOAUT K aIrlOINTO3Y KJIETOK M TTOBPEXK-
JNICHUIO TKaHEH.

IMocnenHee aecATHIIETHE OTMEYEHO WHTEHCHBHBIM
pa3BUTHMEM OMOMEIMUMHCKUX MCCIeTOBaHU B 00Ja-
¢t reHoOMHUKU. OIHO W3 TEPCIEeKTUBHBIX Harpabie-
HUIl — W3ydyeHUe OTHOHYKJIEOTHUAHBIX 3aMeH B TeHax
AHTUOKCUIAHTHBIX (epMeHTOB. OTHOHYKICOTHUIHBIIM
nonuMopdusM 3a cueT (OPMUPOBAHUS crielupuie-
CKMX aJljiejieil TeHOB BHOCHUT BaXKHBIN BKJIaI B OCOOEH-
HOCTU pa3BUTUS aHTUOKCUIAHTHONW 3aimuThl. [lomu-
MOp(})U3M TeHOB aHTMOKCHIAHTHOW 3alllUThI B TPYIIITe
ITyOOKOHEIOHOIIEHHBIX ~ HOBOPOXIEHHBIX — paccMa-
TPUBAETCS TPU W3YYEeHWU TEeHETUYECKOM mpeapac-
nosioxxeHHoctn K mopaxkeHuo ILHHC. B wuccrnenona-
Huu B. Giusti 1 coaBrt. [12] ycTaHOBIEHO, YTO HU3KUI
PUCK BO3HWUKHOBEHUS OPTaHWYECKOTO ITOpaXKeHMS
IHHC y HemoHOIIEHHBIX JeTeil — MepPUBEHTPUKYIISIP-
HOW JeHKOMAJSIUA U BHYTPUIKETYIOYKOBOTO KPOBO-
W3JIUSTHUSI — CBgI3aH ¢ noJuMopdusmaMu rs2536512
un 1s8192287 rena SOD2 cOOTBETCTBEHHO.

B npoBeneHHoOI1 HAaMK paboOTe YCTAHOBJIEHO «KacKajl-
HOe» yBeJWYeHWe KOTOPTHI JeTell ¢ HebIarompusiT-
HBIMU HEBPOJOTUIECKUMU UCXOJAMHM C MOMEHTA BBITTHU-
CKM M3 cTalMoHapa K 4-JieTHEMY Bo3pacty: ¢ 36,4%
(55 neteit) co CTPYKTYpPHBIMU TOPaKEHUSIMU TOJJIOBHOTO
mo3ra 10 48% (73 pebenka) K 1 romy xu3uu u 1o 70%
(106 nmeteit) X 4-nmeTHemy Bo3pacTy. MOXHO Tpeamno-
JIOXWTh, 4YTO HEOJAronpusaTHbIE HEBPOJOTUUYECKUE
WCXOBI Y AeTell 6€3 MaKpOCTPYKTYPHBIX TTOBPEXICHUIA
TOJIOBHOTO MO3Ta SIBJITIOTCSI UTOTOM MUKPOCTPYKTYPHBIX
1 OMOXMMMUYECKUX HAPYIIEHUI Ha YPOBHE KIIETKU.

MapranueBasi cynepokcumaucmytaza (MnSOD) —
KJTIOYEeBOM aHTUOKCUAAHT C JIOKAIM3allMeil B MaTpUKCe
mutoxoHapuii. Hamboilee u3yyeH ee mnonmMmopdusMm
rs4880 (SOD2 c.C47T, p.Alal6Val; https://omim.org/).
Bapuant Ala ObICTpO MOCTHMTraeT MaTpMKCa MUTOXOH-
IpYM, B TO BpeMsl Kak OoJjiblliasi 4acThb BapuaHTa Val
COCpeIOTOYMBAETCSI Ha BHYTpeHHeW MemOpaHe opra-
Hesutbl. Kak pesynbrar, y HocuTteneir reHoTtura rs4880
T47T (Bapuant Val) xoHueHtpauuss SOD, B Matpukce
mutoxoHApun Himke Ha 30—40%, yem y obGianmaresneit
reHotuna rs4880 C47C (BapuaHT Ala), 4TO TIPOSIBIISIETCSI
CHIDKEHMEM aHTMOKCHIAHTHOM 3aIINThI KiIeTKu [13].

I'nyratTmoH — menTua, UTrpalolidii OCHOBHYIO pPOJTb
B PETYISIUU BHYTPUKIETOYHOTO OKHCIUTEIBHO-BOC-
CTAHOBMTEJILHOTO COCTOSTHUS U 3alIUTe KIETKU OT OKHUC-
JINTEJIBHOTO TOBpeXxneHus. JIasi cuHTe3a TiayTaThoHa
TpebyeTcss  (epMEHT MIyTamMaTUMCTEMHOBAsI JiMrasa
(y-GCL). OtoT (epMeHT npeacTaBiisieT coboi rerepo-
IUMEDP, COCTOSIIIMI U3 TSKEJION KaTaTuTUYeCcKon CyOb-
eMHUIIbI, Koaupyemoii reHoM GCLC, a Ttakxke Jerkom
peryiasiTopHoid  cyobenuHMIB..  OIHOHYKJIEOTWUIHBIN
noaumopdusM rs17883901 amnenu T rena GCLC c 6onee
HU3KOM aKTUBHOCTHIO pomMoTtopa (ot 50 1o 60% akTus-
Hoctu aymnenu C) MpUBOAMT K HECIMOCOOHOCTU TOBBI-
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maTh KoHUeHTpauuio ¢pepmeHta y-CGS Bo BpeMst OKUC-
JINTEJILHOTO CTpecca U CHUXKAET MPOAYKIIMIO TJyTaTUOHA,
YTO TOBBIIIAET BOCIIPUMMUYMBOCTD KJIETOK K CBOOOTHO-
panvKaJibHOMY MOBpPeXaeHUIO [ 14].

B xonme mpoBeneHHOI HaMK pabOTHI Y AeTell ¢ Hebna-
TOMPUSITHBIMUA HEBPOJIOTMYECKUMHU MCXOIAMH B CKOP-
pPUTMPOBAHHOM Bo3pacTe | roj yCTaHOBJIEHO HOCHUTEJb-
ctBO retepo3urotHoro reHotumna 47 CT (rs4880) SOD2,
a TOTOJIHMBIIME KOTOPTY JIeTeil ¢ HeOJIaronpusiTHBIMU
UCXomaMu K 4 ronaM XU3HU ObLTM HOCUTENISIMU TeTepO-
3urotHbix reHotunoB 129 CT (rs17883901) rena GCLC
u 47 CT (rs4880) rena SOD2. Y neteit ¢ 6;1aronpusiTHbIM
HEBPOJIOTUYECKHM MCXOJO0M B CKOPPUTHPOBAHHOM BO3-
pacte 1 rom yalle BBISIBJISUIM TOMO3UTOTHBIM TEHOTUIT
47 CC (rs4880) sod2 u 60 CC (rs11575993) sod2, B Bo3-
pacrte 4 roma XXM3HU — TOMO3UTOTHBIN TeHoturn 129 CC
(rs17883901) rena GCLCu 47 TT (1s4880) SOD2.

Hamu He BbIsiBJIeHA CBSI3b MeXay reHoTurniamu SOD2
n GCLC n makpocTpykTypHbiMU TtopaxeHusimu LHTHC
Y HEJIOHOIIIEHHBIX IETeil B HEOHATaIbHOM Nepuoje (BHY-
TPUKEJTYIOUYKOBOE KPOBOUBIIMUSIHUE, TTEPUBEHTPUKYIISIP-
Hasl JeKOMaJIUs, MapeHXMMaTO3HOE KPOBOU3JIUSIHUE,
WIIEMUYECKUI WHCYJIBT U T.I.). MBI MOXeM TIpearno-
JIOXHUTh, UTO 3TO CBSI3aHO C COYETAHHBIM MEXaHU3MOM
MakpocTpykTypHoro nopaxenusi LIHC, Bkiouatoiiero,
MOMUMO CBOOOTHOPAAMKATLHOTO TIOBPEXICHUS, TSIXKe-
Jioe HapyllleHue KPOBOCHAOXEHMSI TOJIOBHOTO MO3ra.
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JIuHamMuKa nokasareJieil mOCTYpaJabHOrO KOHTPOJIsA HA hOHe NMpoBedeHUs
NOCTHEOHATAJIbHOM MeTMIMHCKOH a0WIMTALUN Y JeTeil C HapylIeHHeM MOTOPHOTO
Pa3BUTHA, POAUBIIMXCA C PA3HBIM IeCTAIMOHHBIM BO3PACTOM

T.B. Camconosa, B.A. Kpusonoeos, C.b. Hazapos

®rbY «MBaHOBCKNIN HAYYHO-UCCEA0BATENLCKMI MHCTUTYT MaTepuHCcTBa 1 AeTcTea M. B.H. lopoakosa»
Mwunsgpasa Poccun, MBaHoBo, Poccus

Dynamics of postural control indicators during postneonatal medical habilitation in infants
with impaired motor development, born at different gestational ages

T.V. Samsonova, V.A. Krivonogov, S.B. Nazarov

Gorodkov Ivanovo Research Institute of Maternity and Childhood, Ivanovo, Russia

Pesiome. BoJie3nn HepBHO¥#i CHCTEMBI, CPelM KOTOPbIX MPeodIaJaloT NepuHaTAIbHbIe NOPAXKEHUs IEHTPAJILHON HEPBHOW CUCTEMbI
U MX TOCJEICTBUSA, 3aHMMAIOT Beaylllee MeCTO B CTPYKType 3a00/1eBAeMOCTH M WHBAJIUIHOCTH JieTeil MepBOro roaa KU3HW.
JIis onTHMU3ANMU BeJEeHUS MALUEHTOB, NMEePeHeCINNX MePUHATANIbHbIE MOPAKEHNs] HEPBHOI CHCTEMbI, AKTYAIbHOI KINHHYECKOM
3aja4eii SIBJIAETCS MOUCK HOBBIX 00bEKTHBHBIX MapKepoB 3(h(heKTHBHOCTH MPOBOIUMBIX Jie4eOHO-A0MITNTAMOHHBIX MEPONIPHSTHIA.
Ienb. OueHnTh JMHAMMKY MOKa3aTeieil MOCTYPAIbHOTO KOHTPOJIS Ha (hoHe npoBeaeHHs MOCTHEOHATAIBHON MeIUIIMHCKOH a0M/M-
TALMH Y JeTeil ¢ HapyllleHHeM MOTOPHOTO PA3BUTHUS, POIAMBLINXCS € PA3HBIM IeCTALMOHHBIM BO3PACTOM.

Marepuassi u MeTobl. O0ce10BaHbI 64 pedeHKa epBOro rojia JKU3HH ¢ HAPYIIEHHEM MOTOPHOTO PA3BUTHS, POJUBIINXCS HA PA3HBIX
cpokax recranuu (OCHOBHas rpynmna) u 16 370poBbIX JIOHONIEHHBIX JeTeil (KOHTpoJbHAas rpynmna). [lanueHTsl OCHOBHOW TpymmbI
ObLIM pa3zaesensl HA 4 moarpynnbl: 1-10 (2=16) cocTaBuiu IIy00KOHEIOHOIEHHbIE, 2-10 (1=16) — ymMepeHHO HeJJOHOLIeHHbIE, 3-10
(n=16) — no3nHue HeoHOIEHHBIE U 4-10 (1=16) — HoHOmEeHHbIe AeTH. O0CIen0BaHie TPOBOAWIOCH B 3—4 Mecsa KaJleHIapHoro
(1S IOHOLIIEHHBIX) U CKOPPEKTHPOBAHHOTO (11J1s1 HEJIOHONIEHHBIX JeTeli) BO3PacTa M BKIIOYAJIO KIMHAYECKYIO OIIEHKY MOCTYPajib-
HOT0 KOHTPOJISl H KOMITBIOTEPHYIO CTa0MI0orpaduio, npoBeieHHbIE 10 HAYAJIA U MOCJIe 3aBepIeHns Kypca MeUIIMHCKOM a0WINTALMA.
Pesynbrarsl. BeipakeHHOCTb IMHAMHKY NOKA3aTeI€il OCTYPAILHOIO KOHTPOJIS Y IeTeli PA3HOrO reCTAMOHHOTO BO3PACTA C HAPY-
HIeHHEM MOTOPHOTO PA3BUTHS PA3JIHYAIACH U ObLIA MAKCHMAJIBHOI Y IJTy0OKOHEIOHONIEHHBIX MAIMEHTOB.

BoiBonpbl. BhisiBieHHbIE 0CO0EHHOCTH AWHAMUKH KJIMHUKO-()YHKIMOHAIBHBIX NMOKA3aTeJeil y ieTeil uccliefyeMbIX NOArpyNn CBU-
JIETEJIbCTBYIOT O MepPCeKTHBe AajbHeieil pa3padoTKu 00beKTUBHBIX KpUTEPHEB OLeHKH 3()(heKTHBHOCTH JieyeOHO-a0MIMTAI -
OHHBIX MEpONpPHUATHIA, IPUMEHEeHHe KOTOPIX OyAeT cnoco0CTBOBATh 00ecneYyeHHI0 NepcoOHM(PUIIMPOBAHHOIO NMOAX0AA K BeJAEHUIO
NALUEHTOB C HAPYHIEHHEM MOTOPHOTO PA3BUTHS, MOBBILEHNIO 3()()eKTUBHOCTH METUIIMHCKOM A0MINTAIINH.

Karoueevte caosa: napyuwenue MomopHoeo pazeumus, NOCMYpanbHolil KOHMPOAb, NePUHAMANBHOE NOPANCEHUE YEHMPANbHOU HePEHOU
cucmembl, demu nepeo2o 200a HCU3HU, 2eCMAYUOHHBLI 803DACH.

Ansa untuposauns: CamcoHosa T.B., KpuBoHoros B.A., Hazapos C.b. [JuHamuvika noka3aresneri noctypasbHOro KOHTposs Ha ¢poHe rnpose-
JZIeHWS1 MOCTHEOHATa/IbHOW MEANLIMHCKOVM abunntaumm y feTel ¢ HapyLueHneM MOTOPHOIrO Pa3BuTUS, POAUBLUMXCS] C Pa3HbIM reCTaLMOHHbIM
Bo3pacTom. Poc BecTH nepuHaton v neguatp 2024; 69:(4): 45-50. DOI: 10.21508/1027-4065-2024-69-4-45-50

Abstract. Diseases of the nervous system, among which perinatal lesions of the central nervous system and their consequences, occupy
a leading place in the structure of morbidity and disability in infants of the first year of life. An urgent clinical task is to search for new
objective criteria for the effectiveness of ongoing treatment and rehabilitation measures in patients who suffered perinatal lesions
of the nervous system.

Purpose. To assess the dynamics of postural control indicators during the postneonatal medical habilitation in infants with impaired
motor development, born at different gestational ages.

Material and methods. We examined 64 infants of the first year of life with impaired motor development, born at different stages
of gestation (main group) and 16 healthy full-term infants (control group). Patients of the main group were divided into 4 subgroups:
1st (n=16) were extremely premature, 2nd (»=16) — moderately premature, 3rd (n=16) — late preterm and 4th (n= 16) — full-
term infants. The examination was conducted at 3—4 months of calendar (for full-term) and corrected (for premature babies) age
and included a clinical assessment of postural control and computer stabilography, which were conducted before and after completion
of the course of medical habilitation. Results. The severity of the dynamics of postural control indicators in infants of different gesta-
tional ages with impaired motor development was different and was maximum in very premature patients.

Conclusion. The identified features of the dynamics of clinical and functional indicators in infants of the studied subgroups indicate
the prospect of further development of objective criteria for assessing the effectiveness of treatment and habilitation measures. Their
use will help ensure a personalized approach to the management of patients with motor development disorders and increase the effec-
tiveness of medical habilitation.

Key words: impaired motor development, postural control, perinatal damage of the central nervous system, children of the first year of life,
gestational age.
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I ;oneSHM HEPBHOU CUCTEMBI, CPeIU KOTOPBIX MPeod- 1ee MEeCTO B CTPYKType 3a00JIeBA€MOCTM W WHBAIU[I-
JIafaloT TepUHATAIbHbIE TMOpakeHUsT LUEeHTPaJbHOW  HOCTH AeTeil repBoro roga xusHu [1, 2]. Hapymenue
HEPBHOI CHUCTEMBbl U UX TOCJENCTBUS, 3aHUMAIOT BEIy- MOTOPHOTO Pa3BUTHSI, YACTO COYETAIOIIEECs C Hapylle-
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HUueM (QOPMUPOBaHUS MOCTYPATbHOTO KOHTPOJISI, SIBJISI-
eTcsl OTHUM M3 HauboJjiee YacThIX MOCJIEACTBUI MepuHa-
TaJbHOTO TIOPaXXEHUS LIEHTPaJIbHOW HEPBHON CHUCTEMBI
y JeTeil mepBoro roma XusHu [3]. AKTyaJlbHOW KJIWHM-
YyecKoW 3ajmavyeil SIBJSETCSl paHHSIsS JNMArHOCTUMKA Hapy-
IIEHUIT MOTOPHOTO pa3BUTUSI U CBOEBPEMEHHOE IIPO-
BeleHUe JeueOHO-aOuIUTallMOHHBIX MeponpusiTuii [4].
OmHUM M3 OCHOBHBIX TPUHIIMIIOB MEIULIMHCKON abu-
JIUTAIlMU JETeN C TOPAXKEHUEM IIEHTPaIbHOI HEPBHOU
CHCTEMBbI SBJIIeTCSl obOecrieyeHre WHIAMBUAYaTbHOTO
noaxona [5, 6]. DTuM oO0yciaoBiIeHa HEOOXOAUMMOCTh
IMOMCKa HOBBIX 00ObEKTUBHBIX MapKepoB 3(h(PeKTUBHOCTH
MMPOBOJIMMBIX JIeYeOHO-a0OMIMTAIIMOHHBIX MEPOTIPUSITUA,
KOTOpBIE MOTYT OBITh MCMOJIb30BAaHBI /IS ONITUMHU3ALIUT
BeIEHUs TaKUX MAIIMEHTOB.

e paGorel. OueHWTH AWHAMMKY TTOKa3aTeseit
MOCTYPaJIbHOTO KOHTPOJIS Y IETEl C HapyIIeHUEeM MOTOP-
HOTO Pa3BUTHSI, POAMBIIMXCS C Pa3HBIM TeCTallMOHHbBIM
BO3pacToM, Ha (oHe MpoBeAeHUS] TMOCTHEOHATAIbHOM
MEIUIIMHCKOU aOUInUTaIK.

XapaktepucTtuka geter u MeToabl UCCNEeA0BaHUS.

Ha ©6aze MBaHOBCcKOro HayyHO-UCCJIEeI0Ba-
TeIbCKOTO MHCTUTYTa MAaTEpUHCTBA M  JETCTBa
uMm. B.H. ToponkoBa MunsapaBa Poccuu o6cie-
noBaHo 80 mereil mepBOrO rojga XW3HU, U3 KOTOPBIX
64 pebeHka — C MOCIEACTBUSIMU TIEPUHATAIBHOTO
nopaxeHust LIHC B Buae HapyieHUsI MOTOPHOTO pa3-
BUTHS, POAWBIIUXCS C Pa3HbIM TeCTAllMOHHBIM BO3-
pacToM (OCHOBHas Tpymma), U 16 3IOpOBBIX JOHO-
IIEeHHBIX JeTell 6e3 HEBPOJOTMYECKOW TAaTOJOTUU
(koHTpoJbHas rpymma). O6cnenoBaHWe TPOBOANUIOCH
B 3—4 wMecdma KaJeHIapHOTO BO3pacTa Ui TOHO-
IEHHBIX U CKOPPEKTUPOBAHHOTO — JJIST HETOHOIIEH-
HBIX neTeit. [lo Tpu3HaKy recTallMOHHOTO BO3pacTa
MpY POXIEHUU NEeTU OCHOBHOI T'PYIIbLI ObLIM pasje-
JIeHBbI Ha 4 moarpynmbl: 1-10 (n=16) cocTtaBuan riIy60-
KOHEIOHOIIeHHbIe, 2-10 (n=16) — yMepeHHO Hemo-
HOIIIeHHBIE, 3-10 (n=16) — TO3MHWE HEMOHOIICHHBIE
" 4-10 (n=16) — mOHOIIEHHBbIE NeTH (TeCTaIlMOHHBIN
Bo3pact 28—31, 32—34, 35—36 u 37—40 Hemenb COOT-
BeTcTBeHHO). [lepenm HayajioM W TOcCJie 3aBEePIICHUS
Kypca MeIVUIMHCKON aOUIUTAIINU BCEM JCTSIM OCHOB-
HOM TPYIIBI TPOBOIUIOCH KIMHUKO-(PYHKIIMOHAb-
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OPUINHAJIbBHbBIE CTATbU

Hoe oOcliefoBaHMe C OIEHKOU TOCTYypallbHOIO KOH-
Tpoisa. Kypc MemumuHCKOM aOGUIMTalMU BKITIOYAT
Maccax, JjedeOHy GU3KyJIbTYypy, GU3noTepaneBTuIEC-
cKue Tpoleaypbl, papmMakoTeparnuio (1Mo moKazaHUsIM
U C y4eTOM IMPOTHBOIOKa3aHWit). JJJIMTETbHOCTh €ro
coctapisiia 18 £ 2 nHeit.

C 1enplo KIIMHUYECKOM OLIEHKH MTOCTYPaIbHOTO KOH-
TPOJIA WMCITOJIb30BaIaCh IIIKaja CETMEHTApHOW OLIEHKHU
KoHTposst TyioBuia (Segmental Assessment of Trunk
Control, SatCo) [7]. JanHast mikana xapakTepu3oBaja
CITOCOOHOCTD JIeTeil K KOHTPOJIIO GaylaHca B 6 cerMeHTax
TYJOBUIIA, TIPEICTAaBICHHBIX TOJIOBOM, BEPXHETPYIHBIM,
CpPEeIHETPYIHBIM, HWKHETPYIHBIM, BEPXHUM IOSCHUY-
HBIM M HIDKHUM TIOSCHUYHBIM CeTMEHTaMU, a TaKXe
CIMOCOOHOCTh K TOJHOMY KOHTPOJIIO TOJIOXEHUS TYJIO-
BUIIA B TT03e cuas. MccaemoBaHue MpoBOIMIOCH B Lieda-
JIOKayIaJbHOM HampaBlieHnU. B KaXmom u3 yKa3aHHBIX
CEerMEHTOB TeJla OLEHWBAJINCh CTATMUECKUIA, aKTUBHBIN
W PEaKTUBHBINA BUIBI MOCTYpaibHOTO KOHTposs. Cro-
COOHOCTh K KOHTPOJIIO OajaHca B KaXKJIOM U3 YKa3aHHbBIX
CerMeHTOB olleHMBanach 1 Oamnom. s kaxkmoro Buma
MOCTYPAJIbBHOTO KOHTPOJIS BBIUMCISIIIACH CyMMa 0aJuioB,
B COOTBETCTBUM CO 3HAYeHUEM KOTOPOM OLIEHUBAJICS
YPOBEHb KOHTPOJUPYEMOTO cerMeHTa TyjaoBuia. ITapa-
KJIMHUYECKAsT OLIEHKa TOCTYpaJbHOTO KOHTPOJS TPO-
BOAWJIACH C UCITOIb30BAaHUEM KOMITBIOTEPHOM CTaOMIIO-
rpadun. [TpumeHsutach pa3dpaboTaHHasi HAMU METOAMKA
C VYKJIAIKOW TallMeHTa B aHTUTPaBUTALIMOHHON IT03e
Jiexka Ha XXMBOTE ¢ OTIOpOI Ha TIpeAruiedbsl WU JIAToHU
Ha crabunorpaduueckoil ruiatdopMe, YyBCTBUTEIbHOM
mnsg majoro Beca [8]. IlpoBommiach KojmdecTBEHHast
OlIEHKa CITOCOOHOCTM pebeHKa K yAep:KaHUI0 JaHHOM
no3bl. [Ipy aBTOMaTMueckoit 00pabOTKe pe3ysibTaToOB
HCCIIeIOBaHUS CcTabMIorpapuIecKuM KOMITBIOTEPU3H-
POBaHHBIM KOMILIEKCOM OMpeNessIuCh 45 mapaMeTposB.
IMpu cTaTMcTUYECKOM aHaIM3e OBIIW BBISIBIICHBI Pa3jin-
YUl MEXIY NETbMU OCHOBHBIX TOATPYITIT WM KOHTPOJIb-
HOI TPYIIBI IO Havajia MPOBEACHUS aOUIUTAIMOHHBIX
MEpOMPUSITAI TT0 8 MoKaszaTessiM: IJIMHE DJUTATICA CTa-
TokuHe3uorpammbl (Le95, MM) U OTHOILIEHUIO JUIMHBI
9JIJIATICA CTaTOKUHE3MOTrpaMMBbl K ero 1mmpuHe (Le—We,
€/1), XapakTepusylolluM pa3Mepbl U Gdopmy 3JuIca,
BKJTIOYaroniero 95% Bcex BEpOSITHBIX KoJieOaHMIA TIEHTpa
JaBJIEHUs 3a BpeMsl 0OCIeIOBaHMS; MapaMeTpaM CITeK-
Tpa 4acToT KoJieOaHUi IIeHTpa AaBJIeHUs, TIPEICTaBISIO-
LM pe3yJIbTaT MaTeMaTUIeCKOi 00pabOTKM KojieOaHmiA
LIEHTpa JaBJICHUS IO BEPTUKAIbHOW W CarUTTAJbHOM
COCTABJISIIOIIMM C ONpeneIeHUEM OCHOBHBIX YacTOT
W aMIUTATY 3TUX KoJeOaHWi: aMIUITMTyae 2-TO MaKCH-
MyMa CTieKTpa o BepTUKaJIbHOMW cocTaBisitonieit (XaZ?2,
KT); aMIUTUTyIe 3-TO MaKCMMyMma CIeKTpa IO BepTH-
KaJibHOM cocTtaBisitolieit (XaZ3, kr); yacrore 1-ro mak-
CUMyMa CHEeKTpa II0 BEPTUKAJIbHOW COCTABISIONIEH
(XfZ1, I'); yacroTe 2-ro MakCMMyMa CIIeKTpa 1o Bep-
TUKaJIbHOW cocTaBistomein (XfZ2, I'u); yacrore 2-ro
MaKCUMyMa CHEKTpa IO CaruTTaJbHOW COCTaBIISIONIEH
(Y2, I'); yactoTte 3-ro MakcMMyMa CIeKTpa IO CaruT-
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Canmconosa T.B. u coaem. InHaMUKa T10Ka3aTeeii OCTypalIbHOrO KOHTPOJIS Ha (POHE MPOBEIEHHS IIOCTHEOHATATBHOM MEIMIIMHCKOI a0MIUTALINH Y IETEIA. .

tanbHOM coctapisitonieit (Y3, T'ir). DTu ke mokazarenun
OLIEHUBAIUCh B IWHAMUKE, TTOCJIe TIPOBEICHUS Kypca
MEIUIIMHCKON a0MIUTAlINN.

CTaTUCTUUYECKUIA aHAN3 MOJYYeHHBIX JaHHBIX MPO-
BOIWJIM C MCITOJIb30BaHMEM ITporpaMmbl Statistica 13.0.
ITpoBepKy BBIOOPKM Ha HOPMAaJbHOCTbL pacrpeaesieHUs
OCYIIECTBIISUTA C TIOMOIIbIo KpuTepus [Ilamipo—Yunka.
B c¢BsI3u ¢ OTCYTCTBHMEM HOPMAJIBHOTO pacIpeaesieHUs
pe3yIbTaTOB KJIMHMYECKUX TECTOB M cTabuiorpaduye-
CKOTO MCCIIeAOBaHUS KOJIMYECTBEHHbIE 3HAYCHUS TIPeI-
CTaBJISITUCHh B BUAE MeIWaHbl WM WHTEPKBAPTHIIBHOTO
pa3maxa (Me [25%; 75%]). TlpuMeHsITUCH HelTapaMeTpu-
YecKHue CTaTUCTUYeCKUe MeToabl Bunkokcona m MaHHa-
YutHu. Pasnmnuus cyuTannch CTaTMCTMYECKW 3HAYU-
MbIMu Tipu p<0,05.

Pe3ynbTathbl U ux 06cyxaeHne

OOcnenoBaHue JeTeil 1O IKajle CerMeHTapHOM
OLIEHKM KOHTPOJISI TYJOBMINA TOKa3aao, 4YTO Oalib-
Hasl OlEHKAa CTaTUYECKOTO TMOCTYypaJIbHOIO KOHTPOJISI
IO HavyaJia MpoBeACHUST Kypca MeIUIIMHCKON abUIuTalluu
ObLIa HIKE Y MalueHToB 1-i, 2-i, 3-i 1 4-if monrpymni,
yeM y neteit koHTposbHou rpynmbsl (p=0,001, p=0,001,
2<0,001 1 p=0,004 coorBeTcTBeHHO, Tab. 1). [Ipn olieHkKe
AKTUBHOTO U PEaKTUBHOTO MOCTYPaJIbHOTO KOHTPOJISI pa3-
JIMUMST TaKXKe OBLIM TOJYyYeHBl MEXIy BCEMU TOATPYII-
MaMu MalMeHTOB ¢ HapyIlIeHUSIMA MOTOPHOTO Pa3BUTUSI
U 1I€TbMM KOHTPOJIbHOM Tpyrbl (p<0,001).

IMocne Kypca MegUIIMHCKOI aOMINTalIMA OTMEUYAJIOCh
MOBbILIEHWE OAIJbHONW OLEHKM CTAaTUYECKOrO MOCTYy-
paJIbHOTO KOHTPOJIS y TIyOOKOHenoHoeHHbIX (p=0,04),
YMEpPEeHHO HefoHolIeHHbIX (p=0,04) U Mo3aHUX Heno-
HoleHHbIX aeteit (p=0,04). bannbHas oueHKa akTUB-
HOTO TOCTYPaJIbHOIO KOHTpOJISI Ha (hOHE MPOBEAECHUS
J1Ie4eOHO-a0MJIUTALIMOHHBIX MEPOIPUSITUI YBEJIUUUIACH

Juib y aeteit 1-it m 2-it moarpynnsl (p=0,04 u p=0,04
cooTBeTCcTBeHHO). [Ipu cpaBHeHUM TOKazaTesieil peak-
TUBHOTO MOCTYPAJIbHOTO KOHTPOJISI y TTALIMEHTOB UCCIIe-
JyeMBIX TTOATPYIII IO W TIOCIe MIPOBEAeHUsT Kypca MeIu-
UHCKOI a0MIUTALMU Pa3Indnii TI0JTydeHO He OBLIIO.

IMocne mpoBemeHMs Kypca MEAWIIMHCKOW aOWiIn-
TallUM He OBbLIO BBIABICHO Pa3U4Uil MPU CpaBHEHUM
GaJTbHOM OIIEHKU CTaTMYECKOTO IMOCTYPAIbHOTO KOH-
TPOJIST Y TIIYOOKOHETOHOIIEHHBIX JIeTel W JeTeil KOH-
TPOJIbHOW TpynIibl (Tabis. 1), omHaKO pa3nuuus Oauib-
HBIX OILIEHOK, XapaKTePU3YIOIINX COCTOSTHUE aKTUBHOTO
(p=0,003) ¥ peakTMBHOTO TOCTYpPaJTbHOTO KOHTPOJISI
(»<0,001), mo cpaBHeHHUIO C ACTbMU KOHTPOJBHOI
TPYIIIBI, COXPAHSIINUCH. Y TTAllMEHTOB 2-1, 3-i1 u 4-1i 11011 -
TPy TIOCJTe TTPOBEIEHHBIX A0MTUTAIIMOHHBIX MEPOTIPH -
STUN COXPAHSITUCH pa3inyus OaUTbHBIX OLIEHOK BCEX
BUIOB TTOCTYPAJIbHOTO KOHTPOJSI TPH CPaBHEHUU CO
3HAYEHUSIMU TIAlIMEHTOB KOHTPOJIbHOM Tpymiibel: p=0,03,
p<0,001 u p=0,05 COOTBETCTBEHHO — JJISI CTaTUYe-
ckoro KoHTtpous; p=0,002, p<0,001 u p<0,001 cooTBeT-
CTBEHHO — JIJiI1 aKTMBHOTO KOHTpoJst; p=0,02, p<0,001
n p=0,01 cOOTBETCTBEHHO — IJII PEaKTUBHOTO TOCTY-
PaTbHOTO KOHTPOJIS.

B mpoBeneHHOM paHee MCCIeNOBAaHUM HaMM OBLIO
MOKa3aHO, YTO TMPHW HAJIUYUU CHWXKEHUS OaJlTbHOM
OLIEHKH BCEX BUIOB MTOCTYPaTbHOIO KOHTPOJIS TI0 IITKaJIe
CerMeHTapHOW OIEHKM KOHTPOJIsS TYJOBUINA Y IeTeit
C HapyHUIeHUSIMU MOTOPHOTO pa3BUTHS, IO CpaBHe-
HUIO C JETbMM KOHTPOJIBHOM TPYITITBI, MEXTPYIITOBBIX
pasIuuMili TIpU CpaBHEHMM DTUX TTOKaszaTeleil y meTei
pa3HOTO TeCTAallMOHHOTO BO3pacTa ¢ HapyIIeHUSIMU
MOTOPHOTO pa3BUTHUSI He oTMeuanoch [9]. B Hacros-
IIEeM MCCIIeAOBAaHUN YCTAHOBJIEHO, YTO BBIPAXKEHHOCTh
JTUHAMWKM KIMHUYECKUX TTOKa3aTelleil, XapaKTepusy-
JOIIUX COCTOSTHUE TTOCTYPabHOTO KOHTPOJISA, y NIeTei

Tabauya 1. JluHaMHKA MOKa3aTeJieii Kbl CErMEHTapHO# OeHKH KOHTPOoJIA TyJoBuma (SatCo) y neteii ¢ HapynieHHeM MOTOPHOTO

pa3Butus HA ()oHe MPOBeAEHHS MeIUINHCKONH A0MIHTAIIMI

Table 1. Dynamics of indicators of the segmental assessment scale for trunk control (SatCo) in infants with impaired motor

development during medical habilitation

LayGoko- Vmepento ITo3anue JloHolIeHHbIE KouTtpobHast
B“I[bl MOCTYPAJILHOIO KOHTPOJIA HETOHOILLIEHHbIE NETH HEIOHOIIECHHbIE IETH HEIOHOIIECHHbIE 1E€TH JeTH rpynna
(=16) (n=16) (n=16) (n=16) (1=16)
Jlo nedeHust 4,00 4,00 4,00 4,00
L. [350%:5;00] % [3,00; 5,00] [3,00; 4,001 [4,00; 5,001 * 5,00
cramit TocJe neyeHust 4,00 4,00 4,00 4,00 [5,00; 5,00]
[4,00; 5,001 [4.00:5.00] ' [4.00: 4.00]"  [4.00:5.00] "
Jlo neueHust 3,00 3,00 3,00 3,00
. [3,00; 4,001 [2,00; 3,001 [3,00; 3,00] ** [3,00; 3,50] " .00
AKTUBHBIN :
Moce TeyeHus 4,00 3,00 3,00 3,00 [4,00; 4,00]
[3,00; 4,00] ' [3,00; 4,00] ' [3,00; 4,00] " [3,00; 4,00]
Jlo jeueHust 3,00 2,50 2,00 3,00
Peakris- [2,00; 3,001 ™ [2,00; 3,00] " [2,00; 3,001 [2,50;3,00]" 4,00
e Moce TedeHus 3,00 3,00 3,00 3,00 [3,00; 4,00]
[2,00; 3,00] ™ [2,00; 3,00 " [2,00;3,00]™  [3,00; 3,00] "

Ilpumeuanue. 1 — YpOBEHb CTATUCTUYECKOM 3HAYMMOCTH Pa3IMUYMii MO CPABHEHUIO C KOHTPOJIbHOM I'PYIINON; 2 — YPOBEHb CTaTUCTUUYECKOM
3HAUMMOCTH Pa3InYuil IO CPABHEHUIO C MOoKazaTeassMu a0 JieueHust: * — p<0,05; ** — p<0,001.
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HCCIIeNyeMbIX TIOATPYI Ha (pOHe IpoBeaeHUST aOuIn-
TalIMOHHBIX MEpONpUATH pa3nuuanach. [locie Kypca
MEOUIIMHCKON aOMINTALMM y TIyOOKOHETOHOIIEHHBIX
1 YMEPEHHO HETOHOIIEHHBIX MalMeHTOB OTMEYaloCh
yIy4YIIeHWEe CTaTUYEeCKOro M aKTUBHOIO, Yy ITO3THUX
HEIOHOIIEHHBIX — CTaTUYECKOTO ITOCTYPaJIbHOTO KOH-
TpoJist. Y NOHOIIEHHBIX JIeTell ¢ HapyIIEHUSIMU MOTOP-
HOTO pPa3BUTHUS TTOJOXUTEIbHON TUHAMUKKA Oa/UTbHBIX
OLIEHOK TOCTYPaJbHOTO KOHTPOJISI HEe HA0JII01aI0Ch.
IIpn aHamm3e pe3ynbTaTOB KOMITBIOTEPHOI CTaOM-
jjorpapuy  YCTAaHOBJIEHO, YTO 1O Hauyajga MpOBEACHUS
A0MJIMTAIIMOHHBIX MEPOIPUSITUI 3HAYeHMST TTOKA3aTeIs
OTHOILIEHUST IJIMHBI DJIJIATICA CTaTOKWHE3MOTPaMMBI
K ero mupuHe ObUIO OOJbIIe y TIyOOKOHEIOHOIIIEHHBIX,
YMEPEHHO HEIOHOIIEHHBIX, ITO3MHUX HEJOHOIICHHBIX

OPUINHAJIbBHbBIE CTATbU

U JOHOIIEHHBIX JIeTeil ¢ HapylIeHUSIMU MOTOPHOTO pa3-
BUTHSI, YeM Y JeTeil KOHTpojbHOU rpymmbl (p<0,001,
p=0,001, p<0,001 u p<0,001 cooTBeTCTBEHHO, TaO1. 2).
3HayeHMs MoKa3aresieil aMIUTUTYIbl 2-TO U 3-TO MaK-
CHUMYMOB CIIEKTpa TI0 BEPTUKAIBHOW COCTaBJISIONICH
Yy TJYOOKOHEIOHOIIEHHBIX U TO3MHUX HEIOHOIIEHHBIX
JeTei ¢ HapyIeHUSIMA MOTOPHOTO Pa3BUTHSI OBIJTH BHIIIIE,
yeM y AeTeil KoHTpoJibHo# Tpymmsl (p=0,02, p=0,008 —
MpU CpaBHEHWM 3HAYCHUM aMIUTUTYI 2-TO MaKCUMyMa
CTEeKTpa IO BepTUKalIbHOW cocTaBisionieit u p=0,02;
p=0,005 — npu cpaBHEHUU 3HAYEHUI AMIUIATYH 3-TO
MaKCHMyMa CITeKTpa IO BEpTUKAIBHOM COCTABIISIONIEH ).
3HaYeHUs IJTMHBI 3JUTATICA CTATOKWMHE3MOTPAMMBI OBIITH
BBIIIIE Y TIO3MHUX HETOHOIIEHHBIX ITAIIMEHTOB OCHOB-
HOI TPYIIIBI, YeM Y AeTeil KOHTPOIbHOM Tpynibl (p=0,03

Tabnuya 2. lnHamMuka noKasareJieil KOMIBIOTEPHOI cTaduIorpadum y aeTeii ¢ HapylneHueM MOTOPHOTO Pa3BUTHS Ha (hoHe MPOBeICHUS

MeIMIMHCKO A0WTMTAIMHI

Table 2. Dynamics of computer stabilography indicators in infants with impaired motor development during medical habilitation

T'ayooko ‘Vmepenno Ilo3nnue
Tokasaremn HeZIOHOMIEHHbIE HeIOHOMIEHHAbIE e GG SO
(n=16) rpynna (n=16)
neru (n=16) netu (n=16) netu (n=16)
Jlo neyeHust 19,93 19,41 24,31 21,93
Le95 [13,63; 31,26] [10,99; 29,62 [16,14; 33,03]" [13,61; 28,92] 16.03
€75, MM .9
TMocne JedeHust 23,37 15,28 20,20 14,75 [13,30; 20,59]
[15,30; 37,52] [10,16; 23,93] [13,03; 30,76] [10,84; 20,06]
Jlo neueHust 1,34 1,12 1,18 L15
Le—Wi [1,22; 1511 [1,04,1,25]"  [1,08;1,48]""  [1,05; 1,41]" 1,01
e—We, enl :
TToce eueHnst 1,08 1,17 1,14 1,15 [1,00; 1,07]
[1,01; L,17] ** [1,02; 1,28] ™* [1,02; 1,23] ™ [1,07; 1,24]
Jlo JeueHust 0,02 0,015 0,03 0,02
Xa72 [0,02; 0,04] [0,01; 0,03] [0,01;0,06] " [0,01; 0,025] 0.02
aZ2, KT ,
MocJie nevyeHnst 0,02 0,01 0,02 0,02 [0,01; 0,02]
[0,01;0,03] [0,01;0,02] [0,01; 0,04] [0,01; 0,02]
Jlo neyeHus 0,02 0,015 0,025 0,02
XaZ3 [0,01;0,03] " [0,01;0,03] [0,01;0,04] [0,01; 0,025] 0.01
aZ3, KT ,.
TMocJe jeyeHust 0,02 0,01 0,02 0,02 [0,01; 0,02]
[0,01;0,03] [0,01;0,02] [0,01; 0,03] [0,01; 0,02]
Jlo nedeHnst 2,50 2,25 2,00 2,55
Xf71. T [1,30; 3,10] [0,15; 3,50] [0,10; 3,20] ™ [1,05;3,12] 320
, 110 ,‘
Mocne TedeHust 2,55 2,82 2,05 3,10 [2,45; 3,95]
[0,10; 3,00] [2,20; 3,45] [1,07; 2,50] [2,25; 3,80]
Jo neyenns 1,90 2,90 2,55 2,62
- [0.30; 3,10 [0,30; 3,65] [0,22: 3,75] (1,67 3.12] 597
9 H ,.
MocJie neueHust 2,40 2,52 2,40 3,05 [2,40; 3,90]
[0,30; 3,35] [1,65; 3,65] [1,40; 2,55] [2,40; 3,70]
Jlo neyeHust 1,05 1,67 0,32 0,30
Y. T [0,15; 1,90] [0,35;2,25] " [0,22; 1,40] [0,07; 1,20] 022
bl Ll ,.
MocJie neveHust 0,62 0,50 0,25 0,25 [0,15; 1,40]
[0,20; 2,05] [0,15; 1,85] [0,15; 2,22] [0,15: 0,30]
Jlo nedeHnst 0,42 0,57 0,65 1,75
, LI ,
Mocne TedeHust 0,67 1,90 0,77 1,45 [0,50; 1,60]
[0,30; 2,00]* [0,55; 2,45] [0,35; 2,10] [0,35; 2,35]

Tlpumeuanue. 1 — YpoBeHb CTATUCTUUECKOM 3HAYMMOCTH Pa3IMYMil IO CPABHEHMIO C KOHTPOJBbHOM I'PYIINON; 2 — YPOBEHb CTAaTUCTUUYECKOM
3HAUMMOCTH Pa3IMYUil 10 CPABHEHUIO C MOKa3aTeassMu 10 JeyeHust: * — p<0,05; ** — p<0,001.
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Canmconosa T.B. u coaem. InHaMUKa T10Ka3aTeeii OCTypalIbHOrO KOHTPOJIS Ha (POHE MPOBEIEHHS IIOCTHEOHATATBHOM MEIMIIMHCKOI a0MIUTALINH Y IETEIA. .

cooTBeTcTBeHHO). [lo psimy mapaMeTpoB CIEKTpa YacToT
KOJIe0aHUI LIeHTpa NAaBJICHUS] UMEIUCh Pa3IuIusT MEXIY
OTIEJbHBIMU TIOATPYIIIAaMU TTALIMEHTOB C HApYIIEHUSIMU
MOTOPHOTO Pa3BUTUSI U AETbMU KOHTPOJbHOW TPYIIIIHI.
Tak, yactota 1-ro MakcMMyMma CMeKTpa IO BepPTUKaJIb-
HOW cocTaBJsiolleid Oblla HUXE Yy TalMeHTOB 3-i,
a yacroTa 2-ro MakCMMyMa CIeKTpa — y TallMueHToB 1-i
MOATPYMIIbI, YeM Yy IeTell KOHTPOJbHOM rpyriibl (p=0,02
u p=0,01 coorBercTBeHHO). YacToTa 2-ro Makcumyma
CMEKTpa MO CAaruTTaJIbHOW COCTaBJISIIONIEH Oblja BbIIIE
Y YMEpPEHHO HEIOHOIIEHHBIX TMalMeHTOB, YeM Yy JeTei
KOHTpObHOM rpymisl (p=0,02).

IMocne Kypca MEIUIIMHCKON aOMIMTALIUMKU Y TIYOOKO-
HEOHOIIIEHHBIX JIeTell OTMEYaaoCh CHUXXEHME IToKasa-
TeJIsl OTHOIEHUS! JUTMHBI 3JUIMIICA CTATOKMHE3MOTPaMMBbI
K ero mupuHe B qiuHamuke (p=0,01). ¥ ymepeHHO Heno-
HOIIIEHHBIX TallMeHTOB BBISIBJIEHO YBEJIWYEHUE YACTOThI
3-ro MakCMMyMa CIIeKTpa IO CaruTTaJbHOM COCTaBIISIIO-
meit (p=0,016). B moarpynmax mo3aH1X HeTOHOIIEHHBIX
W JIOHOIIEHHBIX TMAlMEHTOB pa3jIMYuii TIPU CpPpaBHEHUU
CcTabUJIOMETPUYECKUX TIOKazaTesieil 10 M Tocjie Kypca
JIeYeHUsI MOJIy4eHO He ObLIO.

IIpu cpaBHEHMU CTAOMIOMETPUYECKMX IapaMeTpOB
y TIyOOKOHEAOHOIIEHHBIX, YMEPEHHO HEIOHOIICHHBIX,
MO3IHUX HENOHOIIEHHBIX M JOHOIIEHHBIX TallMeHTOB
C HapylHIeHMSIMM MOTOPHOTO pa3BUTHUS TIOC/IEe Kypca
MEIUIIMHCKON aOwIuTalMM C ToKaszaTelssMyd Yy JeTei
KOHTPOJIBHOW TPYIIIbl COXPAHSJIMCh pa3InuMsl 3Haye-
HUI TIOKa3aTesiss OTHOIIEHUS JJIMHBI 3JUTUIICA CTaTOKM-
He3norpammbl K ero mupune (p=0,02, p=0,03, p=0,01,
p=0,004 coorBercTBeHHO). Paznuuusa Takxke coxpaHsi-
JIMCh TIPU CPaBHEHWM 3HAYEHUI ITOKa3aTesisi 4acTOThI
1-ro MakcuMyma CIieKTpa IO BEepTHUKaJIbHOW COCTaBJIsI-
IOIIEN Y MO3MHUX HEOOHOIIEHHBIX JeTel W NeTell KOH-
TposibHO# rpynmbl (p=0,01). [1pu cpaBHeHUM 3HAYECHUIT
TaKMX CTAaOWJIOMETPUUYECKUX TapaMeTpoB, KaK aMILIv-
Tyabl 2-T0, 3-TO0 M yacTtoTa 2-TO MakKCUMYMOB CITeKTpa
10 BEepTUKAJIbHOM COCTABJISIIONIEH B TTOATPYIIIE TTyO0KO-
HEJIOHOIIIEHHBIX JAEeTei, YyacToTa 2-r0 MaKCUMyMa CIIeKTpa
10 CaruTTAJIbHOM COCTABJISIIOLIEH B IMOATPYIITE YMEPEHHO
HEJIOHOIIIEHHBIX AETeil, JUIMHA 3JIJIMICA CTaTOKUHE3MO-
rpaMMbl, aMIUTUTYIBI 2-TO U 3-TO MaKCMMYMOB CIIEKTpa
10 BEPTUKAJIbHOW COCTABJISIIONICH B IMOATPYIINE MO3IHUX
HEJIOHOIIIEHHBIX IeTel pa3InuMii C moKa3aTeJIsiIMU B KOH-
TPOJILHOM TPYIINe, UMEBIIMXCSI paHee, He BBISIBICHO.

Panee HaMu ObUTM TIOJTYYeHBI JAaHHBIE O TUATHOCTUYE-
CKOM 3Ha4YeHUHU ToKa3aTesell JUIMHbBI U ITMPUHBI JITUTICA
CTaTOKMHE3MOTPAMMBbI, OTHOIIEHMS IUTMHBI JIJIATICA CTa-
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HUSMU MOTOPHOTO pa3BUTHUs pasinyajiach U ObUla Mak-
CUMaJIbHOW Yy  TJIyOOKOHEIOHOIIIEHHBIX  TMalleHTOB.
BroIgBieHHBIE 0COOCHHOCTH AMHAMMKM KIIMHUKO-(PYHK-
LMOHAJIbHBIX TOKa3aTee y JIeTeil MCCleayeMbIX MO~
TpyNIl CBUAETEJIBCTBYIOT O TIEPCTIEKTUBE JajbHenIen
pa3pabOTKM paHHUX OOBEKTUBHBIX MapKepoB 3(PHEeKTHB-
HOCTU aOWJIUTALIMOHHBIX Meponpusithii. Ux npuMeHeHue
OyleT CcrocoOCTBOBATH OOECIIEYEHUIO MEPCOHUMUIINPO-
BaHHOTO TI0/IX0Aa K BEJICHUIO TMallMEHTOB C HapylleHUeM
MOTOPHOTO Pa3BUTUSI, POIMBILMXCS C pa3HBIM IeCTallMOH-
HBIM BO3pPaCcTOM, W MOBBIIICHUIO 3(PHEKTUBHOCTH TOCT-
HeoHaTaJIbHOW MEAMIIMHCKOI aOuIuTalliM.

in the Russian Federation. Rossijskij vestnik perinatologii i pe-
diatrii. 2021;66(6):39—45. (in Russ.)] DOI: 10.21508,/1027—
4065—2021—66—6—39—45

2. bapanos A.A., Hamaszosa-bapanosa JI.C., Tepaeykas P.H.,
Aumonosa E.B. TlpobGaeMbl OeTCKON WHBAIUAHOCTA B CO-
BpeMeHHo#t Poccuu. Becthuk PAMH. 2017;72 (4):305-312.

POCCUVCKWIA BECTHUK MEPUHATOJIONN U MNEANATPUM, 2024; 69:(4)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2024; 69:(4)




OPUINHAJIbBHbBIE CTATbU

50

|Baranov A.A., Namazova-Baranova L.S., Terleckaya R.N.,
Antonova E.V. Problems of childhood disability in modern
Russia. Vestnik RAMN. 2017;72 (4):305—312. (in Russ.)]
DOI: 10.15690/vramn823

Cokonos I1.J1., Ilpumsiko A.I., 3vikoe B.I1., Yebanenko H.B.,
Jlesuenxosa B.JI., Pomanos I1.A. MeTomonornyeckye acrek-
Thl OOBEKTUBM3AIMU YPOBHS MOTOPHOTO M TICUXMYECKOIO
pPa3BUTHUS y ETel C TSKEJIBIMU MepUHATATIbHBIMU MTOpaXxe-
HUSIMU TOJIOBHOTO Mo3ra. /leTckasi U moapoCcTKoBasi peadu-
smrammst. 2019; 39 (3): 22-27. [Sokolov P.L., Prityko A.G.,
Zykov V.P., Chebanenko N.V., Levchenkova V.D., Roma-
nov P.A. Methodological aspects of objectification of the lev-
el of motor and mental development in children with severe
perinatal brain lesions. Detskaya i podrostkovaya reabilitaci-
ya. 2019; 39 (3): 22—27. (in Russ.)]

Hemrosa C.A. CoBpeMeHHble NPUHLIMITBI KOMIUIEKCHOM
JMIMArHOCTUKHY U peabUINTallK TTepUHATATbHBIX MTOPaKeHU I
HEPBHOI CUCTEMbI M X TOCEACTBUIA. 2KypHan HEBPOJIOTHUI
u nicuxuatpun um. C.C. Kopcakona. 2017; 117(3): 40-49.
| Nemkova S.A. Modern principles of comprehensive diagno-
sis and rehabilitation of perinatal lesions of the nervous sys-
tem and their consequences. Zhurnal nevrologii i psihiatrii
im. S.S. Korsakova. 2017; 117(3): 40-49. (in Russ.)] DOI:
10.17116/jnevro20171173140—49

HImonun A.A., Manrvuyesa M.H., Meavnuxosa E.B., Heano-
6a I'.E. ba3oBble MPUHIMITEI MEIUIIMHCKON peabVIUTALINN,
peadbMINTalMOHHBIN nrarHo3 B kareropusix MK® u peabu-
JIMTAIMOHHBIN TJ1aH. BECTHUK BOCCTAHOBUTEIbHOU Meau-
uuHbl. 2017; 78(2): 16—22. [Shmonin A.A., Mal’ceva M.N.,
Mel’nikova E.V., Ivanova G.E. Basic principles of medical
rehabilitation, rehabilitation diagnosis in ICF categories and
rehabilitation plan. Vestnik vosstanovitel’noj mediciny. 2017;
78(2): 16—22. (in Russ.)]

bamoviwesa T.T., Kpanuexun A.HU., Ilapecopodues A.J..,
Cyxopykoe B.C., Tuxonoe C.B. Peabunurauusi Aeteil ¢ Io-
paxkeHUWEeM IIeHTPaJIbHOW HEpBHOW cucTeMbl. Poccuiickuii
BECTHMK IlepuHarosioruu u neguatpun. 2017; 62:(6): 7—15.
| Batysheva T.T., Krapivkin A.l., Caregorodcev A.D.., Suhoru-
kov V.S., Tihonov S.V. Rehabilitation of children with dam-
age to the central nervous system. Rossijskij vestnik peri-
natologii i pediatrii. 2017; 62:(6): 7—15. (in Russ.)] DOI:
10.21508/1027—4065—2017—62—6—7—15

Butler P.B., Saavedra S., Sofranac M., Jarvis S.E., Woolla-
cott M. H. Refinement, reliability, and validity of the segmental

IMoctynuna: 29.05.24

Konauxm unmepecos.

Aemopbt danHoll cmambu hoOmMeepounUu Omcymcmeue KoH-
(aukma unmepecos, PUHAHCOBOLL UNU KAKOL-AUO0 UHOIL
nodoepicKi, 0 KOMopbiX He0OX00UMO COOOUUMD.

10.

I1.

assessment of trunk control. Pediatric Physical Therapy 2010;
22(3): 246—257. DOI: 10.1097/ PEP.0b013e3181e69490
Camcornosa T.B., Hazaposé C.b. JlnarHocTdecKoe 3HaYCHUE
KOMITBIOTEPHOW CTAOMJIOMETPUM TIPU JIBUTATEIbHBIX Hapy-
LLIEHUSIX Y IeTelt mepBoro roga xu3Hu. Poccuiickuii BECTHUK
niepuHarosioruu u neauatpuu. 2019;64(5):97—100. [Samson-
ova T.V., Nazarov S.B. Diagnostic value of computer stabilo-
metry for motor disorders in children of the first year of life.
Rossijskij vestnik perinatologii i pediatrii. 2019;64(5):97—100.
(in Russ.)] DOI: 10.21508/1027—4065—2019—64—5—97—100
Camconosa T.B., Kpusonoeose B.A., Hazapos C.b., Pouib-
ckas H0.A. ®opMupoBaHKe OCTYPaIbHOTO KOHTPOJIS Y AeTei
MEPBOTO TONa XU3HU C HapyIIEHUEM MOTOPHOTO Pa3BUTHSI,
POAMBLIMXCS HA Pa3HbIX CpoKax recraiuu. Poccuiickuii Bect-
HUK TepuHaToioruu u reauatpun. 2023;68(4):46—51. [Sam-
sonova T.V., Krivonogov V.A., Nazarov S.B., Ryl’skaya Yu.A.
Formation of postural control in infants of the first year
of life with impaired motor development, born at different
stages of gestation. Rossijskij vestnik perinatologii i pediatrii.
2023;68(4):46—51. (in Russ.)] DOI: 10.21508/1027—4065—
2023—68—4—46-XX

Menawenko T.B., Tawuaxun A.H., o3ouaxoe A.B., Hap-
kxeeuu T.A., Kpacrnoeopckas O.JI., Haceipos P.A. u dp. Jlyue-
Basl OUAarHOCTMKa B KOMIUIEKCHOI OLIEHKE OCOOEHHOCTEeN
HEUPOIIACTUYHOCTU Y HEJIOHOIIEHHBIX HOBOPOXKICHHBIX
C JKCTpeMaJbHO HHU3KON Maccoil Tena. Ilemmartp. 2018;
9(6): 21-28. [Melashenko T.V., Tashchilkin A.l., Pozdnya-
kov A.V., Narkevich T.A., Krasnogorskaya O.L., Nasyrov R.A.
et al. Radiation diagnostics in a comprehensive assessment
of the characteristics of neuroplasticity in premature new-
borns with extremely low body weight. Pediatr. 2018; 9(6):
21-28. (in Russ.)] DOI: 10.17816/PED9621-28

buikosa 10.K., Ywakosa JI.B., Puaunnosa E.A., Cyeak A.b.,
Bamoaun K.B., 3yokoe B.B. u dp. CTpyKTypHBIE 0COOEHHOCTHU
TOJIOBHOTO MO3ra ITyOOKOHEIOHOIIIEHHBIX HOBOPOXKICHHBIX
MpU yJIBTPa3ByKOBOM UcclienoBaHuu. HeoHarosnorusi: HoBo-
ctu, MHeHus1, ooyuenue. 2023; 11(2): 39—47. [ Bykova Yu.K.,
Ushakova L.V., Filippova E.A., Sugak A.B., Vatolin K.V.,
Zubkov V.V. et al. Structural features of the brain of very
premature newborns during ultrasound examination. Neo-
natology: news, opinions, training. Neonatologiya: novosti,
mneniya, obuchenie. 2023; 11(2): 39—47. (in Russ.)] DOI:
10.33029/2308—2402—2023—11—2-39—47

Received on: 2024.05.29

Conflict of interest.

The authors of this article confirmed the absence con-flict
of interests, financial or any other support which should be
reported.

POCCUCKWIA BECTHUK MEPUHATOJIONW U MEANATPUM, 2024; 69:(4)

ROSSIYSKIY VESTNIK PERINATOLOGI! | PEDIATRII, 2024; 69:(4)



Acconpanuu noJJuMop(pu3MoB reHOB IJIyTATHOHA-S-TpaHcdepasbl
u N-aneruarpancgepasbl 2-ro TUNA Y JieTeil ¢ OCTPbIM JUM(DOOIACTHBIM JIEHKO30M

10.11. Ceemmurosa’?, J1.A. Cmenanenxo’, H.II. [lepemonuuna’, T.A. boxosa®?, T.B. bap3synosa’,
10.A. Kosnoe'?, C.U. Manoé', O.11. Toamauesa’, U.B. Manoe’

'PreQy BO «MpkyTckunii rocyaapCcTBEHHbI MeauUMHCKKIA yHBepcuTeT» Munsgpasa Poccuun, UpkyTck, Poccus;
°IrbY3 «MpkyTckas rocygapcTBeHHas ob6nacTHasa aetckas knnHudeckas 6osbHuLa», MpkyTck, Poccus;

SrBY3 MO «MockoBckuii 06/1aCTHOM HayYHO-UCCeA0BaTENbCKNI KNUHNYECKUI MHCTUTYT UMm. M., Bnagnmmnpckoro»,
Mocksa, Poccus;

“Pre0Y BO «Poccuiickunii HaumoHanbHbli ccnenoBaTesibCKnin MeanUMHCKNA yHuBepcuTeT M. H.U. NMuporosa»
Mwunsgpasa Poccun, Mocksa, Poccus
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type 2 genes in children with acute lymphoblastic leukemia
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Pa3Butue nepcoHnQUIMPOBAHHOI MeTUIIMHBI HEPA3PHIBHO CBA3AHO C U3yYeHHEM NeHETHYECKOTO MPOMIIs MANMeHTa, Onpenesio-
LIEro He TOJbKO 0COOEHHOCTH TeUeHHs 3200/I€BaHNUS, HO U PUCK €r0 BOSHUKHOBEHMS.

Ileapb uccienoBanus. VisyyeHne BO3MOXKHBIX accouuanuii Mmexay noauMopgusmamvu reios GSTT1, GSTM1, NAT2 v npenpacnoJio-
JKEHHOCTDIO K PA3BUTHIO OCTPbIX JTMM(OOIACTHBIX JIeiiK030B Y neTeii BocTouno-CrudHpCKOro pernona.

Marepuansl u Metonpl. O0caenoBanbl 82 pedeHka ¢ ocTpbIM JHMGOOGIACTHBIM JIeiiKO30M U 227 310pPOBBIX JA00POBOJIBIEB,
He UMEBIIMX B AHAMHE3€ OHKOTeMATOJIOTMYECKOil MaTojoruu. BhisBiieHne Je1enMOHHbIX NOJIMMOP(U3MOB B TeHAX IJIyTATHOH-S-
Tpanchepas GSTTI u GSTM1 nposoaunu MeTonoM nommepasHoii nennoi peakuun (I1LIP) ¢ anekrpoopeTnyeckoii neTekuumeit
NPOAYKTOB aMIIMUKALMH B arapo3HOM reJie; onpeaejeHue THIA aleTWIMPOBAHUSA — C MOMOIIbIO T€eHOTUIMPOBAHMUS OTHOHYKJIE-
otuaHoro nommopdusma rs1495741 rena NAT2 nyrem nposenenus IILIP B peansnom Bpemenu. MaTtepuasiom Ui UCC/Ie0BAHUS
nocuayumm npodbl JIHK, BbinesienHbie U3 06pa3uoB OYKKAJILHOTO SMUTEHS.

Pe3ynbTaThl. YCTaHOB/IEHO NPe00JafaHie MeIEHHOTO0 THNA ANETHIMPOBAHUA Yy NanueHToB BocTouno-CuHOMPCKOro permosa,
NpoBe/IeH pacyeT acCONMATHBHON CBSI3M MEXKIY THIIOM ALETHIMPOBAHUS W reHeTHdecKumu nommopdmmamvu GSTT1 u GSTM1,
NMOCTPOEHBI FeHeTHYeCKHe ceTH ¢ nomoinbio aaroputMa GeneMANIA u nporpammsi Cytoscape 3.10.1.

3akmouenne. CKOPOCTh AUETHIMPOBAHUS KCEHOOMOTHKOB He BJIMSIET HA PUCK Pa3BUTHUS OCTPOro JMM(o0IaCTHOrO Jieiiko3a y aeTeii
€BPONEOIHON ITHUYECKO# Tpynmbl BocTouHo-CHOMPCKOro peruoHa; accouMaTHMBHAS CBSI3b MEXAY nejieuusiMu B reHax GSTM1
U GSTT1 v puckoM pa3BUTHS OCTPOro JIMM(OOIACTHOTO JIeiiKo3a y JieTeil eBponeouIHOoi STHIYecKo# rpynmbl BocTouno-Cudupckoro
PErHoHA OTCYTCTBYET. Y CTAHOBJIEHO, YTO PUCK PA3BUTHS OCTPOro iuMGoOIACTHOrO JIeiiKo3a y JeTeil I0CTOBEPHO BbIlIe IPH BAPHAHTE
coYeTaHuii ajiieseii ObIcTporo Tuna anetTuanpoBanns NAT2 u HopMmaabHoit akTuBHOCTBIO GSSTI u GSTM1 (G /G, active, active).

Karouesvte caosa: demu, NAT2, enymamuon-S-mpancgepaza, GSTT1, GSTM 1, ocmpoiit aumpobracmmublit 1eiiko3s.

Ana umtupoBarHuns: Coemwumkosa (O.1., CtenaHeHko J1.A., lNepetonunHa H.I1., bokoBa T.A., bap3yHosa T.B., Kosnos 0.A., Manos C.U.,
Tonmavesa O.[1., Manos U.B. Accouvanmm noammop@u3mMoB reHoB riyTatmoHa-S-tpaHcgepasdsl u N-auetuntpaHcgepass! 2-ro tuna y getei
C OCTPbIM 1uMO6IaCTHBLIM SIeHKO30M. Poc BeCTH nepuHaton v neguatp 2024; 69:(4): 51-56. DOI: 10.21508/1027-4065-2024-69-4-51-56

The development of personalized medicine is inextricably linked with the study of the patient’s genetic profile, which determines not
only the features of the course of the disease, but also the risks of its occurrence.

Purpose. The aim of the work was to study possible associations between the genetic polymorphisms GSTT1, GSTM1, NAT2 and
predisposition to the development of acute lymphoblastic leukemia in children of the East Siberian region.

Material and methods. A total of 82 children with acute lymphoblastic leukemia and 227 healthy volunteers with no history of hemato-
logical pathology were examined. Deletion polymorphisms in the glutathione S-transferase GS7T7T1 and GSTM1 genes were detected
by polymerase chain reaction (PCR) with electrophoretic detection of amplification products in agarose gel; the type of acetylation
was determined by genotyping SNP rs1495741 of the NAT2 gene by conducting a polymerase chain reaction in real time. The mate-
rial for the study was DNA samples isolated from buccal epithelium samples. Statistical processing allowed us to draw the following
conclusions: the rate of acetylation of xenobiotics does not affect the risk of acute lymphoblastic leukemia in children of the Caucasian
ethnic group of the East Siberian region. There is no associative relationship between deletions in the GSTM1 and GSTT1I genes and
the risk of developing acute lymphoblastic leukemia in children of the Caucasian ethnic group of the East Siberian region. It was found
that the risk of developing acute lymphoblastic leukemia in children was significantly higher with the variant of combinations of alleles
of the rapid type of NAT2 acetylation and normal activity of GSST1 and GSTM1 (G/G, active, active).

Key words: children, NAT2, glutathione-S-transferase, GSTT1, GSTM 1, acute lymphoblastic leukemia.
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OPUITNHAJIbHBIE C

b

Hocnexmee JIeCSITUJIETHEe O3HAMEHOBAJOCh aKTUB-
HBIM U3y4YeHHEM (apMaKOreHETUYECKOTO Mpo-
¢bunsg maumeHTa M pa3pabOTKOW TMepPCOHUPUIIUPO-
BAHHOTO HampaBJeHHUs JIEKApCTBEHHOW Tepanuu.
OcoOblif MHTEepec TpencTaBisieT M3ydeHue ¢hepMeH-
TOB OuoTpaHcopMalMu KCEHOOMOTUKOB — JieKap-
CTBEHHBIX W JPYIUX YYXEPOAHBIX IS OpraHu3Ma
coenuHeHuit. K omHuM u3 Haubojee U3yUYeHHBIX
depMeHTOB BTOpoii ¢a3pl MeTaboim3Ma KCEeHOOMO-
TUKOB OTHOCSIT TJyTaTuOH-S-TpaHcdepasy (GST),
N-anerunrpancgepasy 2-ro tumna (NAT2), koro-
pble MOTYT MeTaboJM3UpOoBaTh KaK KCEHOOMOTHK,
TaKk W MeTaboJuThl, oOpa3oBaBIIMECS B IIpoliecce
nepBoii  ¢aszel  gerokcukauuu [1]. TeHeTmyecku
NeTEPMUHUPOBAHHOE W3MEHEHME aKTUBHOCTU OTUX
¢depmeHTOB BausieT Ha 3PHEKTUBHOCTh MEIMKAMEH-
TO3HOU Tepanmuu U 4acTOTy ee MOOOUHBIX I(PPeKTOoB.
OnHako mosuMopdu3Mbl TeHOB OMOTpaHChOpMaLIU
KCEHOOMOTHKOB pacCMaTpUBAIOTCS U C TMO3ULUU UX
poiu B BO3HMKHOBEHUM 3a00JIeBaHUWiIl. DTO CBSI3aHO
C HacClIeNCTBEHHO JETEPMUHUPOBAHHON UYYBCTBU-
TEJILHOCTBIO K AEMCTBUIO MyTareHOB, KOTOPOE MOXET
WHIYUMpPOBaTh OHKOTeHe3. Tak, 1Mo JaHHBIM JUTepa-
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TypbI, OOHapyKeHa CBSI3b HyJIeBbIX reHOTUII0B GSTT 1,
GSTM1 v paka MOYEBOTO ITy3bIpsi, MIEPBUYHOTO paka
MeYeHW U THUIIeBOoJa B KUTAWCKOU momyasuum |[2].
YcTaHOBJIEH TOBBILIEHHBI PUCK Pa3BUTUSI MUEIO-
nponaudepaTuBHBIX OO0JIe3HEH TMpPU TOMO3UTOTHOM
HocuTenbcTBe HyneBoro amnenss GSTTI [3]. C nmoBsi-
IIEHHBIM PUCKOM pPa3BUTHUS OCTPOTO MUETOUIHOTO
JIeliKo3a accollMupoBaH HyJeBoil reHotun GSTMI1
y xxuteneit Boctounoit Azum [4].

TouHble TPUUMHBI Pa3BUTHUSI OCTPOTO JIeliKO3a HeU3-
BecTHbl. OnHa M3 Mojesieli BOBHUKHOBEHUSI OCTPOTO
JeiiKko3a y AeTeid — pe3yJibTaT CJIOXHOTO B3auMOJIEN-
CTBUS TTIOJUMOP(HBIX TEHETUYECKUX CUCTEM OpraHu3Ma
W pasnTnYHBIX (aKTOPOB OKpyxXKaromeil cpensl |[5].
ITockonbky GST 1 NAT2 ocyliecTBIsIIOT OKOHYATEb-
HYI0O JETOKCHKAIIMI0 KCEHOOMOTUKOB, TIpEACTaBIIsIeT
WHTEpeC U3yYeHUe PaclpoOCTPaHEHHOCTH B MOMYJISIIIUN
noJUMOp(HBIX BapuMaHTOB TE€HOB, KOIMPYIOUIMX 3TU
¢depMeHTBI, 1 UX BOBMOXHOM accollalliu ¢ pa3BUTUEM
OCTPBIX JJEUKO30B y IeTel

Ileap wccienoBaHusA: BBISIBUTh acCOLMALIMKA MEXIY
reHetnyeckumMu noaumopbusmamu  GSTTI, GSTMI,
NAT2 v npenpacrioloXXeHHOCTbIO K Pa3BUTHIO OCTPBIX
MMdOOIIaCTHRIX JIEHKO030B y meTeil Boctouno-Cubup-
CKOTO perroHa.

XapakTtepucTtuka petei U MeToAbl UCCNeaoBaHUS

B wuccrmenoBanum mpuHsaM ydacthe 82 pebOeHKa,
OOJILHBIX OCTPBHIM JTUMGOOIACTHBIM JIEUKO30M (OCHOB-
Hasl TpyTIia), HaXOAUBIIMXCS Ha OOCIIeTOBAaHUU U Jieye-
HUM B OHKOreMarojoruyeckoM otnejseHuu [BY3
WUTOJAKB. I'pynmy KoHTpoJist coctaBusiv 227 31M0POBbIX
CTYIEHTOB MEIWIIMHCKOTO KoJjuiemka. Bce oOcnemye-
Mble TIpUHAUIEKAIN K OTHUUYECKOUN TPYyIMIe PYCCKMX.
I'pyrmer 6bUIM cortocTaBUMBI 110 TT0Ty. CpeqHMii BO3pacT
MalKXeHTOB OCHOBHOM TPYINbI cocTtaBua 5,6+4,6 rona,
KOHTPOJbHOM Tpynmbl — 19,6+1,6 roma. KonTponbHas
rpynma 3I0POBBIX TOOPOBOJIBLIEB WMEHHO 3TOTO BO3-
pacTHOTro Auarna3oHa Obuta BbIOpaHa B CBS3M C JOCTOBEP-
HBIM OTCYTCTBHEM Yy HHUX TeMO0JIacTO3a U MHOTO OHKO-
reMaToJIOTMYeCKOro 3a00JIeBaHMs 10 JaHHBIM aHaMHe3a
1 aMOYJIaTOPHBIX KapT.

Marepuanom st ucciaenoBaHust ciayxuina JHK,
MoJIydeHHasl TyTeM COCKoOa OYKKaJIbHOTO SITUTENHSI.
OOpa3siibl OYKKaJbHOTO BMUTENNSI ObUIM B3SITHI TOCTE
MOJY4eHUsT WH(MOPMUPOBAHHOTO COTJIacHsT  H00po-
BOJIbIIA WJIM 3aKOHHOTO TIPEICTAaBUTENsI TallMeHTa.
IIpoBeneHue HacTOSIIIEr0o UCCAEIOBaHUSI OA00pPEHO
JIOKaJbHBIM  3TUYecKUM Komutetom OI'BOY BO
WUT'MY Munsznpasa Poccuu (mporokosn Ne3 ot 2018 r.).
OrnpeneneHue OeIeIMOHHBIX MOJUMOPGU3MOB B TeHaX
rytatuoH-S-tpaHchepas GSTTI wn GSTMI1 4eno-
BeKa OCYIIECTBISUIM C IMOMOIIbI Habopa peareHTOB
«AmmuCenc GSTTI1/GSTMI-EPh» (MockBa) mero-
noM nosuMepasHoi nernHoi peakuuu (ITLP) c anek-
TpodopeTHUecKOoii AeTeKIuel MPOAYKTOB aMIUTU(UKa-
IIMM B arapo3HoM rejie. MoJeKyasIpHO-TeHEeTUYeCKHe
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Casemuyurosa FO.11. u coasm. Accoumanny moauMophU3MoB TeHOB IyTaTHOHA-S-TpaHcdepasbl 1 N-aueTuiTpaHcdepasbl 2-ro TUIA y JeTeil. .

Tabauya 1. Pacnipenenenue neTeii Mo TUITY alleTUIMPOBAHMS B HCCJIeyeMbIX IPynmax
Table 1. Distribution of children by type of acetylation in the study groups

THn aneTHIMPOBAHNS Boabhbie (n=82) Kontposs (n=250) OIII (95% JA) P AIC moznemn
KonomuHaHTHasT MO HACETOBAHMS
MenneHHbIIX 44 (53,7%) 141 (56,4%) 1,00
TTpoMeXyTOUHBII 29 (35,4%) 95 (38%) 0,98 (0,57—1,67) 0,2829 374,7
BeicTphrii 9 (11%) 14 (5,6%) 2,06 (0,83—5,08)
JloMUHAHTHAsI MOJIEJIb HACJIeTOBAHMSI
MenneHHbIIT 44 (53,7%) 141 (56,4%) 1,00
0,6648 375,0
TTIpoMeXXyTOUHBIIA + OBICTPBIIA 38 (46,3%) 109 (43,6%) 1,12 (0,68—1,84)
PenieccuBHast Mozenb HacaeMOBAHUS
Memnennslii + ITpoMeKyTOUHBI 73 (89%) 236 (94,4%) 1,00
0,1125 372,7
BricTphlii 9 (11%) 14 (5,6%) 2,08 (0,86—5)

Ipumeuanue. O — otHoeHue maHcoB; IV — noseputenbHblil uHTepBai; AIC — nH(OpMalMOHHbBIN KpUTEpUit AKauKe.

nccienoBaHus Tposomuim Ha 6aze HUUM Omomenn-
LIMHCKUX TeXHoJIoruii MpKyTCKOro rocynapcTBEHHOTO
MenuuuHckoro yHuBepcuteta. st akcrpakuum JITHK
WUCTIONb30BaIM  KOMIUIeKT peareHToB PUBO-npen
(«AmmumuCeHe», Poccus), pekomenmoBanHbiii @BYH
IIHUHN snupemmonorum PocmorpebHam3opa, B cOOT-
BeTCTBUU ¢ WMHCTpyKiuei. Boigenennywo JHK nHemo-
CPEICTBEHHO WCIIONb30Baiu mist ToctaHoBku [1L[P
C 3JeKTpodopeTHIYeCKOl aeTeKlreil Ha aMIuinduKa-
tope «bUC» (HoBocubupck). C nmpodamu JHK mpo-
BOJIWJIM peakluio amIuindukanuu ¢pparMeHTOB T€HOB
GSTTI n GSTM1, conepxalux neJelMOHHBIE MOJIM-
MOpP(MU3MBI, TIPU TIOMOIIN CIEeMUMPUISCKUX TpaiMe-
poB n depmenta Taqg-TosmMmepasbl. B KadecTBe BHY-
TPEHHETOo KOHTPOJISI MCIIOJb30BAIM Te€H albOyMHHa
(mocne ammudukanuu  ¢GparMeHT TPUCYTCTBOBAJ
Bcerna). IlpuroroBneHne peaklMOHHBIX CMeceil Mpo-
BOJIMJIM COTJIACHO WHCTPYKIIMM K HabOpy peareHTOB.
OO0muit 00beM peakIIMOHHON CMECH COCTaBWII 25 MKII,
Britovass oobeMm 1ipoosl JJHK — 10 mkia. ITporpamma
aMIInuKaIMu BKJOYaia CJeIyIolIne 3Tafbl: yaep-
XKuBaHMe TeMriepatypbl — 95 °C 5 MUH; IUKJIMPOBaHUE
1 —95°C —15¢,60°C — 15¢, 72 °C — 20 ¢, yucnio
ouKIoB 45; nuknmmposanue 2 — 72 °C — 2 MUH, YHUCIIO
HUKJI0B 1. AHaaM3 MPOMYKTOB aMIUIM(MUKAIIUU TPO-
Bomuin pasnencHueM ¢parmentoB JJHK B araposnom
rejie B COOTBETCTBUM C MHCTPYKILIMEN K UCTIOJIb3yeMOMY
KOMIIJIEKTY peareHTOB. PasaeneHue ¢dparMeHTOB OcCy-
IIECTBIISUIM B arapo3HOM TeJie TOIIIMHOM oKojio 0,6 cM,
KOHILIeHTpaLuei arapo3sl 1,7%. KonndecTBo mpoaykra
aMIinduKanu, BHOCUMOIO B JIYHKY, COCTaBJIsLIO
5 MKia. B kaxmom psmy mopoxkeK Tenst 00s13aTelIbHO
CoiepKanuch MOJOXUTENbHbIN KOoHTposb [ILIP (K+)
u mapkep mojekyaspHbix Mmacce JHK. Wutepripera-
nuio pedyabratoB IILP-mcciaenoBanust TpoBOaMIN
M0 HaJUYMIO WJIM OTCYTCTBUIO Ha 3JeKTpodoperpamme
cnenuduueckux mosoc amruimuumrpoBanHoit JTHK.
JnvHa cneuu@uueckKux Iojoc aMIInGUIMPOBAHHBIX

¢parmentoB JIHK cocrasaama: GSTTI — 459 n.H.,
GSTM1 — 219 n.H., ALB — 350 n.H.

WHTepnperalinio pe3yIbTaTOB aHaau3a TOJUMOP-
dusma B reHax GSTTI u GSTMI nipoBOOMIN CIIEIYIO-
1M 00pa3oM:

1. OtcyTcTBHE B TOPOKKE MOJIOCH 459 11.H. mpy Ha/IM -
yuu nojiockl 350 m.H. — neneuwnst B reHe GSTT1 B roMo-
3UTOTHOM COCTOSTHUU.

2. Hanuuue B mopoxke rojiockl 459 1.H. mpu Halu-
yuuy 11oa0ckl 350 m.H. — He 00HapyXeHO JeJIelINN B TeHe
GSTTI B TOMO3UTOTHOM COCTOSTHUU.

3. OtcyTCcTBUE B JOPOXKKE MOJIOCH 219 11.H. mpy Haym-
yuu 1niojockl 350 m.H. — penenus B reHe GSTM 1 B roMo-
3UTOTHOM COCTOSTHUU.

4. Hanmnuue B nopoxke moJyiochl 219 1.H. ipy HaJIM-
yuy 11oa0ckl 350 m.H. — He 00HapyXeHO JeJIelINN B TeHe
GSTM I B TOMO3UTOTHOM COCTOSTHUU.

5. B mopoxKe, COOTBETCTBYIOLIEH MOJIOXUTETBHOMY
koHTtpoto atana [P (K+), nomkHbl ObITH 3 TIONOCHI
Ha ypoBHe 459, 350 u 219 1.H.

6. TMomoca 350 m.H. goKHA OBITH BO BCEX MPO-
oax, comepxamux JHK uemoseka. Pesymwrar ITLIP-
WCCIIEIOBAHUS CYUTAIA TOCTOBEPHBIMM, €CIU ObUTH
MOJYJYeHBI TIPaBUJIbHBIC PE3yJAbTaThl IS TTOJOXUTETb-
HOTO W OTPUIATENILHOTO KOHTPOJIEH aMITIu(@UKaun
M OTpULIaTeJIbHOTO KOHTpOoJIst aKcTpakiuu JTHK.

Tun auernnupoBanust onpenensuiu 8 HUM 6uome-
IULIVHCKNX TexHojoruii UI'MY ¢ moMonipio reHOTUITH -
poBaHust SNP 151495741 rena NAT2 nytem npoBeeHUS
TILP B peansHoM Bpemenu [6]. CymmapHyio GpakiLIIO
HykJenHoBblx KuciaoT (JAHK) Beimensiin uz 100 mMxa
HCCIIelyeMOro  MaTepuana COPOLIMOHHBIM — METOIOM
¢ nomombio Habopa JJHK-cop6-B cormacHo mporoxoiry
npousBoaurens («MurepJlabCepBuc», Mocksa). UneH-
TU(UKALIMIO TEHOTUTIA OCYIIECTBIISIIN 10 CTAaHAAPTHOMY
MPOTOKOJIy C MCIOJib30oBaHUEM amIuiugukaropa Real-
time CFX96 Touch, curnan ¢oopecleHIIN perucTpu-
poBau 1o kaHaigam FAM (520 am) R6G (557 Hm) mryTem
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nerekiun curHaiza Mexay 18—38 uukinamu. I'enotun A4
COOTBETCTBOBAJI MEUICHHOMY TUITy alleTUJIMPOBaHUSI,
AG — ipoMmexxyrouHomy, GG — OBICTpOMY.

CTaTUCTUYECKUIT aHauM3 TMPOBEAEH C TMOMOIIbIO
si3plKa TporpamMmupoBaHusi R mis  cratuctuyeckoi
00pabOTKM TaHHBIX U PAOOTHI C rpahnKOi1, COOTBETCTBHUE
pacmpenesieHus] TEHOTUIIOB M aJljieiell OXuuaemMomy,
paccuMuTaHHOMY COIJIACHO paBHOBecuio Xapnu—BaiiH-
Gepra, OLIEHUBAJIM C TOMOILbIO KpuTepusi y2 [7]. HacToTsr
ajuiesieil B MCCleAyeMbIX IPyTIiax CpaBHUBAIMU C UCTIONb-
30BaHMEM TOYHOTO KpuTepuss Puiepa MNpu ypoOBHE
sHauumocTu p<0,05. Accoumanuto reHoturiop GSTTI1,
GSTMI1 n NAT2 paccuuTbhiBald C WCMOJb30BAHUEM
nakera SNPassoc U nepecTaHOBOYHOTO TOYHOTO TecTa
®umepa [8]. Paznuuusg B Tpymmax CuyMTaIv JOCTOBEP-
HbIMU Tipu p<0,05.

Pe3ynbraTbl n 06CyXaeHue

N-auetuirpancdepasa 2-ro THUIIA (NAT?2)
u rayraTuoH-S-tpaHcdepaza (GST) otHocsTcst K dep-
MEHTaM BTOpO (a3bl YHHUBEPCATBHOTO KOMILIEKCa
neTtokcukaiuu yeiaoBeka. NAT2 ydacTByeT B akKTMBallMU
1 00e3BpeXKMBAaHUN JIEKAPCTBEHHBIX TTpernapaToB U BO3-
MOXHBIX KaHIleporeHOB. [TouMopdu3MBbI B TeHe onpeie-
JITIOT Pa3IMIHYIO0 CKOPOCTh PaboTHI (pepMeHTa: OBICTpOE,
MPOMEXYTOUHOE M MEUIEHHOE alleTWwinupoBaHue. Turm
aleTMIIMPOBAHUS W HEKOTOPbIE TMOIMMOPMOU3MBI TeHa
aCCOIIMMPOBAHBl C BBICOKMM PUCKOM pPa3BUTHS pakKa
U JIEKAPCTBEHHOW TOKCUMYHOCTH. Tak, W3BecTHa pOJb
OIHOHYKJIEOTHIHOTro momuMopdusma rs1799931 u men-
JIEHHOTO THTIa alleTUJIMPOBAHUST B Pa3BUTHU OCTPOTO JIeii-
K032, TIOKa3aHHOT0 B KUTaCKOM momyisiuuu [9].

CorracHO TOJTyYeHHBIM HaMU JTaHHBIM YacTOTa TeHO-
tuna NATZ2, cBS3aHHOTO C MeEJIEHHBIM alleTWJIMPOBa-
HUeM, Oblia Tipeobianmatomeit — 53,7%, TIPOMEXYyTOY-
HBII TUM aleTWIMPOBaHUsST cocTaBui 35,37%, OBICTpBIN
turt — 10,97% (tabn. 1). PacueT OTHOIIEHUS IITaHCOB
(OI) pa3BUTHSI OCTPOTO JIeKO3a TTPOBOAMIICS 10 TPEM
MOJIEJISIM HacjieloBaHUsl: MoJeab | (KOJOMUHAHTHAasI)
OCHOBaHa Ha BJIUSIHUW KaXXIOTO TUIIA alleTHJIMPOBAHMS,
Mojes b 2 (JOMMHAHTHasl) — TOJIbKO MEUIEHHOTO THUIIa
alleTWIMpPOBaHus, Moneib 3 (peleccuBHAsi) — TOJIBKO
ObpicTporo Tuma aneTwinpoBanusi. CorinacHO pe3ysbTa-
TaM BO BCEX TPeX MOMIENSIX HAcJeTOBaHUSI He TOJy4eHO
CTATUCTUIECKU 3HAUMMBIX Pa3JIMUUI U, COOTBETCTBEHHO,

OPUINHAJIbBHbBIE CTATbU

HE BBISIBJIEHO aCCOIIMaTUBHOM CBSI3U MEXIY CKOPOCTBIO
alleTUIMPOBAaHUsI KCEHOOMOTUKOB M Pa3BUTUEM JIEHKO-
30B Y JIETEH.

GSTTI] — reH, Kogupymwluii (hepMeHT TJIyTaTHOH-
S-tpaHcdepasy knacca "tera” (©). DToT OGeJIOK KaTaau-
31MpyeT KOHBIOTALIMI0 BOCCTAHOBJIEHHOTO TJIyTaTMOHA
C pa3HOOOpa3HBIMU 3JIEKTPODUIBHBIMU U TUAPOGHOO-
HBIMU MoJIeKy1aMu. EcTb cBeieHUsI, YTO HYJIeBbIe TeHO-
tunbl GSTT1 cBA3aHBI C MOBBIIIIEHHBIM PUCKOM BO3HUK-
HOBEHMS JICHKO030B y XXutejeil Boctounoit Asum [10].

GSTMI — reH, KOOUPYWOIIWA  TJyTaTHUOH-
S-tpaHcdepady kiacca «Mmio» (p). HaHHBINA (hepMeHT
y4acTByeT B 00€3BpPEeXMBAHWM TYTEM CBSI3BIBAHUS
C TJYTaTUOHOM 3JIEKTPO(MWIBHBIX BEIIECTB, BKJIOUAIO-
WX KaHIIEpOTeHbI, JIeKapCTBEHHBIC TperapaThl, Mpo-
MYKTbl OKUCJUTEJIBbHOTO CTpecca, TOKCMHBI M TOKCH-
KaHTBl M3 OKpyXatomieil cpenpl. Jdeneunu rena GSTM 1
aCCOLMMPOBAHBI C TIOBBIIIEHHBIM PHUCKOM pa3BUTHS
HEKOTOPBIX PAKOBBIX 3a00JeBaHUIl BCJIEICTBUE HEIO-
CTATOYHOM Ie3aKTUBAIIA TOKCUYHBIX BEIIECTB U KapIv-
HoreHoB [11].

YcraHoBIIeHO, 4YTO YacToTa 3a00JIeBaHUSI OCTPHIM
JMM(OOJTACTHBIM JIEITKO30M, B 3aBUCUMOCTH OT JeJICIINA
GSTTI n GSTM1, He nMeeT CTATUCTUYECKN 3HAUMMBIX
OTJIMYUMIA OT TPYTITBI KOHTPOJIS (Tab. 2).

Jns ycTaHOBJIEHUSI acCCOIMAaTUBHOM CBSI3U MEXIY
TATIOM alIETUJIMPOBAHUS W TeHETUYECKUMU  TIOJIH-
mopdusmamu GSTTI v GSTM1 Obln mpoBeneH pac-
yer OIIl mo peleccuBHOl MoIeIM HacCIeIOBaHMUS,
TaK KaK Yy HOCHUTeJel TOMO3UTOTHBIX BapHaHTOB
ajeneit ¢ nmeneuMeit cuHTe3 (hepMeHTa HE TMPOUMCXO-
mut [12]. CornmacHo petieccuBHoi monenu (F = 13,266,
df = 6; p=0,032) pucK pa3BUTHUS OCTPOTO JIeiiKO3a BHIIIIe
B 7,45 pasa npu BapuaHTe COUeTaHUi ajijiesieit ObICTPOro
tuna aneruaupoBanus (G/G) U HOpMabHOW aKTUBHO-
creio GSSTI v GSTM1 (pperm<0,05). B otHomeHnun npy-
TUX TIoKa3aTejiell TOCTOBEPHBIX OTJIMUMI HE TMOJy4eHO
(tabn. 3). IlpuBeneHHbIE NaHHbBIE MOJIyYEHBI BIIEPBBIE,
M B JOCTYITHBIX WCTOYHMKAX JINTEpATypbl paHee HaM
He BCTpevasucCh.

Jns  BbISIBIEHUSI B3auMoOnecTBUil TeHOB NAT2,
GSTTI v GSTM1 6b111 TIOCTPOCHBI TEHETUYECKUE CETU
¢ nomotbio anroputMa GeneMANIA u mporpammbl
Cytoscape 3.10.1 (cm. pucyHok) [13]. TlpomyKTsl 3TuX
TeHOB, y4acTBYSl BO BTOpO# paze meTabosin3Ma 4Jyxke-

Tabauya 2. Yacrora renotunoB GSTT1 v GSTM1 cpeau B3pOCIIbIX U IeTeid, MPOKUBAIOMNX HA TeppuTopun BocTounoii Cudupu
Table 2. The frequency of GSTT1 and GSTM 1 genotypes among adults and children living in Eastern Siberia

I'pynna KoHTpo.s OcHoBHas rpynna

T'enorun (1=227) (1=82) OIII (95% A1) p (kpurepwuii x°)
GSTTI-active 182 (0,8018) 68 (0,8293)
GSTTI-null 45 (0,1982) 14 (0,1707) 0,84 (0,42—1,59) 0,587
GSTM I-active 115 (0,5066) 38 (0,4634)
GSTMI-null 112 (0,4934) 44 (0,5366) 1,19 (0,71—1,98) 0,5025

Ilpumeuanue. OLLl — oTHowEeHMeE 11aHCcOB; IV — noBepUTeIbHBII MHTEPBAI.
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Casemuyurosa FO.11. u coasm. Accoumanny moauMophU3MoB TeHOB IyTaTHOHA-S-TpaHcdepasbl 1 N-aueTuiTpaHcdepasbl 2-ro TUIA y JeTeil. .

POJHBIX BEIIECTB, KaTaJU3UPYIOT pa3HbIE TMPOIIECCHI:
NAT2 — mepeHoOC alleTWILHOW TPyMIlbl K CyOCTpary,
a GSTTI v GSTM1 — nepeHoc TayTaTUOHA K CyOCTparty
WJIX BOCCTaHOBJIEHUE OPraHWYECKMX TMAPO- U BHJOIE-
pokcunoB g0 criuptoB [14]. TakuM oGpa3oM, KOHBIO-
raumsi MOTeHIMATIbHO TOKCUYHBIX BEIECTB U y4dacThe
B 3TOM (PEPMEHTOB 3aBUCSIT OT XMMMYECKOI CTPYKTYpPbI
BeIIeCTB U (PYHKIIMOHATBHBIX TPYIII, KOTOPBIE JOCTYITHbI
IIJIST TIPOLIECCOB MeTaboIu3Ma.

CorjacHO pe3yJibTaTaM MEXIEeHHBIX M OeJKOBbIX
B3aumoneiictBuit NAT2 u GSTM 1 umeror ob1ue cBs3u
¢ DAO n FAH. DAO — pumamuHOKCcHUIa3a, y4acTBYeT
B MeTaboiu3Me, OKMCICHMM M WHAKTUBAllMM TUCTa-
myuHa u noymamuHOB [15]. FAH — dymapunanero-
aleTaTruaposiasa, KaTaJIu3upyeT MeTaboIu3M aMUHO-
KUCJIOT U JunuaoB. Hanbosee n3BecTHa posib MyTaluii
B reHe FAH B pa3BUTMM HacCJeICTBEHHOW THUPO3WHE-
mun I tuna [16]. Mcxonst U3 npeactaBieHHbBIX JaHHBIX
B pe3yjibTaTe peakiiuii, KoTopble Kataausupyrrcs DAO
n FAH, o0pa3sylooTcsi TpoMexXyTOUHbIE MeTaOOJUTHI,
WCTIOIb3yeMble B KaUeCTBe CyOCTparTa B peakilusX, KaTa-
mmsupyeMbix NAT2 v GSTM 1w GSTT]I.

Takum o0Opa3om, ObICTpasi aKTUBallMs KaHIlEpore-
HOB TiyTeM N-aleTUJIMPOBaHUS MOXET OBbITh YacCThbIO
HaKOMUTEIbHOTO 3(deKkTa, MPUBOASIIETO K MyTallusIM
B CTBOJIOBBIX KJIETKAX, U CJIY>KUTh TPUTTEPOM B pa3BUTUU
ocTporo Jeiiko3a y aeteit. [1pouecc merabonnsma yyxe-
POJIHBIX BEIIECTB — MHOTOCTAAUIHBII, B HEM y4aCTBYIOT
Oenkn-pepMeHThl  pa3IMyHbBIX cemelcTB. ClemoBa-
TeJbHO, JUISI OTIpeesIeHUs] POJIU TTOJMMOP(GU3MOB HEOO-
XOJMMO paccMaTpuBaTh MX B3aMMOICHCTBUE HAa Pa3HBIX
cranusix. [lanbHeiiee wu3ydyeHue @(apMaKOTeHOMHbBIX
MapKepoB TMPENCTaBIISIETCS TIEPCIIEKTUBHBIM, OCOOEHHO
NI OTIpe/ieJIeHUsI TPYTIT PUCKa, a B TMOCIEAYIOIeM —
MepcoHaIu3aluu Teparnuu.

BbiBoAabI

1. CkopocTh alEeTWIMPOBaHUS KCEHOOMOTUKOB
He BJIMSIET HAa PUCK Pa3BUTHUSI OCTPOTO JTUM(POOIACTHOTO
JIeiKo3a y JeTell €BpONMEOMIHON STHWUYECKOU TpYIIbI
BocTtouno-Cubupckoro pernoHa.

NAT2 NAT1
O
NAA10
1) FAH
DAO
o
GSTZ1
GSTM1
GSTM4
GSTM2
&5 GsTo1
GSTM5
GSTM3 GSTP1

GSTT1

Pucynox. Tennas cerb reHoB NAT2, GSTTI n GSTMI
(ucmosib3oBanue anropurma GeneMANIA).

Fig. The gene network of the NAT2, GSTTI and GSTM1 genes
(using the GeneMANIA algorithm).

2. AccoumaTuBHas CBSI3b MEXY NEJELUSIMU B TeHaX
GSTM1 v GSTTI v pucKkoM pa3BUTHUSI OCTPOro JUMQO-
0J1acTHOTO JIeiiKo3a y JeTell eBpONeOnIHOM STHUYECKOM
rpynibl Bocrouno-Cubupckoro pernoHa OTCyTCTBYET.

3. Puck pa3BuTusi ocTporo aum@oo6sacTHOTO Jieliko3a
y JeTeit TOCTOBEPHO BhIIIIE MPY BapuaHTe COYETaHUI ajlie-
Jielt ObIcTporo Tumna auetTuavpoBaHust NAT2 v HopMaabHOM
akTuBHOCTBIO GSST1 v GSTM 1 (G/G, active, active).

Tabauya 3. Pacuipenenienue eTeii Mo THIY alleTHIMPOBAHUS U TeHeTHYeCKUX nomumopdu3mMoB GSTT1 u GSTM 1 B uccieayeMbix

rpynmax

Table 3. Distribution of children by type of acetylation and genetic polymorphisms GS7T7T1 and GSTM1 in the study groups

CoueTaHue reHOTHIIOB Konrposs, %

Boabnsie, %

(rs1495741, GSTT1, GSTM1) (n=255) (n=82) SIL @R Pyerm
A/—, active, active 30,86 20,73 1,00
A/—, active, null 28,46 37,19 1,89 (1,02—3,49) 0,088
A/—, null, active 9,12 10,98 1,55 (0,61—-3,98) 0,77
A/—, null, null 6,79 2,44 0,66 (0,14—3,05) 0,343
G/G—, active, active 8,76 12,2 7,45 (1,79—30,98) 0,008*
G/G—, active, null 12,12 12,8 1,18 (0,23—6,03) 1
G/G—, null, active+G/G, null, null 3,89 3,66 1,9 (0,16—21,45) 0,604
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OcoOenHocTu (heHOTUNA M T€HOTHUIIA H30IMPOBAHHBIX KHCTO3HBIX 00J1€3HEl MoYeK
C AYTOCOMHO-PeleCCUBHBIM THIIOM HACJIEIOBAHNSA Y JeTeil

9.D. Anopeesa, H,JI. Casenrosa

®re0yY BO «CaHkT-MNeTepbyprckuii rocyaapCTBEHHbIM NeANaTPUYeCKmii MeOULIMHCKUI yHUBepcuTeT» MuHsapasa Poccuu,
CankT-lNeTepbypr, Poccus

Phenotype and genotype features of isolated cystic kidney diseases with autosomal
recessive type of inheritance in children

E.F. Andreeva, N.D. Savenkova

Saint-Petersburg State Pediatric Medical University, Saint- Petersburg, Russia

AKTyaJIbHOCTh TIPOOJIeMbl HACJIEACTBEHHBIX KHCTO3HBIX 0OJie3Heill (KHCTO30B) MOYEK 00YCJIOBJIEHA INMMPOKOil BapuadebHOCTHIO
M0Y€YHOro ()eHOTHIA 1 0COOEHHOCTEl TeHOTHIIA, OTPe e ISIONIEro MPOTHO3, IPOrpecCHPOBAHNEM B IOYEUHYIO HEIOCTATOYHOCTD yXKe
B JIETCKOM BO3pacTe.

Hens uccnenosanus. [lpencraButs pe3yabTaThl aHATN3Aa KOPPEJISINN reHOTHNA U (peHoTHNA, (QYHKIMK MOYEK Yy JeTeil pH H30J1-
POBAHHBIX KHCTO3HBIX 00JIE3HAX MOYEK C AYTOCOMHO-PELIECCHBHBIM THIIOM HACJIE0BAHUSL.

ITamuentsl 1 MeTozbl. Y 14 nereit (u3 13 cemeii) B Bo3pacte 9 Mmec — 17 JieT oueHeHbl 0COOEHHOCTH KJIMHMYECKOTO heHOTHNA KHCTO3a
TM0YeK € AYTOCOMHO-PEIeCCHBHBIM THIIOM HACJIEIOBAHMS M MYTAIIHi T€HOB MO Pe3yJIbTATAM MOJIEKY.ISPHO-T€HETHIECKOTO MCCIIEI0BAHNS.
Pe3yabratsl. B 3 (23%) u3 13 cemeii cemeiiHblii aHAMHe3 OTATOIIEH MO KucTaM novek. [IpencTapieHa XapaKTepUCTHKA MyTaluii
TeHOB NPH KMCTO3HBIX 00JIe3HAX MOYEK C AyTOCOMHO-PelleCCHBHBIM THIIOM HacjenoBanus y 13 nanumentoB. U3 21 uaentudmnm-
poBanHoro Bapuanrta B renax PKHDI1, INVS, NPHP1, TMEMG67 y 15 (71%) oOnapyxeHbl U3BeCTHbIE MATOreHHbIE BAPUAHTBI,
y 6 (29%) — BapuaHTBI paHee He OMMCAHHbIE B 0a3ax JaHHbIX. Y 11 geTeii ¢ ()eHOTHUNIOM MOJIUKHCTO3HOM 00J1€3HH MOYEK C aAyTO-
COMHO-PEleCcCHMBHbIM THIIOM HaclieoBanus W (Gudpo3oM mevenn uaeHTH(UuupoBansl Bapuantbl rena PKHDI. Bapuant C>T
(p.Thr36Met) — camblii pacnpocTpaHEeHHbIi cpe/Iu feTeil ¢ uaeHTHHUIMPOBAHHBIMU BApUAHTaMu MyTauuii rena PKHD I nipu noJu-
KHCTO3HOii 00JI€3HN M0YEK C AYTOCOMHO-PeLeCCHBHBIM THIIOM HaciaenoBanusa y 5 u3 21 (23,8%), sapuant c.664A>G (p.Ile222Val)
BoisiBiieH y 1 (4,8%) naumenta, c.6992T>A (p.1le2331Lys) — y 1, ¢.10444C>T (p.Arg3482Cys) — takxke y 1. Y 3 nereii ¢ romo-
3UTOTHBIMI H KOMIIAYH/I-T€T€PO3UTOTHBIMHI NATOTeHHbIMI Bapuantamu B reHax INVS, NPHP1, TMEMG67 noarBep:KaeHsl napan-
TWIbHBIA (n=1) 1 10BeHWIbHBIIA (n=2) HedpoHODTH3.

3akmouenne. OcodeHHOCTH reHoTUNA U heHoTuna y 14 neteii ¢ ayToCOMHO-pPeleCCUBHBIMI M30JIMPOBAHHBIMM KHCTO3aMH NMOYEK
npeacTaBJieHbl NPH MOJMKUCTO3HOM 0osie3Hu nouek (n=11) u nedponodruze (n=3), u3 HUX B Bodpacte 2—17 JeT XpoHUYeCcKas
©osie3nb movek ycranosaenay 13 nereii: y 4 (30,8%) — Cl1,y 4 (30,8%) — C2,y 3 (23%) — C3,y 1 (7,7%) — C4,y 1 (7,7%) — CS5.

Karoueevie caosa: demu, U30AUPOBAHHbLE KUCMO3HbLE ob0ne3HU no4ex, cenomun, d)eHomun, aymoco.MHo—peueccueHbu? Mun Hacae0o8aHusl.

Ana untuposaHus: AHgpeesa 9.@., CaBeHkosa H.[. OcobeHHOCTV ¢eHoTUna N reHoTuna U30aMpPOBaHHbIX KUCTO3HbIX O0Ie3Hel noyek
C ayTOCOMHO-PeLEeCCUBHbIM TUMOM HacaenoBaHns y Aetei. Poc BecTH nepuHaron v neamatp 2024; 69:(4): 57-62. DOI: 10.21508/1027-
4065-2024-69-4-57-62

The relevance of the problem of hereditary cystic kidney diseases (cystosis) is due to the wide variability of the renal phenotype and
the genotype that determines the prognosis, the progression to renal failure as early as in childhood.

Purpose. To present the results of the analysis of the correlation of genotype and phenotype, renal function in isolated cystic kidney
diseases with an autosomal recessive type of inheritance in children.

Material and methods. in 14 children (from 13 families) aged 9 months — 17 years, the features of the clinical phenotype of kidney cysts
with autosomal recessive type of inheritance and gene mutation were evaluated according to the results of a molecular genetic study.
Results. In 3 (23%) of 13 families, the family history is burdened by kidney cysts. The characteristic of gene mutation in cystic kidney
diseases with autosomal recessive type of inheritance in 13 patients is presented (in 2 tables). Of the 21 identified variants in the genes
PKHDI, INVS, NPHP1, TMEM67, 15 (71%) had known pathogenic significance, 6 (29%) had previously undescribed variants in data-
bases. Variants of the PKHD1 gene were identified in 11 children with the phenotype of polycystic kidney disease with autosomal recessive
type of inheritance and liver fibrosis. In the study, variant C.107C>T (Thr36Met) is the most common among children with identified
variants of the PKHD gene in autosomal recessive polycystic kidney disease in 5 out of 21 (23.8%), ¢.664A>G (1le222Val) in 1 (4.8%),
¢.6992T>A (1le2331Lys) in 1 (4.8%), ¢.10444C>T (Arg3482Cys) at 1 (4.8%). Infantile (»=1) and juvenile (#=2) nephronophthysis
were confirmed in 3 children with homozygous and compound heterozygous pathogenic variants in the INVS, NPHP1, TMEMG67 genes.
Conclusion. The features of the genotype and phenotype are presented in 14 children with autosomal recessive type of inheritance of iso-
lated kidney cysts in autosomal recessive polycystic kidney disease (n=11) and nephronophthysis (7=3), of whom chronic kidney disease
was established in 13 children aged 2—17 years: in 4 (30.8%) C1, in 4 (30.8%) C2, in 3 (23%) C3, in 1 (7.7%) C4, in 1 (7.7%) C5.

Key words: children, isolated cystic kidney disease, genotype, phenotype, autosomal recessive type of inheritance.
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A:Tya.]‘leOCTb npo0aeMbl HACAEACTBEHHBIX KHMCTO3-  JWIO MOYEUYHON HEJOCTATOUHOCTH YK€ B JETCKOM BO3-
bIX OOJIe3Hel (KMCTO30B) MOYEK y JeTeil o0ycoB- pacrte. B nmureparype BHIIENISIOT N30JIMPOBAHHLIE M CUH-
JIeHa BapuabesIbHOCTBIO TTOYEYHOTO M BHEIMOYEYHOTO  JpOoMaibHBIE (B CTPYKTYpe HACIEACTBEHHBIX CUHAPOMOB)
¢eHOTHUIIA, TPOrPECCUPOBAHUEM B TEPMUHAJILHYIO CTa- KHCTO3BI TTOYeK y faeTeil. Cpean KUCTO30B MOYeK C ayTo-
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COMHO-PEIIECCHBHBIM HACJIeOBAHNEM WM3BECTHBI MOJIN-
KHUCTO3HAsl 0OJIe3Hb MOYEK C ayTOCOMHO-PEIeCCUBHBIM
TUTIOM HacjenoBaHusi u HedpoHodTU3. BapuaHTh
MyTalllii TEHOB HACJIENCTBEHHBIX KUCTO3HBIX OOJe3HEM
MoYeK y JeTel OMpenesssioT OCOOEHHOCTH TMOYEYHOTO
¢eHOTMTIA, TEUCHUS U TIPOTPECCUPOBAHMST XPOHUYECKOM
00JIe3HU TIOYEK, PUCK pelIMMBa B IMOCTTPAHCIIJIAHTAHT-
HoM niepuoge [1—5].

Mytauuu reHa PKHDI cnyxaT mpuuuHOi Oosee
90% ciyyaeB ayTOCOMHO-PEIeCCUBHOM MOTMKHUCTO3HOM
00JIE3HM ¢ KMCTO30M IMOYeK M BPOXKAECHHBIM (pruOpo3oM
neuyeHu. CornacHo knaccudukauuu S.M. Bonsib (2010)
BBIICISIOT 2 KIMHUYECKUX (PEHOTUNA ayTOCOMHO-
peleCCUBHON MOJMUKMUCTO3HON OO0JIe3HU II0YeK, OO0y-
CJIOBJICHHBIX MAaTOTeHHBIMU BapuaHTaMu reHa PKHDI:
KJIaCCUYECKUI — Yy HOBOPOXIEHHBIX U JAETEH TPYyIHOTO
BO3pacTa, JiJiss KOTOPOTO XapaKTepHO OOJIBIIMHCTBO CJy-
yaeB MEpPTBOPOXIEHUI W JIeTaTbHBIX UCXOMIOB, U JET-
ckuii — ¢ pubposzom neuenu [1—3, 6—8]. AyrocomHO-
pelieccuBHas TOJMKUCTO3Hasi 00JIe3Hb TOYeK y JeTeit
BciencTBue MyTtauuii reHa DZIP1L BcTpedaeTcs peako,
MOXeT MpoTeKaTh 0e3 (pubpo3a neyeHu U XxapakTepusy-
eTCsl MEIJICHHBIM IPOTPECCUPOBAHUEM XPOHUYECKOM
0oJe3HM movex [9].

Mytanum 6onee 90 TeHOB CiTy>kKaT IPUYNHON Hedpo-
HO(THU3a U CBSI3AHHBIX C HUM ILIMJIMOIATUN — 4YacToi
HACJIENICTBEHHON TPUYMHON TEPMUHAJIBHOW CTaauu
MOYEYHOU HEIOCTATOYHOCTH Yy JAeTell U TOAPOCTKOB.
IMepBbIMM MposIBIIEHUSIMU HedpoHODTH3A Y 65% Tamm-
E€HTOB ObLIM aHEeMMsI, CUMIITOMBI TMOYEYHOI HeaocTa-
touHoctu [10]. MudanTmibHbIil HepoHODTH3 XapaK-
Tepusyercs HavyajioM (OPMUPOBAHUSI TTOYEUHBIX KHUCT
BHYTPUYTPOOHO WJIM Ha TIEPBOM TOMAY XKU3HM, yBEIMYE-
HUEM 00beMa MOYeK MPU POKACHUU, OBICTPBIM MPOTpec-
CUpPOBaHMEM XPOHUYECKON OO0Je3HU TOYeK C HMCXOI0M
B TEPMUHAJIbHYIO CTaJWIO0 MOYEUYHON HENOCTaTOYHOCTHU
K 1-3 romam. Ilpu oBeHUILHOM HePPOHODTU3E KUCTHI
MO3TOBOTO CJIOSI TIApeHXUMMbl TMOYeK (OpPMUPYIOTCS
rMocJjie POXIACHMSI, HO pa3IMuMMBIMU TIpU YJIbTPa3BY-
KOBOM MCCJIEIOBAHUU CTAHOBSTCSI K MOMEHTY MCXOna
B TEPMUHAJIbHYIO CTaJUIO0 MOYEUYHON HENOCTaTOYHOCTHU
(x 13 romam), mpu pOXIEHUN O0BEM TMOYEK HOpPMaJlb-
HBI, yMeHbmaeTes K 10—13 romam [3, 10].

Ilenar wccnenoBaHus: TPEACTaBUTh Pe3yJIbTaThl aHa-
JIM3a KOppeisiliud TeHoTurna U  (heHOTHUIa, OLEHKHU
coCTOSTHUSL (DYHKUMM TIOYeK Yy JeTeil Mpu KHUCTO3HBIX
0O0JIE3HSIX TIOYeK C ayTOCOMHO-PELIECCUBHBIM THUIIOM
HacJieI0BaHus.
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OPUINHAJIbBHbBIE CTATbU

XapakTtepucTuKa NauneHToOB U MeTobl
uccnepoBaHus

B wuccnaemoBaHume  BKIOYEHBI 14 MallMeHTOB
u3 13 cemeii B Bo3pacte oT 9 mec no 17 yiet, mocTynuBs-
VX B KJIMHUKY YHUBepcuTeTa. B paboTe 1CIToIbp30BaHbI
aHaAMHECTUYECKUi1, KaTAMHECTUYECKUI, KTUMHUKO-1a00-
paTOpHBIN, WHCTPYMEHTAJIbHbBIN, (YHKIMOHATbHBIN,
MOJIEKYJIIPHO-TEHETUYECKUIA METO/IbI.

Bcem netsam mpoBeneHo yJabTpa3ByKOBOE MCCIIENOBA-
HUeE TI0YeK U opraHoB OptoiHoi nosoctu. [lpu ynbrpa-
3BYKOBOM HCCJIE[IOBAHUHU TTOUEK OLIEHUBAIN 00bEM TTOUeK,
JIOKAJIM3aluio, KOJIMYECTBO M pa3Mepbl KUCT, COCTOSI-
HUE TapeHXMMbl U XapakTep KpoBoToka. O0beM Touek,
paccuuTaHHbIl 1O Qopmysne (WIMHA, CM X IIMPUHA,
cM X TojuuHa, cM X 0,52), cpaBHUBaIM Ul KaXI0TO
nauuMeHTa ¢ HOpMaMu IO pocTy W mojy [5]. YureHsl
pe3yJbTaThl  paHee  BBITIOJHEHHBIX  MCCJIeNOBaHUI
(BHyTpuBeHHast yporpadusi, MarHUTHO-PEe30HaHCHasI
WIM KOMIIbIOTEpHasi Tomorpadusi TMo4Yek U OpraHoB
OpIOIIHOM MOJOCTU, OUOTICUSI TIEUEHMU ).

Kputepun BKITIOYEHUSI TIALMEHTOB B MCCJEIOBaHUE:
HaJIn4yue B MapeHXUMe 00erX MoYeK MHOKECTBEHHBIX 1~
(by3HBIX OKPYIJIbIX 00pa30BaHUIi, HE UMEIOIIMX KPOBOTOKA
W CBSI3M C YallleYHO-JIOXaHOYHOM CHCTEMOI IO pe3ysib-
TaTaMm YJIbTPa3BYKOBOTO MCCIIEIOBAHUSI WM PEHTTEHOKOH-
TPACTHBIX UCCJIEIOBAHUIA Y TIAITMEHTOB C TEHETUYECKHU TTO]I-
TBEPXKICHHBIM UATHO30M KHMCTO3HOTO 3a00JIeBaHMsI TTOUEK
C ayTOCOMHO-PELIECCUBHBIM TUTIOM HaCJIe[IOBaHMSI.

Kpurepuu uckioyeHus MallMEHTOB M3 MCCIeI0Ba-
HUSI: OTCYTCTBME TOUYEYHBIX KUCT, HAJIMYME KPOBOTOKA
B TIPOCBETE OKPYIJIbIX 00pa30BaHUIl B MapeHXUMeE MoYeK
WIM KX COOOIIEHME C YallleuHO-JIOXaHOYHOUN CHUCTe-
MOI MO pe3yJibTaTaM YJIbTPa3BYKOBOTO MCCJIEIOBaAHMS
WIM PEHTTeHOKOHTPACTHBIX HCCeA0oBaHui, (EeHOTHII
CUHIPOMAaJIbHOU (DOPMBI KHUCTO3HOUW OOJIE3HU TTOUYEeK
C ayTOCOMHO-JOMWHAHTHBIM TUTIOM HaCJIeIOBaHNSI.

Cranuy XpoHMYECKOil 00JIe3HU MOoYeK Yy IeTel ycra-
HaBJIMBAIU B COOTBETCTBUU ¢ Kiaccubukanueit NKF-K/
DOQI (2002) u R.J. Hogg u coast. (2003) [11] mo kpu-
TepUsIM CKOPOCTH KJITYOOUKOBOI (DMIIbTpAIIMK, paccyu-
TaHHOM IO KJIMPEeHCY KpeaTuHUHA B (hopMysie Schwartz;
MUKPOATBLOYMUHYPUU U/WIIN IPOTEUHYPUMU.

V nereii olleHEHbI PE3yJIbTaThl MOJIEKYJISIPHO-TEHETH -
YECKOro HuccienoBaHusi (MOJHO9K30MHOTO CEKBEHUPO-
Banust JIHK), mpoBeneHHOrO B 1a60paTOpusiX, UMEIOIINX
NEVCTBYIOIIYIO JTUIIEH3MIO HA OCYIIECTBICHNE MEIUIIMH -
ckoii nesteapHocTH U TipoBeneHue JIHK tectoB, u menn-
LIMHCKOE 000pya0BaHue, 3aperucTpupoBaHHoe B PD.

ITomyyeHHbIe pe3y/ibTaThl MCCAENOBaHUsT 00pabOTaHbI
npu nomotiu riporpammbl Microsoft Excel 2003 (Micro-
soft, CIIIA) u Statistica 6.0 (StatSoft Inc., CIIIA).

Pe3ynbratbl

VY 14 neteit u3 13 ceMeii ponutean He SIBJISIMCH KPOB-
HBIMU poIcTBeHHMKaMu. B 3 3 13 cemeill poncTBeHHUKHI
1—2-if cTeneHM POACTBA MMEIU EAUHWYHBIE WIM MHO-
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Andpeesa 5.9., Casenxosa H.JI. OcobeHHOCTH (heHOTUTIA M TeHOTHITA N30TMPOBAHHBIX KMCTO3HBIX 00JIE3HEH MTOYEK C AyTOCOMHO-PEIIECCUBHBIM THIIOM. .

JKECTBEHHBIE MOYeYHble KHUCTHI. 1o pe3ynbrataM Molte-
KYJISIPHO-TEHETUYECKOTO  MCCIEAOBAHUS  MIACHTU(DUIIN-
pPOBaHBI TATOTeHHbIE BapWaHTHI TEHOB: (hUOPOLMCTUHA
(PKHD1), unsepcuna (INVS), neodbpouiecruna (NPHPI)
U TpaHcMeMOpaHHoro 6enka (TMEM67) y 14 neteii.

N3 14 mereit y 11 (79%) u3 10 cemeit KITMHUIECKUI
(eHOTUTT  COOTBETCTBOBAJ  ayTOCOMHO-PELIECCUBHOM
TTOJIMKUCTO3HOM 601e3HM ovek, ¥ 3 (21%) u3 3 cemeit —
HedpoHODTU3y. B 2 ceMbsiX y POICTBEHHUKOB HMe-
JINCh CITy4al ayTOCOMHO-PELECCUBHOM TOJIMKUCTO3HOMN
00JIe3HU TIOYEK, B OHOI ceMbe — He(hpOHOPTHU3.

ManudecTauusa KiIimHn4YecKoro peHotuma 'y 11 nereit
C ayTOCOMHO-PEILIECCUBHOW TTOJMKUCTO3HON 00JIe3HBIO
MoYeK B Bo3pacte 3—17 JleT XapaKTepu30oBajiach TUIepa-
XOT€HHOCTBIO MapeHXUMBbI CO CHIKEHUEM WU YTpaToit
KOPKOBO-MO3TOBOI UM dEPEeHITMPOBKY U YBETNIeHUEM
obbeMa movek, u3 Hux y 4 (36%) — noutu B 1,5 pasa
Gosblie HOpMBI, Y 7 (64%) — 6Gomee uem B 1,5 pasa
GoJibllle  HOPMBI;  AUMGY3HBIMA ~ MHOXECTBEHHBIMU
KHUCTamMu pa3MepoM 2—11 MM B mapeHxume 00erx movek
6e3 3HaunTebHOTO pocta B 100% ciyvaeB; maTojiorvei
renaToOMIMApHOTO TpaKTa, BKIIIOUas BPOXICHHBIN
¢uobpos neyeHun (n==8), MOJIMKUCTO3 TIeueHu (n=7), pac-
IApEeHNEe BHYTPUTIEYEHOYHBIX Y BHETIEUEHOYHBIX KT~
HBIX MPOTOKOB (1=6), XOJAHTUT 1 XeTIYHbIE MUKPOJIUTHI
(n=1), He(byHKIIMOHUPYIOIINIA KeTUHBIA Ty3bIpb (n=1).
ApTepuaibHast TUTIepTeH3UST TuarHocTupoBaHa y 6 (55%)
o0ceTyeMbIX, CMHIPOM MTOPTATbLHOM TUTIEPTEH3UN — Y 6
(55%), 13 HUX ¢ BAPUKO3HBIM paCcIIMPEHNEM BEH TUIIE-
BoJia 2-1i cTeTlieH! B 5 ciy4asx, ¢ GopMUpPOBaHUEM CILIE-
HOpEHAJTbHBIX aHACTOMO30B U MHUIIEBOIHO-KETyIOUHBIM
KpoBoTeueHUeM y 1 GOJIBHOTO, peKaHaIU3aluei mymod-
HOIf BeHBI B 1 cilygae M KaBepHO3HOI TpaHC(opMaiueit
v. portae B 1 cinydae. Y Bcex nereit (peHOTUTT ayTOCOMHO-
PelieCCUBHOM MOJUKUCTO3HOM GOJIE3HU TTOYEK COOTBET-
CTBOBAJI «IETCKOI» KJIIMHUYECKOI popme (1Mo kinaccudu-
kauuu S.M. Bonsib, 2010).

Knunnueckast MaHudectaiys 3adoseBaHus y 3 aeteit
C M30JINPOBAHHBIM He(PPOHO(DTU30M B BO3pacTe OT 9 Mec
no 17 ner xapakrepuszoBajlach aHemuein (n=3); apte-
pUaIbHOU TrurepreH3ueit (n=2); yBeJIu4yeHUeM oObema
nouek y 2 u3 3 nmereit 6osiee yeMm B 1,5 paza OT HOpMBbI
B TPYIHOM W paHHEM BO3pacTe; MHOXECTBEHHBIMU
IUPOY3HBIMUA TTOYEYHBIMU KUCTAaMU pa3MepoM 4—8 MM
6e3 AMHAMMKHM POCTA; TUIEPIXOTEHHOCTHIO M OTCYT-
CTBHEM KOPKOBO-MO3roBOi AU GhepeHIIMPOBKY TapeH-
XuMBbI. ClleyeT OTMETUTh, YTO aHEMUST CITYKWUJIa PAHHUM
KIMHUYECKUM TIPOSIBJIEHUEM Y HeTeil ¢ HedpoHOMTH-
30M. YMeHbIIeHHe 00beMa MoYeK OTMEUYEHO B BO3pacTe
12 neT npu Mcxone B TEPMUHAIBHYIO CTaaUIO TTOYEYHOM
HEJIOCTATOYHOCTH Y AEBYIIKM C IOBEHWJIBHOUN (opMOii
HedpoHOdTH3a, KOTOpass B Bo3pacte 17 jeT saBisieTcs
PELUTTMEHTOM TPYIHOUW Mo4yku. C ydeToM HaJIUIMs
BHETIOUEYHBIX TMPOSIBJICHUII M MX XapakTepa y 3 meTei
HCKITIOYEHBI CUHIPOMBI, CBSI3aHHBIE ¢ HE(PPOHOPTUZOM.

W3 14 nereii y 11 (79%) u3 10 ceMeit uaeHTUDUIUPO-
BaHbl MyTauuu reHa PKHDI (ta6a. 1), oOycnoBinBao-

1€ ayTOCOMHO-PELIECCUBHYIO TMTOJIMKUCTO3HYIO 00I€3Hb
nouek, y 3 (21%) u3 3 cemeit — myrauuu reHoB INVS,
NPHPI, TMEMG67, orBeTCTBEHHBIE 3a (DOPMUPOBAHUE
¢eHOTUIIAa N30IMPOBAHHOTO HepoHOdTH3A (TabII. 2).

W3 wuaeHTMGULMPOBAHHBIX Yy MallMEHTOB C ayTo-
COMHO-PEIIECCUBHOI TTOJTMKUCTO3HOM 60JIE3HBIO
novyek mytaumii reHa PKHD1 71% xnaccuunpoBaHbI
KaK TTaTOTeHHbIEe BAPUAHTHI C U3BECTHOM MaTOTeHHOM 3Ha-
YUMOCTBIO, 29% — paHee He OMMCcaHHBIE B 0a3aX TaHHBIX
(cm. Tabn. 1). OnucaHHbIe paHee MaToreHHbIe BapUaHThI
mytaiuii reHa PKHDI wneHTUGUUIMPOBaHbI B 3K30HAX
3, 16, 41 u 48. Y npobanma u cubca ¢ BapuabeTbHOCThIO
MOYEYHOM 1 MeYEeHOYHOM XapaKTepUCTUK (heHOTHUTIA ayTO-
COMHO-PEIECCUBHOI TTOJIMKHUCTO3HON OOJIE3HN TToYeK
BBISIBJICHBI JIBA BApUAHTA: ONTMCAHHBIN paHee TaTOTeHHBII
BapuaHT B 9K30He 41 reHa PKHD1 v paHee HeONMCaHHBI
BapuaHT B 9K30He 15. Cpemm 11 geTeil ¢ KIIMHUYECKUM
(EHOTUIIOM ayTOCOMHO-PELIECCUBHOM  TTOJTUKUCTO3HOM
00JIe3HN TOYEeK CaMBIMM PACIPOCTPAHEHHBIMU TIATO-
reHHbIMM BapuaHTamMu reHa PKHDI 6wt c.107C>T
(p.Thr36Met), KoTopblii naeHTUGUIMPOoBaH B 3,8% ciy-
yaeB. BapmaHTbl ¢.664A>G (p.[le222Val), ¢.6992T>A
(p.11e2331Lys) u ¢.10444C>T (p.Arg3482Cys) BcTpeua-
JIVCh KaXKIbIi B OMHOM citydae (4,8%).

V 3 pmereit ¢ HeppOHODTU30M MACHTUGUIMPOBAHEI
TOMO3UTOTHBIE I KOMITayHI-TeTePO3UTOTHbIE BapUAHThI
B reHax INVS, NPHPI1, TMEM67, nipu aToMm y 1 pebeHKa
BBISIBJICHBI IBa paHee He ONMMCaHHbIE BapUaHTa.

YV 14 pereii ¢ ayTOCOMHO-PELIECCUBHON ITOJIMKHU-
CTO3HOI 00JIe3HBIO TTOYeK M HedpPOHO(DTU30M OCTpOE
MOBpeXIeHUe MoueK He BhIsiBIeHo. M3 11 neteit ¢ ayTo-
COMHO-PEIIECCUBHOM TOJTUKUCTO3HOW OOJE3HBIO MOYEK
y 3 (27,3%) xoHcTaTUpOBaHbI XpOHMYECKasi 0OJie3Hb
mouek Cl, y 4 (36,4%) — C2,y 3 (27,3%) — C3, y 1
(9%) — C4. TlompocTky 17 JeT ¢ ayTOCOMHO-perec-
CUBHOWM TTOJIMKUCTO3HOI OOJIE3HBIO TIOYEK TTOKa3aHa
KOMOWHMPOBAaHHAsI TPAaHCIUIAHTAIWS TOYKU W TeYSHU
(cMm. Tabu. 1, Nel1).

VY neBouku ¢ uMHOaHTWIbHONI (opMoii HedpoHOoh-
Tth3a (cM. Tabm. 2, Nel) u BapuanToM B reHe INVS BbisiB-
JIEHO CHUXXEHHUE CKOPOCTU KIIyOOUKOBOU (DUIbTpalluu
(50 mu/mun/1,73 M%) B Bospacte 9 mec. Y Manpumka 3 Jier
C IOBEHWIbHOI (hopMoii HehpoHO(TH3a BCIICACTBUE OMK-
CaHHOTO paHee TaTOreHHoro BapwaHTta reHa TMEMG67
KOHCTaTMpOBaHa XpoHu4ecKast 6ose3Hb nmoyek Cl. [Marm-
eHTKa 17 J1eT ¢ FoBeHMIbHBIM He(pOHO(MTHI30M BCIICACTBIE
nenenuu ydyactka (c 3axsatoM reHa NPHPI) pauHHOrO
TJieya XpOMOCOMBI 2 ¢ TIPOTPeCCUPOBAHMEM B XpOHUYE-
ckyto 6osie3Hb rovek C5 (k 12 ronam) sIBISIETCS peIATTMEeH-
TOM TPYITHOM TpaHCIIAHTALUM TTOYKHU (cM. Tab1. 2, Ne3).

OO0cyxaeHue

Hamu mipencraBieHbl OCOOEHHOCTH KJIMHUYECKOTO
(eHOTHUTIa U BapyaHThl MyTallMil TeHOB, OTBETCTBEHHBIX
3a pa3BUTHE KUCTO30B IMOYEK C ayTOCOMHO-PEeIeCCHB-
HBIM TUIIOM HacjenoBaHusl y 14 nereit (13 mpoGaHIOB
u 1 cubc nmpobaHmga), y KOTopbix B 11 ciaydasx auarHo-
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CTUpPOBaHA AayTOCOMHO-DPELIECCUBHAS TOJUKUCTO3HAS

0oJie3Hb MoYeK, a B 3 ciryyasix — HeppoHoDTH3 (MH(paH-

TWIBHBIN B | Cllydyae v IOBEHWIbHBIN B 2 CIyJasix).
CyuTaror, 4TO CKOpPOCTb MPOTPECCUPOBAHUSI XPO-

OPUINHAJIbBHbBIE CTATbU

CTBCHHBLIX KHMCTO30B 3aBUCHUT OT IMPOLCHTA KMCTO3HO-
N3MEHCHHBIX KaHAJIbLICB WUJIN KJTY60‘-IKOB, OT JMHAMUKUN
pocTta KHCT I/I/I/UH/I YBCIIMYCHUA HUX KOJIMNYECTBA, HAJIN-
4yusgd pEeHAJIbHOIo MaJloBOAMA B TIPEHATAJIbHOM IICpU-

Hacaenosanus (APIIBIT)

HUYECKOM O0O0JIe3HM IIOYEeK y JeTeil B TpyIe Hacied-

ore,

Tabauya 1. Bapuantsl mytaumii rena PKHD1 y nereii ¢ NOJMKACTO3HOI 00J1€3HBIO MOYEK C AYTOCOMHO-PELeCCUBHBIM THIIO

Table 1. Mutation variants of the PKHD1 gene in children with autosomal recessive polycystic kidney disease

Ne B‘:i';;?’ 1] K;l::::l:b;;xaum Xapakrtep MyTalun: XpoMOCOMa,/TPAHCKPHUIT, 9K30H, nosoxenne B K/IHK, 3urornocts
’ . PKHDI 6:51947999; G>A, c.107C>T, p.Thr36Met, rereposurora
namoeennas 6:51935807; T>C, ¢.664A>G, p.Ile222Val, rerepo3urora
5 5 PKHDI 6:52083201; G>A, ENST00000371117, ¢.107C>T, p.Thr36Met, rereposurora
HantoceHIdA 6:51775870; C>T, ENST00000371117, c. 8492G>A, p.Arg2831Lys, rerepo3urora
6:51771090A>T, NM_138694.3,
E E PKHDI 9K30H 41, c. 6731T>A, p.Leu2244His, rereposurora
hamoeerras 6:51924794T>G, NM_138694.3, sk30H 15, ¢.1165A>C, p.Thr389Pro, rereposu-
rora
6:51771090A>T, NM_138694.3, ak30H 41, c. 6731T>A, p.Leu2244His, retepo3u-
4 7 PKHDI roTa
namoeennas 6:51924794T>G, NM_138694.3, sk30H 15, ¢.1165A>C, p.Thr389Pro, rerepo3u-
roTa
- - PKHDI1 6:51947999G>A, NM_138694.3, ¢.107C>T, p.Thr36Met, rereposurora
namoeennas 6:51923171; G>A, NM_138694.3, c.1462C>T, p.Argd88Trp, retepo3urora
6 7 PKHDI 6:51867879; G>A, ENST00000371117, ENSP00000360158,
NnamoceHHas 9K30H 48, ¢. 7717C>T, p.Arg2573Cys, roMo3uroTa
- 0 PKHDI 6:51659682; G>A, ENST00000371117, c.10444C>T, p.Arg3482Cys, reTepo3urora
namoeennas 6:52083205; C>T, ENST00000371117, c.103G>A, p.Gly35Arg, retepo3urora
. 2 PKHDI1 6:NM_138694.4; c. 8247G>C, p.Trp2749Cys, retepo3urora
hamoeennas 6:NM_138694.4; c.9071G>A, p.Cys3024Tyr, rerepo3urora
6:51923147; G>G/A, ENST00000371117,5k30H 16, c. 1486C>C/T, p.R496Ter,
9 ” PKHDI HOHCEHC, 00pa3oBaHKe CTOM-KOMOHA, TETEPO3UTOTA
namoeennas 6:51889479; G>G/A, ENST00000371117, ak3o0H 32, ¢. 5129C>C/T, p.Pro1710Lei,
MUCCEHC, TeTePO3UTOTa
- 1 PKHDI1 6:NM_138694.4, c.107C>T, p.Thr36Met, rereposurora
hamoeernas 6:NM_138694.4, c. 6992T>A, p.I1le2331Lys, rerepo3urora
" - PKHDI 6:51947999; G>A, sk30H 3, ¢.107C>T, p.Thr36Met, MucceHc, TeTepO3UroTa
namozennHas

6:51887734; C>A, sk30H 33, ¢.5245G>T, p.Gly1749Cys, MucceHc, reTepo3urora

Tabauya 2. Bapuantsl mytanuii redoB INVS, TMEMG67, NPHP1 y nereii c HedponodTrzom
Table 2. Mutation variants of INVS, TMEMG67, NPHP]I genes in children with nephronophthisis

Ne Bospact, ronpi/  I'en/knaccupukanus

XapakTtep MyTaliH: XpoMocoMa,/ TPAHCKPHIIT, 9K30H, moJioxkenue B KJ{HK, 3urorHocts

JTHArHo3 BapuaHTa
9:2.100246787; G>C, ENST00000262457, ENSP00000262457, 5k30H 8,
1 9mec/HD2 INVS ¢.1078G>C, p.Ala360Pro, rereposurora
namozenHas
9:2.100246489; A>C, ENST00000262457, urrpon 7, ¢.907—127A>C, rerepo3urora
TMEMG67 8:2.93795970; T>C, ENST00000453321, ENSP00000389998, ax30H 18, ¢.1843
2  3roma/H®I11
namoeeHHas T>C, p.Cys615Arg, romo3urora
3 17 ner/HOI BT 2:110097497—110212771, 2qdel(~115Kb), romosurora
namozenHas

MNEPEHECEHHOTO OCTPOro TIIOBPEXICHUSA TIOYCK

IIpumevanue. HO1 — nedbponodtus 1; HO2 — nedpponodtus 2; HO11 — Hedpporodrus 11.
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Andpeesa 5.9., Casenxosa H.JI. OcobeHHOCTH (heHOTUTIA M TeHOTHITA N30TMPOBAHHBIX KMCTO3HBIX 00JIE3HEH MTOYEK C AyTOCOMHO-PEIIECCUBHBIM THIIOM. .

(B Tom uucie B cTpyktype [loTTep-mocienoBareibHO-
CTH) B HEOHATAJIBHOM U TPYIHOM BO3pacTax, BIMSIONINX
Ha CKOPOCTb TPOTPECCUPOBAHUS MIIEMUU M CKJIepo3a
mapeHxuMsbl [1—6, 12]. [To HalIMM TaHHBIM, Y BCeX AeTei
B BO3pacTe cTapiie 3 JieT C ayTOCOMHO-PEeleCCUBHOM
MOJIMKMCTO3HOM 00JIE3HBIO TTOYEK 1 JeTeil cTtapiie 9 mec
¢ He(pOHOMPTU30M TIPU YIBTPA3BYKOBOM MCCIIEIOBaHUU
BBISIBJIEHBI MHOXXECTBeHHBIE TU(D(HY3HbIE METKNE KUCTBI
MaKCUMaJIbHBIM IMaMeTpoM He Oojee 11 MM mpu ayro-
COMHO-PEIIECCUBHON TOJMKUCTO3HOW OOJIE3HU TIOYEK,
He 6ojiee 8 MM Tipu HepoHODTU3E, TUTIEPIXOTEHHOCTh
MapeHXUMbI CO CHIDKEHMEM WIM 6e3 KOPKOBO-MO3TO-
Boit muddepeHnpoBku. OcCTpoe IOBpeXIeHUE ITOYEK
He JIWarHOCTMPOBAaHO. XpOHMUYecKast OOJIe3Hb IMOYeK
KoHcTatupoBaHa y 13 mereit crapmie 2 jet (11 — ¢ ayro-
COMHO-PEIIECCUBHOI TMOJMKUCTO3HOM OO0JE3HBIO MOYEK
1 2 — ¢ He()poHODTU3OM).

B wamem wccrmegoBanum  BapuaHT  c.107C>T
(p.Thr36Met) sBrsieTcsT paclpOCTpaHEHHBIM CpeIu AeTeit
¢ uIeHTUUUUPOBaHHBIMU BapuaHTtaMu reHa PKHDI
MpU ayTOCOMHO-PELIECCUBHOM MOJMKUCTO3HOM 0OJIe3HU
ToYeK; BapuaHTHl C.664A>G (p.lle222Val), c.6992T>A
(p.I11e2331Lys), c.10444C>T (p.Arg3482Cys) BcTpeuaauch
B €IMHUYHBIX CJTy4asX, YTO COTJIACYeTCsT ¢ pe3yJbTaTaMu
KPYITHOTO WCCJIEIOBAHMSI TEHOTUIT—(EHOTUTT KOppesi-
muii 'y 304 merteit ¢ ayTOCOMHO-PEIIECCUBHOM TTOJIMKM-
CTO3HOU 00JIe3HBIO TTOYeK. ABTOPHI ITOKa3ajau 5 Haubo-
Jiee 4acThIX M3 563 MMarHOCTUPOBAHHBIX BAPUAHTOB TeHa
PKHDI, cpemn Hux c.107C>T (p.Thr36Met) coctaBui
13,1%, c.4870C>T (p.Argl624Trp) — 3,6%, c.664A>G
(p.Nle222Val) — 3,2%, c.6992T>A (p.1le2331Lys) — 2,7%,
¢.10444C>T (p.Arg3482Cys) — 2,3% [3].

ITo HammMM MaHHBIM, B CEMbE C ayTOCOMHO-pelec-
CUBHOM TIOJIMKMCTO3HOI OOJIE3HBIO TOYEeK Yy 2 meTeid
(ripoGaHa 1 cubc MpobaHIa) MPU UIEHTUYHOM TEHOTUTIE
no reHy PKHD1 ycTtaHOBJIeHbI 3HAaYUTEbHBIC KIMHUYE-
CKUe Pa3INYMsl C TSKETbIM MOYEUYHBIM U TTeYeHOUHBIM
(eHOTUTIaMM U OBICTPBIM TTPOTPECCUPOBAHNEM XPOHUYE-
CKoli 60JIe3HM Mouek y muaaiiero 6para. R. Ajiri u coaBT.
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HecmoTtpst Ha 3HAaYUTENbHYIO 3()()EKTUBHOCTb CTEPOMIAHOM TEPANMH, CNENUAIMCTHI CTATKHBAIOTCS C CePbe3HbIMH TPYAHOCTSAMH
NPH BeJIeHNH MALUEHTOB CO CTEPOHI3aBUCHMbIM He()POTHYECKUM CHHIPOMOM, YTO NpPeanoJaraeT Ha3HaueHne HMMYHOCYNPeCCHBHOI
Tepanun. Cpeau J0CTYIHbIX aIbIOBAHTHDIX MPENAPaToB MUKO(EHO0aT MO(DETHI BbIAEISAETCS KAK NPenoYTUTE bHbIi BAPUAHT 0.1a-
roaaps csoemy npoduiio 6e30nacHOCTH, XOPollieii epeHOCUMOCTH U BLICOKO# 3 (heKTMBHOCTH. B HacTOsIIee Bpems B iuTepaType
npeACTaBJIEHbI JIUIIb HEMHOTOYHCIEHHbIE MCCIeIOBAHNUSA, TOCBANIEHHbIE 3(D(heKTHBHOCTH HCIO/Ib30BAHUS MEUKO(EHOI0BOI KMCIOTHI
y aeTeii ¢ He()POTHYECKUM CHHIPOMOM, YTO OODBICHAETCS CJOKHOCTBIO (hapMAKOKMHETHKH mpenapata. B crarbe mpeacrabiieHbl
Pe3yJbTaThl HCCJIEJOBAHKS, LIeJIb KOTOPOro — OLEHKA 3HAYEHHUsI OnpeaeieHnsi MUKOGeHO10BOIi KMCIOThI Y MAMEHTOB CO CTEPOMI-
3aBHCHMbIM He(hPOTHYECKMM CHHIPOMOM /IS MOIEPKAHUS CTONKOI KIMHUKO-1a00paTOPHOI pemuccuu 3a0oseBanusi. B pamkax
uccienoBanus oocenoBanbl 78 nanuentos Bo3pactom ot 1 10 18 jer co creponazaBucumbiM HedpoTHyecKuM cunapomom. Ilouy-
YeHHbIe Pe3yJIbTaThl NPOIEMOHCTPUPOBAIIH, YTO ONpe/eeHHe KOHIEHTPAUN MUKO()eHOI0BOI KUCJIOTHI y 1eTeil CO CTeponI3aBH-
CHMBIM He()POTHYECKUM CHHIAPOMOM siBIsieTcsl 3 ()eKTUBHBIM METOOM KOHTPOJIS Tepanuu He)pOTHIECKOr0 CHHAPOMA Yy JeTeid.
Omnpenenenne KOHIEHTPAIMH MUKO(EH010BOI KHCIOThI B Touke C; AB/IsieTCs BLICOKOCTICHHMHIHbIM H YyBCTBHTE/IbHBIM METOIOM
NPOTHO3UPOBAHMSI PA3BUTHS PENIMBOB 3200/1€BAHNUS, IPH ITOM KOHIIEHTPALMS MUKO()EHOJI0BOI KMCIOThI 00J1ee 3,2 MKI MJI MOXKET
CJIYKHTh MUHMMAJIbHBIM OPHEHTHPOM /ISl KOHTPOJISI UCNOJIb30BAHHS MUKO()EHOJI0BOI KHUCJIOTHI Y JieTeii CO CTepOUI3aBUCUMBIM
He)pOTHIECKUM CHHIPOMOM.

Karoueswte caosa: demu, Hegppomuueckuii cuHOpom, cmepouodHas 3a8UcCUMOCbd, KOHUEHMPAuus, MUKogheHon06as Kucioma, sggpex-
MUBHOC®.

Ansi untuposanusi: Moposos C.J1., [ymH B.BJ, O6yxosa B.A., MetpocsiH 3.K., 3onkuHa W.B., Maxomosa B.[1., Bourosa B.IO. 3HaueHne
onpeseneHysi KOHLEHTPaLM1 MUKOGEHOIOBOM KUCIIOTbI y AETEN CO CTEPONA3ABACHMBIM HEGPOTUHECKUM CUHAPOMOM. POC BECTH nepuHaros
v neauatp 2024, 69:(4): 63-69. DOI: 10.21508/1027-4065-2024-69-4-63-69

Despite the significant effectiveness of steroid therapy, specialists face serious difficulties in managing patients with steroid-dependent
nephrotic syndrome, which requires the prescription of immunosuppressive therapy. Among the available adjuvant drugs, mycopheno-
late mofetil stands out as a preferred option due to its safety profile, good tolerability, and high efficacy. Currently, only a few studies
are presented in the literature on the effectiveness of the use of mycophenolic acid in children with nephrotic syndrome, which is
explained by the complexity of the pharmacokinetics of the drug. The article presents the results of a study whose purpose was to eval-
uate the value of determining mycophenolic acid in patients with steroid-dependent nephrotic syndrome to maintain stable clinical and
laboratory remission of the disease. The study examined 78 patients aged 1 to 18 years with steroid-dependent nephrotic syndrome.
The results demonstrated that determination of mycophenolic acid concentrations in children with steroid-dependent nephrotic syn-
drome is an effective method for monitoring therapy for nephrotic syndrome in aunts. Determining the concentration of mycophenolic
acid at the C point is a highly specific and sensitive method for predicting the development of relapses of the disease, while a myco-
phenolic acid concentration level of more than 3.2 pg/ml can serve as a minimum guideline for monitoring the use of mycophenolic
acid in children with steroid-dependent nephrotic syndrome.

Key words: children, nephrotic syndrome, steroid dependence, concentration, mycophenolic acid, effectiveness.
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CMOMeHTa MepBOro OMUCAaHUS He(hPOTUUECKOTO
CUHIpPOMa KaK TJIOMEPYJISIPHOTO 3aboJieBaHUS
OCHOBHOW 3amayeil s Bpadyell W wucciaemoBaTeei
Oblta pa3paboTka 3P GEKTUBHBIX METOIOB Teparnuu
JaHHOTO 3aboyieBaHus. Jlo BHeOpeHUS B KIWHUYE-
CKYI0 TIPAKTUKY TITIOKOKOPTUKOCTEPOUIOB, KOTOpbBIE
B HacToOsIIee BpeMsl CIyKaT OCHOBOI Tepanmuu Hedpo-
THUYECKOTO CMHIpPOMaA, IETCKask CMEPTHOCTh OT He(po-
THYECKOTO CMHApoMa TpeBbitmaina 40%, uto 6b110 00y-
CJIOBJIEHO TIpEXJIe BCEro MPOTrpecCUpytonieil moYeaHom
HEAOCTATOYHOCThIO, a TakXe WH@EKIIMOHHBIMU
U TpOMOO3MOOJMYECKUMU OCHoXHeHusimu [1, 2].
BkiloueHre CTepOWIHBIX MpenapaToB B CXeMbI Tepa-
MUY MPUBEJIO K 3HAYUTEIbHBIM U3MEHEHUSIM B ITOJIX0-
JlaxX K BEIeHUIO AeTell ¢ MANONaTUYeCKUM HehpoTHhue-
CKMM CHMHApOMOM. HecMOTps Ha 3TO, 1O HACTOSIIETO
BpPEMEHU OCTAaeTCsl Psii HEPEIIEHHBIX BOMMPOCOB, Kaca-
IOIIUXCS JIeUeHUS] He(POTUIECKOTO CUHAPOMA, KOTO-
pBie TpeOYIOT madbHEeHIINX ucciaenoBanuii |3].
CoBpeMeHHBIE TIPOTOKOJIbI CTEPOUTHON Teparuu
MMO3BOJISIIOT JOCTUTaTh KIMHUYECKON peMuccum y 80%
MalMEeHTOB ¢ UINOMAaTUYSCKUM He(POTUUECKUM CUH-
IpOMOM, OxHako okojio 20% nereil 1eMOHCTPUPYIOT
PE3UCTEHTHOCTh K CTaHIAPTHOW Tepamuu CTepOu-
mamu [4, 5]. HecMoTps Ha 3HaunTEeNbHYIO 3G MEKTUB-
HOCTb CTEPOMIHON Tepamnuu, CIEeIUaTUCThl CTalKH-
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BAalOTCSI C CEPbE3HBIMU TPYAHOCTSIMU TIpU BeICHUU
MallMEHTOB C YacThIMM peluInuBaMu 3aboJIeBaHUS,
ompenessseMbIMU KaK 4YeThIpe 3Mu30/aa B ol u 6oJee,
a TakXe B CIyYyasX pa3BUTHS CTEPOUTHON 3aBHCHUMO-
CTH UK pe3ucTeHTHOCTU. CorlacHO TaHHBIM MeXy-
HapoJIHOI accolumanuu aeTckux Hedposoros (Inter-
national Pediatric Nephrology Association, IPNA)
npubausurensHo 'y 50% nereii, KoTopble IMEpBOHA-
YaJIbHO MTOCTUTIU PEMUCCUU He(DPOTHIECKOTO CUH-
IpoMa TION BO3AEUCTBHEM TJIIOKOKOPTHUKOCTEPOUIOB,
HaOJTIOMAIOTCS YacThle PEelUIUBBI W/WUIU pa3BUBAETCS
3aBUCHUMOCTb OT CTEPOMIHON Tepanum [1].

B caywasx (opMHMpoBaHUSI CTEPOMI3aBUCUMOTO
He(POTHUECKOTO CUHIpPOMa COBpPEeMeHHas JjedeOHast
cTpaTerusi OCHOBBIBAETCS Ha TPUMEHEHUM WMMYHOCY-
npeccuBHO Tepanmuu. C y4eTOM KIWHWUYECKU 3HAYM-
MBIX HeXeJaTeTbHbIX 3(P(PEKTOB, CBI3aHHbBIX C JUTUTEb-
HBIM TIPUMEHEHUEM TIIIOKOKOPTUKOCTEPOUIOB, Bpauu
CTPEMSITCS  MCIOJIb30BaTh CTEPOUIHBIE  ATbIOBAHTHI
JUTS TIOAJEPXKAHUST PEMUCCUM M CHIDKEHUS HaKOTH-
TeJabHOTO 3(deKkra crepouaHbix npernaparoB [1]. Cpenn
JMOCTYITHBIX aIbIOBAHTHBIX TIpernapaToB MUKOMeHoJaTa
MO(MeTWIT BBIIESIeTCS KaK MPeamoYTUTEbHBIN BapuaHT
Onaromapsl cBoeMy IMPOMUII0 0e30ITaCHOCTH, XOPOIIei
MePEHOCUMOCTH U BBICOKOM 3(h(PEeKTUBHOCTHU.

MuxodeHomata ModeTHST — COBPEMEHHBIN CeleK-
TUBHBII WMMMYHOCYITPECCUBHBIN TIpernapar, KOTOPBIit
IIUPOKO MCITONB3YETCS UIST MPOMPUIAKTUKUA OTTOPIKE-
HUSI TIOCJIe TPaHCIUIAHTALIMM TTapeHXMMAaTO3HBIX Opra-
HOB, JIEYEHMS] ayTOMMMYHHBIX 3a0oJieBaHUil, Hedpo-
TUYECKOTO CHHIPOMA, aTOMWYECKOro aepmarura [6—S8].
AKTHBHOI MOJIEKYJIOi MUKodeHomaTa ModeTuaa sBiIs-
eTcsT MUKO(hEHOJIOBasT KHMCIIOTa, KOTOpash OTIMYaeTCs
CJIOXHOU (apMaKOKMHETHKOW; KPOME TOTO, €€ OTJIH-
YUTETbHAST OCOOEHHOCTh COCTOMT B BBICOKOW CBSI3U
C CBHIBOPOTOYHBIM aJbOYyMUHOM, KOTOpasl COCTaBIISIET
97—-99% [9].

OCHOBHOE JIefiCTBME MUMKO(MEHOJIOBON  KMCIOTHI
OCHOBAaHO Ha WHTMOMPOBAHWUU CUHTE3a T'yaHO3WMHOBBIX
HYKJICOTHIIOB TIOCPEICTBOM CEJEKTMBHOTO ITOIaBJIe-
HUST (hepMeHTa TTyPUHOBOTO OMOCUHTE3a — WHO3MHMO-
Ho(pochaTaernaporeHaspl. DTOT MEXaHU3M I103BOJISIET
MUKO(PEHOIOBOI KHUCTOTe 3((PEKTUBHO TTONABIATH ITPO-
mudepanuio T- u B-numdounToB, Bavsisg Ha HUX 3HAYU-
TEJIbHO CUJIBHEE, YeEM Ha APYTMe 3JEMEHTbl UMMYHHOI
cuctemsl [3, 10].

B Hacrosiiiee Bpemsi B JuTepaType TpeCTaBICHBI
JINIIb HEMHOTOYMCJIEHHBIE WCCIEIOBAaHUSI TI0 OLIEHKe
9 GEKTUBHOCTH UCIOJIb30BaHUS MUKO(eHomata Mode-
TWJA y JAeTeil ¢ HePPOTUUECKUM CUHAPOMOM, UTO OOB-
SICHSIETCSI  CJIOXKHOCTBIO  (DPapMaKOKWHETUKU  MUKOGe-
HOJIOBOM KMCIOTHI. [Ipy ee MCCliemoBaHUM y JETei psi
CITELIMATMCTOB TPEIaraloT METOJ CTPaTerMy OrpaHUYeH-
Horo otbopa 1pod (limited sampling strategy — LSS) [7].
ITonoGHBI MOAX0N OCHOBAH Ha OLIEHKE KOHIIEHTpaluu
MMKO(DEHOIOBOI KHCIOTHI B IJIa3Me KPOBU Uepe3 pa3ind-
Hble MMPOMEXYTKM BpeMeHM (TIoIanb Mmoa (hapMaKoOKu-
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Mopo3zoe C.JI. u coagm. 3HaueHNe OnpeesieHIs] KOHIIEHTPALMN MUKO(EHOIOBO! KUCIOTHI Y IETE CO CTEPOMA3ABUCHMBIM HE(DPOTHIECKMM CHHIPOMOM

Hetnueckoil kpuBoit — AUC) B TeueHue 12 4, 4TO 1MO3BO-
JISIET OLICHUTD TOJIHBIN (hapMaKOKUHETUIECKUI MTPpOoduIib;
KpOMe TOTO, B KaueCTBE OPHMEHTUpA JIJIsT OLEeHKH 3 dheK-
TUBHOCTH Teparuu MukodeHosaToM ModeTuaa B HaCTO-
siiee BpeMsl TIPUHSITO MCIOJIb30BaTh OIpeneieHrne KOH-
ueHtpauuu B touke C; [11].

C y4eToM HEIOCTaTOYHOCTU JAHHBIX O KOHIIEHTpa-
MU MUKO(EHOJIOBOI KUCIOTHI Y AETei JeKapCTBEHHbIN
MOHUTOPUHT OCHOBAaH Ha PEKOMEHIALUSX IS B3pOC-
JIBIX TIAIMEHTOB, KOTAa PEKOMEHIyeMbIii 1IeJIeBOi aua-
Ma30H Yy TPAHCIIAHTMPOBaHHBIX ManueHToB — AUC,,
coctanisieT 30—60 mr-u/im [12—14]. G. Filler u coaBr. [15]
B 2015 r. mpennojoXuau, 4To MUHUMaIbHas 3(dek-
TUBHAs KOHLEHTpalMsi MHUKO(EHONOBOH Kucnotel C;
cocrapisger 1,3 MKr/mi, uto skBuBaieHTHO AUC, , paB-
Homy 30 Mr-u/ji, U MOXET TpenoTBpallaTh oOpa3oBa-
HUE JOHOP-CHEUU(PUIHBIX aHTUTEI. ABTOPbI 3aMETUIIH,
YTO y NeTeil — PeLMITMEHTOB MOYEYHOTO TpaHCIIIaHTaTa,
Yy KOTOPBIX 00pa30BajIiCh JOHOP-CITeIU(PUISCKIE aHTH -
Tejla, MUHUMAJIbHBIN YpOBeHb MUKO(eHoaTa ModeTuria
obu1 3HaUMTENBHO HUXe (0,2710,23 MKT/MI1), 4eM y Tex,
y KOro JIOHOp-crelnuieckue aHTuTeaa He oOpasoBa-
smcs (0,47+0,18 mur/mo) [15].

B omiuuue oT nereii, TepeHeCcHIMX TpaHCIJIaHTa-
1110, y TIAIIMEHTOB ¢ He(POTUIECKUM CUHIPOMOM KOH-
LHeHTpauusi MukodeHojata ModeTuaa M0JKHA ObITh
3HAYUTEJbHO BbIIIEe, 0OecIeurBasi KOHTPOJIb Haj 3a00-
neBaHueM. Cuurtaercs, 4To y JeTeil ¢ HedpOTUUECKUM
cunapomomM AUC,, MUKO(DEHOIOBOM KUCIOThI TOJKHA
He MeHee 45 Mr-4/jl, a B HEKOTOPBIX CIydasX BbIIIE
60 mxru/mn [11, 16]. B cBoem uccinemosanuu J. Gell-
ermann u coasT. (2012) [17] ob6Hapyxunu, yto AUC,,
MOHOTepanuu MUKOo(eHoJaToM ModeTuaa B 11arna3oHe
60—80 MKT-u/MIJI KOpperpoBaja ¢ ToaaepkaHUueM CTO-
KOl KJIIMHUKO-JIa0opaTOpPHOI peMuccum HedpoTude-
CKOTO CMHAPOMA, TIPY 3TOM KOHIIEHTpalLUs MUKO(hEHO-
JIOBO#i KUCIOTHI B Touke C; Oblia 6osiee >2 MKT/MJI, 4ero
MOXHO OBLIO IOCTWYb IpU 03¢ MUKOdeHomaTa Mode-
tisa 1000—1200 mr/m? [17].

B eme omHoM wucciaemoBaHUM, TIpOoBeAcHHOM J.
Sobiak u coast. (2015) [11], oueHuBaIUChL Ieje-
Bble 3HaueHUs (papMaKOAMHAMUYECKUX I1apamMeTpOB
MukodeHosmaTta ModeTuna y AeTeid ¢ IioMepyJsora-
TUSIMU TIYTEM pacuyeTa YpOBHsS MHUKO(hEHOJIOBOW KHC-
JIOTBl METOAOM BBICOKOA((HEKTUBHONW XKUIAKOCTHOM
xpomarorpaduu. ABTOpaMu YCTAaHOBJIEHO, UYTO KOH-
LUEHTPAaLUsA MUKO(MEHOIOBON KHUCIoThl B Touke C,
oonee 3 MKr/mMa Haubosiee 3ddekTuBHA TSI TIPEaOT-
BpallleHusl peluaMBa He(GpPOTUUECKOTO CUHIpOMa,
npu otoM 1esneBoit AUC,, MUKOGEHOIOBOI KHUCIOTHI
OJKeH TpeBbImaTh 60 MKTr-u/MJ, 4To obecrieurBaeT
Haubojsee 3¢hGeKTUBHOE UCMOJIb30BaHME TIperapara
y neteil. AHajoTMYHble HaHHbIe ToiaydeHbl S. Tell-
ier u coanT. (2016) [18], KOTOpbIe MPUILIA K BBIBOLY,
YTO IUIOWIAAb TIOA KpPUBOW KOHILIEHTpAIMsI—BpeMs
MUKO(GEHOJIOBON KHUCIOTHI >45 MKI-4/MJ ObLT JOCTO-
BEpHO CBsI3aH ¢ OoJjiee HU3KOW YacTOTON peluaInBOB

(xoaddument vactorel 0,65; 95% noBepUTENbHBII
nHTepsai ot 0,46 no 0,89; P=0,01).

Janee MpuBOAUM COOCTBEHHbBIE TAHHBIE, IEMOHCTPH-
pylolIre BaxXHOe KIMHUYECKOe 3HaUYeHNe (papMaKoIoTr-
YeCKOTO MOHUTOPWHTA Y HEeTeil CO CTepOUa3aBUCUMBIM
He(POTUUECKUM CUHIPOMOM, TTOJYYaIOIINX Teparuio
MuKodeHo1aToM ModeTuIa.

Ienb nccaenoBannsa: OLleHKA 3HAYCHUS OTIPeaeICHUS
MHUKO(EHOJIOBOW KHUCIIOTBHI Y TTALIMEHTOB CO CTEPOMI3a-
BUCUMBIM He(POTUYECKUM CUHIPOMOM TSI TTOIAepKa-
HUSI CTOMKOM KIIMHUKO-J1A00paTOPHON peMUccuu 3abo-
JIeBaHUS.

XapakTtepucTuka petei u MeToabl UCCeaoBaHUS

B nepuon 2021—-2023 rr. Ha 6a3e oTaeneHuss Heppo-
JIOTUM  HAYYHO-UCCIIENOBATEIbCKOTO  KJIMHUYECKOTO
WHCTUTYTa TIEAUATPUU W JIETCKOW XUPYPTUM WM. aKa-
memuka FO.E. Benpruinesa m otaeneHus HedpOJIOTUHN
Poccuiickoii meTckoil KIMHMYECKOUW OOJBLHUILI IIPO-
BOIWJIOCH OTKPBITOE KOTOPTHOE TPOCIIEKTUBHOE CpaB-
HUTENIbHOEe  HEpaHIOMU3WPOBAHHOE  MCCIIeAOBaHUE,
MOCBSIIIEHHOE OlIeHKE 3HAUEHUST OTpeNeIeHUsT MUKO(e-
HOJIOBOY KMCIIOTHI Y TIALIMEHTOB CO CTEPOMI3aBUCUMBIM
He(POTUUECKUM CUHAPOMOM IS TTOAAEepPKAHUSI CTOM-
KOI KITMHUKO-JTA00paTOPHOI peMUCCHU 3a00IeBaHMUS.

B wuccnenoBaHue ObLIM BKJIIOYEHBI 78 MallMEHTOB
B Bo3pacte oT 1 10 18 JeT, KOTOphIM ObUT IMAarHOCTUPO-
BaH MOVOMATUIECKU HedpoTHueckuii cuHapoM. Kpu-
TEPUSIMU BKITIOYEHUS B UCCITEIOBAHUS CITY>KUJIY HAJTMIKE
CTEPOMI3aBUCUMOTO HE(DPOTUIECKOTO CUHIPOMA, OTIpe-
JIEJISIEMOTO KaK BOSHUKHOBEHUE IBYX TTOCJIEA0OBAaTEIbHbBIX
pPeMANBOB 3a00J1eBaHKs Ha (POHE Teparuy MPETHU30JI0-
HOM WJIM B TeUeHHUE 2 HeJl TTOCTIe OTMEHBI TJTIOKOKOPTUKO-
CTEPOUIOB.

B rpynme 6pu10 46 (59%) mambunkoB u 32 (41%)
JIeBOYKM. Ha MOMEHT WCcClefoBaHUsI CPEeIHUIl BO3-
pact nereit coctaBimsga 11,1439 roma: meBoyek —
11,3%4,1 rona, manbunkoB — 10,9+3,8 rona.

Bospact Mmanudecranm HepoTUUECKOTO CMHIpOMA
y aereit coctaBwi 5,9%3,2 rona, mpuyeM y MaJIbuMKOB —
5,8%3,1 roma u y neBouek — 6,1%+3,3 roma. Y GonbIIMH-
CTBa JeTel CTepoMaHas 3aBUCUMOCTH (hOpMHUpPOBaiach
yepes 19,8+110,3 mec ot Havana MaHudecTaum 3adoJe-
BaHUs. Bce meTu, Boleaive B MccaeTOBaHNe, B KAYeCTBE
MMMYHOCYTIPECCUBHOM Teparuu TPUHUMAIN MUKOMe-
HOJIOBYIO KMCJIOTY, TIpY 3TOM JUIST OLIeHK! 3(PPEeKTUBHO-
CTU Tepamnuu IeTH YCIOBHO OBUIM pa3ieieHbl Ha TPYIIThI
10 YacTOTe peLMINBOB 3a 6 1 12 Mmec.

BceM netam ObLIO TIpoBeneHO oOIee Jabopartop-
HOe W MHCTPYMEHTaJIbHOE OOC/IeoBaHNe, BKITIOYAoIIee
KJIMHWYECKUI aHalIu3 KPOBU, OOIIWIA aHaJIu3 MOYH,
CYTOUHYIO DKCKPEILMIO OejIKa ¢ MOYOM, OMOXUMUYECKUIA
aHaJM3 KPOBW, YJIbTPa3BYKOBBbIE MCCIIEIOBAHUS TTOYEK,
ornpenejeHe (QYHKIMOHATBHOTO COCTOSTHUS —TTOYEK.
Hns ouieHKM 3(pHEeKTUBHOCTU JieueHUs MUKO(hEHOJIOBOM
KUCJIOTHl TMallMeHTaM TPOBOAWIIM HWCCIeIOBaHUE KOH-
LIEHTpaLIM MUKO(MEHOIOBOM KUCIOTHI B KDOBU HE MEHee
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yeM 4epe3 7 AHEN oT Havana tepanuu. DPOeKTUMBHOCTh
Tepany OLIEHWBAJIU CTOMKOCTHIO KIIMHUKO-J1abopaTop-
HOI PeMUCCUU B TeyeHue 6 1 12 Mec Teparmnu MUKOde-
HOJIOBOW KMCJIOTOM.

KomuecTBeHHOE ompeneieHne MUKO(GEHOIOBOM KHC-
JIOTHI B TUTa3Me KPOBM OCYIIECTBIISITA METOAOM BBICOKO-
a¢dekTUBHON XUAKOCTHON XxpoMartorpaduu (BDXKX)
C Macc-CNeKTPOMETPUIECKUM JIeTeKTUpoBaHueM. JIjst aHa-
JM3a OTOMpaiy o0pasilbl TUIa3Mbl KPOBUM B TMPOOUPKY
¢ K29/ITA. Ipouenypa mpoOOITOATOTOBKA TUIa3Mbl KPOBU
BKJTIOUAJIa HECKOJIBKO 3TAroB: K 00pasity riazmbl 200 MK
no6asnsi 600 MK MeTaHoiia ¥ 570 MKJT alleTOHUTpHJIA,
nepemernMBaid Ha ietikepe npu 2200 o6/MUH B Teue-
HUE 2 MUH, 3aTeM LeHTpUYrupoBasn B TeueHure 10 MuH
npu 13000 06/MuH 1 mepeHocuau 1o 300 MK Hamoca-
JIOYHOTO CJTOST B MUKPOIUIAHIIET Ha 96 JIYHOK TS aHamm3a
Ha XpoMaTorpa(uuecKoit cucreme.

XpomaTorpaduyeckasi cucTeMa BKJIIOYAJIa KUIKOCT-
Hoit xpomatorpad monenu LC-30AD c cucremoii aBTo-
MaTtudeckoro BBoma oopasinoB SIL-30AC, TepMmocTaToM
Kook moxpenu CTO-20AC u merazaTopoM MOAEIN
DGU-20A5R (Shimadzu). Pa3nenenue ocyuiecTBisiioch
Ha xpomarorpadguueckoii kKojgoHKe Phenomenex Kine-
tex EVO C18, 2.6 um, 50-2.1 mm (P/N 00B-4725-AN)
¢ nipenkosonkoi mrss BO2KX Phenomenex Kinetex EVO
C18, 2.6 um (P/N AJ0—9298). [eTeKTUpOoBaHHE OCY-
ecTBIIsUIM Ha Macc-criekTpomeTpe AB Sciex Triple Quad
5500+ ¢ anexTpopacmbuIMTeIbHON MoHM3anueir. Obpa-
OGOTKY JaHHBIX BBITIOJHSIIA C TTOMOIIBIO TTPOTPaAaMMHOTO
obecnieueHus Analyst u SciexOS.

CTaTUCTUYECKUI aHAM3 MOJYYeHHBIX JaHHBIX MPO-
BOIWJM C TIOMOIIbIO MPOTpaMMHOIO makeTa Statistica
10.0 (StatSoft Inc., CILIA) ¢ npumeHeHneM oOIIETPU-
HSATBIX TTAapaMeTPUUECKUX M HeTlapaMeTpUIecKUX MeTO-
OB aHaju3a. Bce cTaTMCTMYECKME TEeCThl BBITIOIHSIIN
C WCTIOJb30BaHUEM IBYCTOPOHHUX KPUTEPUEB U YPOB-
HeM poctoBepHocTu 0,05, 3HAYEHMST p pacCUUTHIBAIU
C TOYHOCTBIO JIO JABYX IECATUUHBIX 3HAKOB. Mephl LIeH-
TpaJIbHOM TEeHAEHIWM TIpU HOPMAJIbHOM pacripele-
JICHUW TIpHW3HaKa OLIEHWBAJM TI0 BEJIWUYMHE CPETHUX
3HAYEHWI W  CPeIHEKBAAPATUIECKOTO  OTKIIOHEHUS
(M=£m), Ipy OTAUYHOM OT HOPMAJIBHOTO — TIO M-
aHe U KBapTwiaM. CTaTUCTUYECKYIO 3HAYMMOCTh MEX-
TPYIIOBBIX Pa3INYUil KOJWYECTBEHHBIX TEePEMEHHBIX
OTIPEIEISITN C TIOMOIIBIO OMHOMAKTOPHOTO TUCTIEPCUOH-
Horo aHanu3a Kpackena—Yomnuca, kputepusi MaHHa—
Yuriu wunu Bunkokcona. [l peieHUst TIpoOJeMbl
MHOXECTBEHHBIX CpaBHEHMII TIPUMEHSIIU TOMPAaBKY

OPUINHAJIbBHbBIE CTATbU

Bordepponu. Iy pacyeta BEDKUBAEMOCTH TAIlMEHTOB
¢ He(POTUUYECKUM CHHIPOMOM, B TOM YHUCJIE B OTCYT-
CTBUE pelMAMBOB, TpuMeHsuin MeTon Kannana—Meiliepa
C WCITOJIh30BaHUEM JIOTPAHTOBOTO Tecta. HyneByto cra-
TUCTUUYECKYIO TUTIOTE3y 00 OTCYTCTBUM PA3JIVYMI U CBSI-
3eii omposepranu npu p<0,05. I'padpuueckoe odopm-
JICHWEe pe3yJabTaTOB BBIITOJIHEHO C WCIOJb30BaHUEM
nporpamMmHoro naketa GraphPad Prism 8.0.2 (GraphPad
Software Inc., CLLIA).

Pe3yn bTaTbl UCCJieA0BaHUSA

Ilo maHHBIM JTUTEpPaTypHI, PSII IEeTell CO CTepoua3a-
BUCUMBIM HE(PPOTUYECKUM CUHIPOMOM TIpW JICYEHUU
MUKO(MEHOJIOBOI KHUCIOTOH HMEIT pPeluuauBbl 3a00-
JIeBaHMSI, KOTOpbIe OOJBIIMHCTBO aBTOPOB CBSI3bIBAIOT
C YpOBHEM KOHIIEHTpalMyu MHUKodeHonata ModeTuia
B KpoBu. Bce nmerm, Boueniive wuccienoBaHUe, TMPU-
HUMaJIM MUKO(EHOJOBYIO KMCIOTy, €€ J103MpOBKa
cocrasisia 1000 [900; 1230] mr/1,73 Mm? MOBEpPXHOCTH
TeJjia, TIPU 3TOM JIO3UPOBKA B TPYMIIE IeTel CO CTepOU/I-
3aBUCMMBIM HE(POTUYECKMM CUHIPOMOM, WMEIOIINX
pelunInBbl  He(POTUYECKOTO CUHIpPOMA, COCTaBJsiaa
1007 [900; 1350] mr/1,73 M? IOBEPXHOCTH TeJa, a y AeTeit
CO CTOMKON KJIMHUKO-JIA00OpaTOPHOUM peMUccHueil 3a00-
nesanusa — 1079 [900; 1211] mr/1,73 m? moBepxHO-
cti Tena. Mexmay TpynmaMu JTOCTOBEPHbBIX pasIuduii
He nosryueHo (P=0,8; p<0,05; puc. 1). B tabnuue npem-
CTaBJICHBI TPYIIIHI IETEI CO CTepOUI3aBUCUMbBIM He(po-
TUYECKUM CHUHAPOMOM, BOLIEAIIMX B HCCIeI0BaHUE,
KOTOpbIe UMEJIU PEUUIUBHI 3a00JeBaHUS B TeueHHe 6
u 12 Mec Tepanuu, U I€TU CO CTOMKON KIMHUKO-1a00-
paTopHOIi peMuccueit 3a00eBaHus, IIPU 3TOM B TabJIU1IEe
oTpaXeHa MeJMaHa KOHLEHTpallMM mperapara.

ITpu cpaBHEHUU HcCaEmyeMbIX TPYITIT METOIOM CpaB-
HEeHUsI MHOXXECTBEHHBIX He3aBUCUMBIX Tpyn Kpackena—
Yonnuca TonydeHbl JOCTOBEPHBIE pa3INUMST  MEXIy
KOHIIEHTpalMeir MMKO(EHOJIOBOI KMCIOTHI B KpPOBU
y TTAIIMEHTOB CO CTOMKOM KIIMHUKO-JTA00paTOPHOI peMuC-
cueil HeppoTUYECKOro CMHIpOMa U Y JeTel, MMEIOIINX
petauBbl 3a0oaeBanust (P=0,000001; p<0,05). [Tpu aTom
JMIOCTOBEPHBIX Pa3IMUMii 10 KOHLIEHTpAMU MUKO(hEHO-
JIOBOI KUCJIOTHI B KPOBHU Yy JIETEl CO CTEPOUI3aBUCUMBIM
HEe(pPOTUYECKUM CUHIPOMOM, KOTOpbIE WMEIU peLu-
VBBl HEPPOTUUECKOTO CUHIpPOMa B TeueHue 6 u 12 mec,
He ntosyueHo (P=0,9; p<0,05; puc. 2).

KpomMme moncka mOCTOBEpHBIX OTIIMYMIA MO KOHIIEH-
Tpalui MUKO(MEHOJIOBON KUCIOTHI B KPOBU, Y UCCIICIY-
eMbIX TIPOBENCH KOpPpEeIIIUOHHBIN aHanu3 CrupmeHa

Tabauya. YpoBenb Mukodeno0Boii kucaotsl (MPDK) y neteii co cTepounzaBucumMbiM HehpoOTHIECKUM CHHIPOMOM
Table. Mycophenolic acid levels in children with steroid-dependent nephrotic syndrome

T ‘Iacm’;‘;l 1_);:’:;[;(1/[303 Konuel-lg;:u;g ll\j[(IQ);(],) MKT/MJI
PermnuBel 3a601eBanms 3a 6 mec, n=18 1,7£0,4 0,810,7; 0,99]
PenmnuBel 3a6oseBanus 3a 12 mec, n=31 2,1+0,9 0,98 [0,75; 1,47]
Crolikas KIMHUKO-1abopaTopHas pemuccust, n=60 — 4,1[3,2; 5,5]
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JIJIST OLIEHKU CTETeHU CBSI3U KOHIIEHTPAIlu MUKO(MEHO-
JIOBOI KMCJIOTHI X YaCTOTHI PEIIMAMBOB 3a 12 Mec UMMy-
HOCYMPECCUBHOM Tepanmuu. B pesynabTaTe ycTaHOBIIEHA
TpsiMast CUJTbHASI CBSI3b KOHIEHTPAI MUKO(MEHOIOBOM
KUCJIOTBI M YaCTOTHl PELUINBOB HE(DPOTUIECKOTO CHH-
npoma (r=0,84; p<0,05; puc. 3).

JI715T OLIEHKU IMTPOTHOCTUYECKOTO 3HAUYEHMS OTIpeiesie-
HUST KOHIEHTPAU MUKOMEHOIOBOI KUCIOTHI B KPOBU
y JIeTeil cO CTepouI3aBUCUMBIM HE(POTUYECKHUM CHUH-
npomoM Oblm TipoBeaeH ROC-ananms, mmomans AUC
MPOCTPAHEHHOW MOJAEIN JIOTUCTUIECKOW perpeccuu
cootBeTcTBYeT 0,97, 4TO OIpenessieT BBLICOKYIO CITeIl-
U(UIHOCTD U YyBCTBUTEJBHOCTH MeToa (pucC. 4).

0GcyxpaeHue

B HacrosimeMm wucciaenoBaHMM OCHOBHOWM 3amaueit
ObUIa OLIEHKAa 3HAYMMOCTH OIIpeaeIeHNsS] KOHIIEHTpallun
MUKO(DEHOJIOBOI KHCJIOTH B KPOBHU y JETEil CO CTepo-
UI3aBUCUMBIM HEe(POTUYECKUM CUHIPOMOM B KauyecTBe
MPOTHOCTUYECKOIO KpuTepusi 3PPEeKTUBHOCTA IIPO-
BOIMMOW MMMYHOCYIpecCUBHON Tepanuu. I[lomydeH-
HbIE pPE3yJIbTaThl CBUICTEIBCTBYIOT, YTO OPUEHTUPOM
1711 OLleHKN 3(P@OEKTUBHOCTU TEPAITM MOXKET CIYKUTH
rnoxasaresib KOHLIEHTpaluuu 3,2 MKT/MJI, BbIIIe KOTOPOTO
peLIMINBEI 3a00JIeBaHUS B MCCIIEIyeMOM TPYIIITe ITalleH-
TOB He HaOJIIONAINCh.

1600

1500

1400

1300

1200

1100
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1000 o o
900
T
800
B o o Meaunana
Mcenegyemble rpynnbl [125%-75%
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Puc. 1. Paznuuue MEXKIY rpynnaMu nainudeHToB Co CTEpoua3aBUCUMbIM He(prTM‘IECKI/lM CHHAPO-
MOM, HAXOJAIUXCSA B pEMUCCHHA 3200JI€BaHNS U HMEKIINX peluIuBbl, B 3aBUCUMOCTH OT 103HUPOB-

KH mpenapara.

Fig. 1. Differences between groups of patients with steroid-dependent nephrotic syndrome who are
in remission of the disease and those who have relapses, depending on the dosage of the drug.

KoHuentpaumsa M®K, mkrimn

| = =

N

Peunans HC B TeseHuM 6 mec

Peuuave HC B TeueHun 12 mec

HccaegyesMble Ipynmel

Pemuccua HC o Meanana
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T MuH.-Make.

Puc. 2. KonnenTpamyusi MUKO()EHOJI0BO# KHCJIOTHI Y JieTeiil B 3aBUCMMOCTH OT YaCTOThI PEINBOB

He()POTHYECKOTO CHHAPOMA.

Fig. 2. Level of mycophenolic acid concentration (mcg/ml) in children depending on the frequency

of relapses of nephrotic syndrome.
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KonuyectBo peunaneos
3a 12 mec
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Puc. 3. CBa3b KOHUEHTpanuu MukodeHoioBoii kuciaotsl (MM®D)

B KPOBHM U YaCTOThI PELIMIUBOB ]-le(l)pOTl/l‘leCKOI‘O CUHApOoMaA.

Fig. 3. Relationship between the level of mycophenolic acid concentra-

tion in the blood and the frequency of relapses of nephrotic syndrome.

HecoMHeHHO, 1O maHHBIM JIUTEpaTypbl, Haubosee
MH(GOPMATUBHBIM MPOTHOCTUUECKUM KPUTEPUEM SIBIISICTCST
METOJI CTpaTerny OrpaHMYeHHOro oToopa mpod — MLSS,
KOTOPBINI OCHOBaH Ha OlEHKE KOHIEHTpAluu MUKO(e-
HOJIOBOW KMCJIOTHI B TUTa3Me KPOBU B TedyeHue 12 9 ¢ pac-
yeToM KpuBoit KoHleHTpaimu AUC, 4yTo moarBepxaaeTcst
MHoOTUMU ucciaenoBatensvu [7, 11, 14, 18—20]. OnmHaxo,
T10 HallleMy MHEHMIO, METOJI UMEET sl HEIOCTATKOB, TIpe-
KIIE BCETO TAaKUX, KAK MHBa3UBHOCTh U BHICOKAsi CTOUMOCTh
HCCIIeIOBaHMSI, OCOOEHHO €CJTM Ha 3Tarax Teparuu Mpruxo-
JTUTCSI TATPOBATh JO3MPOBKY TIperapara.

Tak, Mo JaHHBIM TeX XK€ aBTOPOB, OMpeaesieHre KOH-
HeHTpalu B Touke C; BIOJHE COOTBETCTBYET IOJY-
YEeHHBIM pe3yJibTaTaM HallleTo WCCIeIOBaHMs, KOoraa
KOHIIEHTPalMsl MUKO(DEHOJIOBON KHUCIOTH B Touke C,
bosiee 3 MKT/MJI unu gaxe 4 MKr/mi Haubosee apdek-
TUBHA JUTSI TIPEJOTBPAIEHNS PeLIMINBa HE(POTHUECKOTO
cuHapoma. OCHOBBIBAsICh Ha peajusx OTeYeCTBEHHOM
MEIUIIMHBI C YYEeTOM IETCKOTO BO3pacTa, OTCYTCTBMSI
(vHaHCUMPOBAaHUS MCCIENOBAHUS 3a CUYET CPEACTB O0sI-
3aTeJIbHOTO MEIMIIMHCKOTO CTpaxoOBaHWs, Ha JaHHOM
9Tane ornpenesieHue KOHIIEHTpAlMd MUKO(EHOI0BOM
KUCJIOTE B KPOBU B Touke C; MOXHO TIPU3HATh BITOJTHE
3(hHEKTUBHBIM METOIOM KOHTPOJSI Teparuu HedpoTU-
YeCcKOro CMHIpOMa.

Kpome Toro, Ham mpencraBisieTcss HaubOoJjiee Tep-
CTIEKTUBHBIM pa3fesl MEeAWILWHBI TaKoM, Kak (hapMako-
TPAaHCKPUTITOMUKA, OTKPBIBIIAST BHICOKUE TTEPCIIEKTUBbI
B IMPOTHO3MPOBAHUU OTBETa HE TOJILKO Ha CTEPOUIHYIO,
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OPUINHAJIbBHbBIE CTATbU

Kimnuko-1adopaTopHbie MapKepbl CTPYKTYPHO-(DYHKIHOHAJILHBIX HAPYIIEHHI
B (hopMHpPOBAHUM XPOHUYECKO# 00J1€3HM MOYEK Y JIeTell pAHHEro BO3pacTa,
3()peKTUBHOCTD JeUeHHs

E.B. Caghuna, U.A. [Inomnuxosa, B.JI. 3enenyosa, B.B. basapuwuii, H.I. [pywuna

®re0y BO «Ypanbckuii rocyaapCTBEHHbI MeAMLIMHCKUIA YyHuBepcuTeT» MuHagpasa Poccun, EkatepuHbypr, Poccus

Clinical and laboratory markers of structural and functional disorders in the formation
of chronic kidney disease in young children, treatment effectiveness

E.V. Safina, I.A. Plotnikova, V.L. Zelentsova, V.V. Bazarnyi, N.G. Grushina

Urals State Medical University, Ekaterinburg, Russia

IIpobaema 3a00sieBanmii MOYEBOIi CHCTEMBI Y JI€Tell AKTyaJIbHA B CBSA3M ¢ (JOPMUPOBAHHEM XPOHHYECKOI 00JI€3HU MOYEK.

eab uccaenoBanus. BoisBjieHne npequKTOPoOB Pa3BUTHS XPOHUYECKOH 00JIe3HN MOYEK Y JieTeil paHHero Bo3pacra, pa3padoTka
Jie4eOHO-PeadMIMTAMOHHOrO KOMILIEKCA U OlleHKA ero 3()()eKTUBHOCTH MO INHAMUKE CTPYKTYPHO-(DYHKIMOHAIBHBIX HAPYIIEHH
OPraHOB MOY€BO¥ CHCTEMBI.

Marepuassi u MmeTonsl. O0caen0Banbl 69 nereii ¢ 3a001eBaHusAMYU noveK B Bo3pacrte 14,51+9,6 mec u 35 neteii KOHTPOILHO rPYNIIBI
B Bo3pacte 11,7+5,9 mec, I—II rpynmsi 310poBbsi, Ge3 32a00/1€BaHUIT MOYEBOIi CHCTEMbI.

Pesynbratel. Y 76,1% neteii umelicst XpOHHYECKHUiA NUeIOHe()PUT BTOPHYHOTO XapakTepa. BepositHocTh 3200/1eBaHMii MOYEBOIi CHCTEMBI
Yy /ieTeii MOBbIMIAETCS MPU HATMYMHA B AHAMHE3€e Y MaTePH NATOJIOTHH IUIALEHTBI, 00/1e3Heii KPOBH M OPraHOB NUILEBAPEHHS], IPU COYETAHUN
3THX NPEIUKTOPOB € reCTAIMOHHBIM CAXAPHBIM THA0ETOM MMEIOTCS B3aMMOCBSI3U C BPOXKIEHHBIM THAPOHE(PO30M, MHETOKAIMKOIKTA-
3Ueid, My3bIPHO-MOYETOYHHKOBBIM Pe(IIOKCOM, C 0CTOBEPHOCTBIO MPOrHO3a MaTeMATHYECKOi Mozieiu 86%. OOHapyKeHbI B3AUMOCBSA3H
VEGF-A ¢ MoueBbIM CHHIPOMOM, NMOKA3aTE ISIMH MOYE€YHOT0 KPOBOTOKA Y JieTeil ¢ HeQIaronpusTHbIMA (haKTopaMu B aHAMHE3€e Yy MaTepu.
3akmoyenue. ComaTHyecKkas naTosiorusi, 3a00J1eBaHUS IUIAIIEHTHI M FeCTAIMOHHBIA CaXapHblii AMa0deT B aHAMHe3e y MATePH MOBbILIAIOT
BEPOSAITHOCTb NMATOJIOTHH OPIraHOB MOYEBOIi CHCTEMbI M CBS3aHbI C BPOXK/IEHHBIM MHIPOHE(PO30M, MHETOKAIMKOIKTAZHEN, My3bIPHO-
MOYETOYHHKOBBIM pedhiiokcoM y eteii paHHero Bospacta. Yposun VEGF-A npu oneHke ¢ KIMHHYECKHMH NAPAMETPAMH MOTYT ObITH
MapKepaMu HeOJaronpusTHONO WM 0J1aronpusATHOro TedeHus muenonedpura. [loutu 26% nereii ¢ BTOPUYHBIME NHeT0OHePPUTAMEI
HYXKIAI0TCS B XMPYPrudecKoii Koppekimu. KoMiuiekc, BKIIOYAIONMNiA AaHTHOAKTEPHAIbHbIE PENAPATHI, PEryIsATOPbI 00MEHA KAJbIMS,
JIMyPEeTHKH pacTuTeibHoro npoucxoxaenns (Kanedpon H), pusnorepanuio, BIus1 HA BOCCTAHOBJIEHHE CTPYKTYP M (DYHKIIMiA MTOYEK.

Karouesvte croea: demu pannezo 603pacma, 8acKyA03HO0OMEAUANbHbLL PAKMOD, XPOHUHECK UL NUEAOHePPUM, 8POICOCHHbLE AHOMANUU
pazeumusi mouesvideaumensvhoi cucmemot, Kaneghpon H.

Ansa yntnpoBauns: CapuHa E.B., MnotHukoBa W.A., 3eneHuyosa B.J1., basapHbiti B.B., [pywmHa H.I. KnuHuko-nabopaTtopHblie MapKepbl
CTPYKTYPHO-YHKLMOHAJIbHBIX HaPYLLUEHUV B pOPMUPOBaHUM XPOHNYECKOV 601Ie3HU MNOYeK y AeTeli paHHero Bo3pacta, 3¢@ekTMBHOCTb Jie-
4eHus. Poc BecTH nepuHaton v negmarp 2024; 69:(4): 70-78. DOI: 10.21508/1027-4065-2024-69-4-70-78

Diseases of the urinary system in children are a pressing problem due to the development of chronic kidney disease.

Purpose. To identify predictors of the development of chronic kidney disease in young children, develop a treatment and rehabilitation
complex and evaluate its effectiveness based on the dynamics of structural and functional disorders of the urinary system.

Material and methods. 69 children (14.519.6 months) with aged kidney diseases and 35 children (11.715.9 months) of the control
group without kidney disease were examined.

Results. 76.1% of children have chronic secondary pyelonephritis, their likelihood increases if the mother has a history of pathology
of the placenta the blood and digestive organs; when these are combined with gestational diabetes mellitus, there are relationships
with congenital hydronephrosis, pyelocalicectasia, vesicoureteral reflux, with a reliability of the model of 86%. Relationships between
VEGF-A and urinary syndrome, indicators of renal blood flow in children with unfavorable maternal medical history factors were found.
Conclusion. Somatic pathology, diseases of the placenta and gestational diabetes mellitus in the mother’s history increase the likeli-
hood of pathology of the urinary system and are associated with hydronephrosis, pyelocalicoectasia, vesicoureteral reflux in children.
VEGF-A levels may be markers of an unfavorable or favorable course of pyelonephritis. 26% of children with secondary pyelonephritis
require surgical correction. The complex, including antibiotics, calcium metabolism regulators, diuretics of plant origin (Canephron
N), physiotherapy, influenced the restoration of the structures and functions of the kidneys.

Key words: Young children, vasculoendothelial factor, chronic pyelonephritis, congenital anomalies of the urinary system, Canephron N.

For citation: Safina E.V., Plotnikova I.A., Zelentsova V.L., Bazarnyi V.V., Grushina N.G. Clinical and laboratory markers of structural and func-
tional disorders in the formation of chronic kidney disease in young children, treatment effectiveness. Ros Vestn Perinatol i Pediatr 2024;
69:(4): 70-78 (in Russ). DOI: 10.21508/1027-4065-2024-69-4—-70-78

pobyieMa 3a00JieBaHUI TIOUEK Yy NeTell He TepsieT

aKTyaJIbHOCTH B CBSI3U C paHHUM (popMHpOBaHUEM
XpPOHMUYECKON OO0JIe3HM TIOUeK, pacrpoCTPaHEHHOCTh
KOTOpoit mocturaer 1% nerckoit momnyasiuu B mupe [1].
B Poccuu, Hapsiny co CHMDKEHUEM YMcIia AeTei ¢ maTojio-
rueil MOYerojIOBO CUCTEMBI U TIEPBUYHOI 3a001€BaeMO-
¢t 60J1e3HSIMU TTOYEeK Y MOUYETOUHUKOB, OTMEYAETCSI POCT

YyUcTa CIy9aeB BIIEPBBIE BBISIBICHHON MOYEYHON HeHo-
craToyHoCcTH [2]. XpoHMueckass 00Je3Hb TTOYEeK HEPEIKO
dopMuUpyeTcs B paHHEM BO3pacTe M3-3a JJATEHTHOTO Teue-
HUS, TIO3TOMY aKTyaJleH TTOMCK MapKePOB €€ Pa3BUTHSI.
Wzyuenue BacKynosHaoTeanaabHoro akropa VEGF-A
(vascular endothelial growth factor F — ¢aktop pocta
SHIOTENIUSI COCYAOB, TUM A) — TIePCIIEKTUBHBIN TTOAXOJ
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Cacpuna E.B. u coagm. KInHUKO-1a00paTopHble MApKEPBI CTPYKTYPHO-(BYHKIMOHATIBHBIX HApYLIEHUIT B POPMUPOBAHUYU XPOHUYECKOIA OOJIE3HU MOYEK. ..

MpU UCCIEIOBAaHUU MATO(PU3NOIOTUYECKUX MeXaHW3-
MOB TIOBpexXaeHMs1 mnouyek. Ero ¢yHKius HampasieHa
Ha MoAepXKaHue CTaOMIBbHOCTH SHIOTEINS K HEOAHTHO-
reHes, narojorndyeckue 3¢h@eKThl peaqu3yrTcs B OTBET
Ha TUTOKCUIO W TIpU aKTUBALIMM T€HOB OHKOJIOTHYE-
cKkoro Tporecca [3, 4]. 3amaTeHTOBaHBI CITIOCOOBI paH-
Hell TMarHOCTUKU XPOHWYECKOM OOJIE3HM TTOUeK y AeTei
npu ypoBHe VEGF-A B kposu >400 nir/mJ1 1 TToBpexe-
HUS TAapEeHXUMBI TTPY KOHIIEHTpaluy B Moue > 140 rir/mu
y IIeTei ¢ Ty3bIPHO-MOUYETOYHUKOBBIM pediriokcom [3, 6].
OTCYTCTBYIOT MCCJIETOBAHUST TIO U3YIEHUIO TIPUYMH TOTO,
YTO WHTEHCUBHBI POCT MOXKET OOYCIOBUTH MCXOTHO
0oJ1ee BBICOKMIA ypOBeHbB (pakTopa.

BoccraHoBieHMEe CTPYKTYpHO-(YHKIIMOHATBHBIX
HapylIeHU OpraHOB MOYEBOU CUCTEMBI JOCTHUTAIOT
MpY TTOMOIIY XUPYPTUUECKOM KOppeKIIN, hr3noTepa-
MUY, 0COOEHHO B COYETAaHWU C (PUTOTEpaTTNeil B IEPUO
PEMUCCUM, UTO TTOAAEPKUBAET 3((HEKT MEANKAMEHTO3-
Horo neueHud [7, 8].

Ieab uccienoBaHus: BbIBJICHUE TTPEIUKTOPOB XPOHU-
YeCKoi 00JIe3HN TI0YeK Y JeTeil paHHero BO3pacTa, pa3pa-
0oTKa JieueOHO-peabINTallMOHHOTO KOMITJIEKCA 1 OLIeHKa
ero 3(pHeKTUBHOCTU MO AMHAMUKE CTPYKTYPHO-(DYHKIINO-
HaJTbHBIX HAPYLIEHUI OPraHOB MOUEBOI CICTEMBI.

XapaktepucTtuka peteu U MeToAbl UCCNeAoBaHNUS

IpoBeaeHO JIOHTUTIONHOE KOTOPTHOE UCCIea0Ba-
HUE C yJacTHeM JieTeil paHHero Bo3pacTa ¢ 3abojeBa-
HUSIMU opraHoB MoueBoi cucteMbl ¢ 2018 mo 2023 .
B HECKOJIBKO 3TaroB.

Ha mepBoM 3Tame BBITTOJHEH PETPOCIEKTUBHBIN
aHajau3 yIbTPa3BYKOBOTO cKpuHuHTa 2502 nmereit
B Bo3pacte 6,3f1,4 (med 2, min 2, max 8) Hen: 1346
(53,8%) manbunkoB u 1156 (46,2%) nesouek. danb-
HeWmumit oTbop nAeTeil MpoBOAMIICI He(PPOJIOTOM.
B ocHoBHyI0 Tpymmy Bouutv 69 aeTeii ¢ IMArHO30M
OCTPOTO WJIM XPOHUYECKOro MHesIoHedpuTa, TyOyI0-
WHTEPCTUIMATBLHOTO HedhpHTa.

Kputepnn HEBKITIOUEHMSI: HEJIOHOIIIEHHOCTb,
TORCH-uHpekunu, opraHM4ecKoe TopaxeHue IeH-
TPaJIbHOW HEPBHOW CHCTEMbI, TEHETUYECKHE M XPOMO-

© KonnekTtne aBTopos, 2024
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620028 Exarepunoypr, yi1. PeruHa, . 3

COMHBbIE 00JIe3HU, MepBUYHbIE OOMEHHBIE HedponaTuu.
B xoHTponbHyI0 Tpymnmy Boumn 35 meteir 1—II rpymrmr
310pOBbsI, O€3 3a00JIeBaHNIT OPraHOB MOUYEBOI CUCTEMBbI.
Mennana Bo3pacTa B CpaBHMBaeMbIX TpYIIax coOCTa-
Buina 12 [7,0; 21,0] u 12 [9,0; 12,0] Mec cooTBETCTBEHHO.
CootHomeHue nojioB ([ : M) B ocHoBHOI rpymre 1,6:1,
B KOHTpoOsbHOM — 1,3:1.

OO0beM o00cenoBaHUS: TOKa3aTeJM MOYM U KOH-
LIEHTpalKsl KpeaTUHUHA B KPOBU (YHUGDUIIUPOBAHHBIM
kuHeTnvyeckuii tect Sdde), ypoBeHb TpoTEeMHYpUU
(TIpY MOMOIIY UMMYHOXMMUYECKUX MOYEBBIX TTOJIOCOK
Uriscan optima, Aution eleven AE-4020 u B peakuuu
C MHUPOTaJUIOJIOBBIM KpacHbIM), Tpoba 3MMHHUIIKOTO.
DUILTPAIIMOHHYIO CITOCOOHOCTh TMOYEK PACCUUTHI-
BajnM 1o hopMyiaM I AeTeil paHHero Bo3pacrta [9]:
pCK® = k -Ht / Crp, tae k — Bo3pacTHOI Ko3(Dhu-
LIMEHT mepecyeTa (s AeBOYEK U MaJbYMKOB BCEX BO3-
pactoB), ¢ 2 jieT — 1o 3Kcnpecc-popmyse Schwartz:
pCK® (ms/mun) = 0,413 - L / PCr (Mr/mn), toe L —
poct (cMm), tne PCr — KoHUeHTpauusi KpeaTMHUHA
B miasMe kpoBu. VEGF-A B Ouosiormueckux cpemax
OMpenesisiii METOAOM TeTEPOreHHOTo TBepao(da3HOIO
UMMYHO(DEpPMEeHTHOTO aHaiu3a. MopdomeTpusi mouyek
U yJIbTpa3ByKoOBasi HOMIIeporpacdus MOYeUHbIX COCY-
OB BBITIOJIHEHA Ha amfrmapare SKCIepTHOTO KJjacca
SIEMENS ACUSON X300 Premium Edition.

Paszmep BBIOOPKM paccyuTaH Mpu MOMOIINA (DOPMYJIbI
Lehr R (n=16s2/d2) [10]. Merombl CTaTUCTUYECKOM
obpaborku: kputepuit U MaHHa—YUTHM; Kputepuii
xu-kBanpat (yx?) IlupcoHa, ABYCTOPOHHMI KpUTEPUii
®umepa (F); pacuer oTHOIIeHUs 11aHCOB ¢ 95% noBe-
pUTEJIbHBIM MHTEPBAJIOM; KOPPEISIIMOHHBI aHau3
Cnupmena (ryx); Ttect Kpackena—Yomimuca; wmeton
«epeBbs1 petieHuii» (Decisiontree). JlaHHbIe MpeacTaB-
JIEHBl B BUIE MeIWaHbl M MHTEPKBAPTUIBLHOTO pa3maxa
(Me [P,; P.]). Mcnonb3oBaH MakeT MpOrpaMM TpH-
KJIaIHOW CTaTUCTUKM sI3bIKa TTporpaMMupoBaHus Python
n npukiagHoro aHanm3a: Sklearn, Scipy Momynb Stats
n Statistica IBM SPSS 20 (SPSS: An IBM Company,
CIIA, 2013), Statistica 13.5.0.17.

B octpyto ¢a3y nuenoHedpuTa aetssM HazHavanach
aHTuOakTepuanbHas Tepanus Ha 10—14 qHeit, BHe 0060-
cTpeHusi — dusnorepanusi. B Komruiekc MeamkameH-
TO3HOTO JIeYeHUS] BXOOWJIM BUTAMUHBI C 3P dHeKTOM
aHTUOKCUIAHTOB (0-TOKO(deposa aieraT) U ¢ MUKPO-
aJeMeHTaMu (TIperapaThl MarHus), Tperaparthbl, pery-
JUpyloliMe oOMeH Kaiblius (3TUAPOHOBASI KUCIOTA),
MeTaboimyeckue cpencrBa (JIEBOKAPHUTUH) U TUYpe-
TUK pacTutejsbHoro mnpoucxoxnaeHus (Kaneppon H)
no 10 xanenb 3 paza B eHb, 14 nHeEW KaXmoro mecsia
3—6 Mec TToapsII.

Pe3ynbTathl  06cyxaeHue

CtpykTypa MaToJIOTUU MOYEBBIICTUTETLHOM
CHCTeMBl B OCHOBHOM TpyIITie OBbUTa TpencTaBieHa Cie-
IYIOIIUMU  HO30JOTUSMU: OCTPbIA HEOOCTYKTUBHBII
muenoHedpur — 33,3% (n=23); XpOHWIECKUU TIHe-
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moHepputr — 62,3% (n=43); XpOoHUYECKHil TyOyI0-
WHTePCTULIMANBbHBIN Hebput — 4,3% (n=3). Y 76,1%
(n=35) nereil ObLIM BTOPUYHBIC (POPMBI XPOHUYECKOTO
nuesioHedpuTa, OOYCIOBIECHHBIE YPOIWHAMWYECKUMU
HapyIUIEHUSIMA W BPOXIECHHBIMUA ITOPOKAMU DPa3BUTHSL:
ITy3bIPHO-MOYETOUHUKOBBIE PEeITIOKCHI ¢ HapylleHUeM
ypomuHamMuku — 39,5% (n=17), tumpoHedpo3bl —
11,6% (n=5), nucronuu nouku — 2,3% (n=1). ¥ 9,3%
JIeTeil BBISBJICHBI: MYJbTUKUCTO3 OTHOCTOPOHHMI —
7,0% (n=3); runtornasus moyku — 2,3% (n=1). Y 18,6%
(n=8) nereii UMeNUCh KOMOMHUPOBAHHbIE HApYIICHUS:
ITy3bIPHO-MOYETOUHUKOBBIM pedIIOKC U THAPOHE(DPO-
trueckas tpaHcdopmanust (11,6%; n=5); runpoHedpos,
ITy3bIPHO-MOYETOUHUKOBBIM PeIIOKC U TUIOTLIA3US
nouku (2,3%; n=1); no 2,3% — ruapoHedpo3 1 MOIKO-
BOOOpa3Hast TToYKa, TUCTOIHUS, My3bIPHO-MOYETOYHUKO-
BBIN peITIOKC U TUTIOTIA3USI.

PeTpocnieKTUBHBIN aHaIW3 yJIbTPa3ByKOBOTO CKPH-
HuHTa 2502 neteit (Bo3pact 6,31 1,4 Hem) BBISIBUI aHOMa-
JINM OPTaHOB MOYEBOI CUCTEMBI y 26,5% 13 Hux. [1porHo-
CTMYecKas MOJIeJIb C JIOCTOBEPHOCThIO 86% orpeneriia
B3aMMOCBSI3b BPOXKIEHHOTO THIpOHedpo3a, TMHeIoKa-
JINKOKTA3WM, Ty3bIPHO-MOUYETOYHUKOBOTO —pedIiokca
y IeTeli ¢ HAIMYMeM B aHaMHe3e Y MaTepy TIaTOJIOTUH TTa-
IIEHTHI, TECTAITMIOHHOTO CaXapHOTO nruabeTa, 3a00JIeBaHHI
KPOBU M XKeJYAOYHO-KMUIIIEYHOTO TpakTa (CM. PUCYHOK).
ITpu TeCTOBOM MCTTOJIb30BAHMM Ha CITyYaifHbIX MallMeHTaxX
BEPOSITHOCTb MOJENN AeMOHCTprpoBana 84%, 4to SBisI-
€TCSI JOCTOBEPHBIM PE3YJIBTATOM.

BeposiTHOCTH (hOpMHUpPOBAHUST MATOJOTHU MOYEBOM
CHUCTEMBI Y JeTell TIOBBIIIACTCS TIPYU HAJTUYUKM B aHaAM-
He3e y MaTepn (PeToruralleHTapHON HEeIOCTaTOYHO-

OPUINHAJIbBHbBIE CTATbU

cru (OII 9,4; 95% AU 1,2—74,8; p=0,01), marosornu
mranentsl (O 17,0; 95% AW 2,2—132,1; p=0,0004)
U penpoaykKTuBHbIX opraHoB (OII 10,6; 95% U
2,4—47.9; p=0,0002) Ha (oHe OGepeMeHHOCTH, OOJIe3-
Heit kposu (OII 6,9; 95% AN 2,5-19,99; p=0,004),
cepaeuno-cocyaucrtoir (OLI 10,3; 95% AN 1,3-81,0;
»=0,01), moueBbimenuTeabHolM (O 4,99; 95% AU 1,4—
18,1; p=0,008), nmumeBaputenabHoit cucrem (OIL 3,8;
95% O 1,0—13,8; p=0,04).

OOcnenoBaHMe neTell OCHOBHOM IPYMITbl HAUMHAIOCH
B TIEPUOJ PEMUCCHUM, HO TaKXKe OLIEHUBAJICS NeOI0T Mue-
JIoHedpuTa B caeayomux moarpynmnax: 36 (52,2%) nereit
1-ro ronma, 19 (27,5%) — 2-ro roma u 14 (20,3%) neteii
3-ro roma Xu3HW. [MmepTepMUYeCKMil CUHIPOM dYalle
Habmonaincs y gereit 1-ro roma (p<0,05), y 55,6% (n=20)
nereit orMevanach heOpuiibHasK JIMXOpanKa Ha MPOTSKe-
Huu B cpeaHeM 2,7+0,7 nHs.

CUHIPOM WHTOKCUKAIIMK TIPOSIBIISIIICST OJIETHOCTHIO,
MpaMOPHOCTBIO KOXU, aflHaMUel, CHUKEHUEM arie-
tuTta. HabGmomanach macTo3HOCTh Bek 1Mo yrpam. bosim
B kuBoTe ot™meuanu y 58,0% (n=40), B mosicHULle —
y 75,0% (n=52) neteit, mpu Mouencmnyckanum —y 21,7%
(n=15). Insypuueckuii CUHIPOM y AeTell B Bo3pacTe 2
(n=8; 42,1%) u 3 ner (n=10; 71,4%) Habmomajcs Jarie,
yeM y TallMeHTOB 1-To roaa xusuu (n=6; 16,6%; p<0,05).

MoueBoil CHHIPOM BBISIBJISLIICS C ONMHAKOBOM YacToi
B TTOJATPYIIIAaxX AeTeld M ObLT MpeACTaBIIeH JIEMKOLUTYpUEH
(n=69; 100%), nporeunypueit (n=35; 50,7%) mukpore-
Marypueir (n=18; 26,1%), AMarHOCTUYECKU 3HAYMMOW
6akrepuypueii (n=18; 69,6%).

B pemMuccuio ocTporo u XpoHUYECKOTO MUeToHed-
puTay AeTeil OCHOBHOM TPYIIThI HAWIEHBI CTATUCTUYE -

Eonesi kposi MaTepu £ 0.5
qini = 0.498

=2
class - Q62.0,Q62.7.Q63.8

Goneshn MBC marepn s 0.5
gini = 0,463
samples = 11
value = [7, 4]
class = Q62.0,062.7,063.8

gini = 0.5 gini = 0.5 gini = 0.48 gini = 0.5
samules 2 samples = 2 samples = 5 samples = 2
value = [1, ] value = 2, 3] value = [1, 1]
class = unz 0. uhz t Q638 | | dass = Q62.0,Q62.7,Q063.8 class = 2000 | | class = Q62.0.Q62.7, Q638

gini =05
s

gini =05
samples = 2 sam 2
il L. 1
class ~ Q520QEZIQ539 class Q&ZOQSE waan

value = [1, 1
class - Q62.0,Q62.7.063.8

gini =05
samples = 2

Pucynox. @akTopbl pucKa B IPOTHO3HOI MO/Ie]IN PA3BUTHS MATOJIOTHH NOYEK Y IeTed.
MBC — moueBbinemrensHas cucreMa; CCC — cepaeyno-cocymucras cucrema; @ITH — deronnaneHTapHas HeI0CTATOYHOCTD;
KKT — keymnouHo-KuiIeuHblil Tpakt; Samples — o0pasipi; gini — unaekc kunnu; value — neHHocTh; class — Kiacc 0oJe3Heii

o MexayHapoaHoi Kiaccudukamun 6oie3Hei.

Figure. Risk factors in the predictive model for the development of kidney pathology in children.
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CKM 3HAYMMBbIe pa3inyus JJabopaTOPHBIX TTOKa3aTeei
(tabs. 1). Tak, cpegHee 4MCIO JICHKOIIUTOB B KPOBU
OBbLIO JOCTOBEPHO BHINIE, YeM B KOHTPOJIBHON TpyIITe
(p<0,001). Mwurpauus JeMKOLMTOB B 30HY odyara
B TEPUOJ PEMHUCCHU TMHeJoHehpUTa TOIIAePXKUBAECT
MpoIecc BoCTalleHus 0e3 ydJacTus OaKTepuallbHOM
COCTaBJISIONIE 3a cueT OTeKa, TepepacrpeaeIeHus
KPOBOTOKA, MUTpAllMU JIM30COMAaTbHBIX (PEPMEHTOB
K odary B MOYEYHON TKAaHW, YTO YCHJIMBAET aAre3uio
SPUTPOLUTOB U TPOMOOUIMTOB. TPpoM0O0O3 MEJIKUX COCy-
OB M pa3BUTHE COEIVMHUTEIbHOW TKAHW TIPUBOMIST
K umemuun B ovare [11]. DTa runore3a moaTBepxKIa-
eTcd TpeBBIIeHNeM pedepeHCHBIX 3HAYEHU TPOM-
OGOLIMTOB U 3PUTPOLIMTOB y JETeil OCHOBHOI TPYIITBI
(p<0,05; c™m. Tad. 1).

Puck passutus Hedpockieposa TMOATBEPKIACTCS
TakXKe CHIDKEHMEM CKOPOCTH KIIyOOUYKOBOW (UiIbTpa-
LIMW Yy JIeTeii OCHOBHOM rpymIibl (KO3(hGUIUEHT paHTo-
Boit koppensaiuu CrimpmeHa rs=0,27; p=0,024), koto-
past 6blJIa CHUKEHAa B OCHOBHOW TPYTITIe TT0 CPaBHEHUIO
¢ koHTposbHO# (p=0,002) [12]. V 54,3% (n=19) nereii
¢ OOCTPYKTMBHBIM THEJIOHE(DPUTOM MeAraHa CKOPOCTU
KiyboukoBoi unbTpauum (63,1 [62,2; 63,3] Ma/MuH)
COOTBETCTBYET XpOHMYECKOI 00Jie3HM TTouek 11 cramun.

B mepuon pemuccum y neTeil OCHOBHOWM TpPYITITBI
yalle BBISIBISUTUCH clienoBass mpotenHypus (p<0,05;
cM. Tabj. 1), HapylleHHe KOHILEHTPAllMOHHOW (PYyHK-
mn — y 27,5% (n=19) neteii, B BUJe TUTTOCTEHYPUU —
y 10,5% (n=2), tunepcrenypun —y 89,5% (n=17).

VYpOoBHU JIEMKOLIMTYPUU U TeMaTypUH y AeTei OCHOB-
HOI TPYMITbI JOCTOBEPHO TMPEBBIIIAIN TaKOBbIE B KOH-
tponbHoU Tpyrme (p=0,04 u p=0,035 cOOTBETCTBEHHO).
I'ematypus Oblna 'y 5,8% nereit ¢ 0OCTPYKTUBHBIMU TTHE-
snonedputamu (12,0 [6,0; 18,80] xi. B 11/3).

ITpu ne6ioTe 0OCTPYKTUBHOTO MHeIoHe(GpUTa B TIep-
Bble MeCSIIbl XM3HU Yy NeTeil OCHOBHOM TPYMIIBI YyXe
K ToJly CHUKajaach CKOPOCTh KJIyOOUKOBOM (pUIbTpaluu,
a C yu4eToM HapylleHUs] KOHLIEHTPAIMOHHON (YHKIIUK
noyek y 30% malMeHTOB He MCKITIOUaeTCsT KIIyOOUKOBOE
MPOUCXOXICHNE CIIEIOBOI TPOTEMHYPUU B KadyecTBe
MapKepa XpOHMUECKOi 00JIe3HU TToUeK.

HaiineHsl pasnuuus yiabTpa3BYKOBBIX IMapaMeTPOB
nouek (RD — mpaBoit u RS — JieBoil) B OCHOBHOI1
rpynne: yenudeHue ux nauHbl (RD: U=744,5; p=0,001
n RS: U=840,5; p=0,01) u mupuusl (RD: U=755,5;
p=0,001 u RS: U=811,0; p=0,003), pasMepoB joxa-
Hok (RD: U=1196; p=0,000 u RS: U=1100,5; p=0,000)
n vamedek (RD: U=359; p=0,000 u RS: U=346,0;
p=0,000), yBennueHue MIUPUHBI BEpXHEl TPETU MoOYe-
tounuka (RD: U=300,0; p=0,001 u RS: U=581,0;
p=0,001), ob6bema wmoueBoro my3eipsa (U=765,0;
»=0,001) u Tommunw ero ctenku (U=695,5; p=0,001),
cHmkeHne mmupuHB TMapeHxuMbl (RD: U=553,5;
p=0,001; RS: U=643,0; p=0,001), yBeaIuyeHne CHUCTO-
JIMYECKONW M JMACTOJIMYECKON CKOPOCTEH KpOBOTOKA
(p<0,05), mnHpekca pe3ucTeHTHOCTH cocynmoB — IR
(p<0,05) Ha ypoBHE BOPOT, YCThs U MapeHXUMBbI. [ToBbI-
IIeHUe CKOPOCTHBIX MoKa3arteseil u IR oTpaxaroT siBje-
HHE OTeKa M Ba30KOHCTPUKIIUU COCYIOB, a TaKXe pas-
BUTHE HedpocKkieposa [13, 14].

Wcnonb3oBaHre BEPOSITHOCTHOTO crocoba obOpa-
o6otku gaHHBIX M.B. ABepuenko u JI.B. Mopo3osa mmoka-
3aJI0 BBICOKYIO CHEIU(PUIHOCTh W YYBCTBUTEIHHOCTH
METOIIOB, UTO CBUAETEILCTBYET O KaYeCTBEHHOW U TOY-
HOI MOJIEJ TN ¢ BO3MOXKHOCTBIO UCTIOJIb30BaHUS 3HAYEHUIA
«HopmanibHOrO» VEGF-A B KauecTBe KOHTpOJIS. Y neTeit
¢ imenoHedputamu yposeHb VEGF-A OblT cTaTcTiye-
CKU 3HAUYMMO BbIIII€ B KPOBU U MoYe (TabJ1. 2), YTO MOXKET

Tabauya 1. Tloka3zatenu nepudepudecKoii KPOBU, MOUHM U CKOPOCTH KJIyOOYKOBO# (WIJILTPAIMM Y /I€Teil OCHOBHOU M KOHTPOJIbHOU TPy
Table 1. Indicators of peripheral blood, urine and glomerular filtration rate in children of the main and control groups

KonTtposbHas rpynna

IIpu3nak OcHoBHas rpymmna (n=69) (n=35) Usp
Jleiikoumtsl, -10°/1 8,3 [6,45;9,55] 5,514,7;5,9] U=304,0; p=0,000
Tpom6GoruTsl, *10'2/71 265,0 [222,0; 304,5] 250,0 [199,0; 284,0] U=939,5; p=0,03
Dputpouutsl, -10°/1 4,76 [4,43; 5,01] 4,1[3,9;4,5] U=433,0; p=0,000
Temorno6uH, r/n 120,0 [103,5; 124,5] 121,0 [118,0; 125,0] U=1003,0; p=0,159
CK®, ma/MuH 73,9 [64,3; 77,8] 82,3 [78,0; 86,3] U=343,0; p=0,000

IIporeunypusi, r/n
OTHOCHTEIbHAS TUIOTHOCTh MOYU
JlefikoumTypust, YMCII0 KJIETOK B TIOJIE 3PEHMUST

l"eMaTypI/m, YHUCJIO KJIETOK B ITOJIE 3pCHUA

0,087 [0,056; 0,137]
1,010 [1,008; 1,015]
2,0[2,0;8,5]
5,0[2,0; 15,0]

0,043 [0,023;0,056]
1,010 [1,005; 1,015]
2,0[1,5; 3,5]
1,5[1,0; 2,0]

U=317,5; p=0,000
U=1031,5; p=0,223
U=519,5; p=0,04
U=6,000; p=0,035

Ta6auya 2. Ypoens VEGF-A B KpoBu 1 MOYe jieTeii OCHOBHOI M KOHTPOJIbHO Ipynmn
Table 2. Level of VEGF-A in the blood and urine of children of the main and control groups

Yposenb VEGF-A, nr/mia OcHosHas rpymna (n=39) I'pynma kontpous (n=20) y
B xpoBu 687,69+£527,49 43,3£19,2 p=0,001
B moue 203,97+188,13 63,24+28,79 p=0,03
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yKa3bIBaTh Ha MTUCGYHKIIMIO SHAOTEINS ¢ 00pa3oBaHUEM
KoJUTaTepajbHbIX COCY/IOB TIPU BOCIIAJEHUNU U OOCTPYK-
LI MOYEBbIX TTyTeii [15].

VYpoBenb VEGF-A 0Obin Boillle y neteit, B aHaMHe3e
MaTepeit KoTopbix OblIn abopThl (U=1374,5; p<0,001),
BO3MOXHO, M3-3a U30bITouHOM aKcnpeccun VEGF-A
U pocTa abeppaHTHBIX AaHTMOMOTIOAOOHBIX COCYIUCTHIX
cTpyktyp [16]. B orcyrcTBue B aHaMHe3e y Marepu
naronoruu mianeHtel (U=1529,0; p<0,001), yporeHu-
tanpHoro tpakrta (U=1768,0; p<0,005), mpeskaaMm-
cuu u sxuamncun (U=1893,0; p<0,02), 3aboneBaHuii
KpoBM Bo Bpems 6epemeHHocTn (U=1964,0; p<0,001)
oTMmedeH Oosiee BoicokMii ypoBeHb VEGF-A B kpoBu
U MOYe JIeTeli, YTO ONTUMAJIbHO JIJISI BACKYJIO- U @aHTHO-
reHesa. OTO corjlacyercss ¢ OINMyOJIMKOBaHHBIMU JTaH-
HBIMU, B KOTOpbIX cHUKeHMe ypoBHSI VEGF-A B kpoBu
neTel, pOAMBIIMXCS OT MaTepeil ¢ Tpe3KaMmIiChueit,
MaToJOTMel TIAalleHThl U XPOHUYECKON ypOTeHUTalb-
HOW MaTojiorueit B repuon 0epeMeHHOCTH, OTHECEHO
K HeOJaronpusTHBIM TPOTHOCTUYECKUM TIpU3HAKaM,
CBSI3aHHBIM C BKJIIOYEHMEM aHTHAHTMOTEHHBIX MeXa-
Hu3MoB [17]. Ilpum Hanwmumum y maTepu 3aboJieBaHUM
CEepIeYHO-COCYAUCTOM M MOYEBOW CUCTEM YpOBEHb
VEGF-A B KpoBu M Mo4Ye AeTeil TOCTOBEPHO HMXKe
(U=2149,5; p<0,05 m U=1964,0; p<0,04 coorBeT-
CTBEHHO). DTO MOATBEPXKAAeT NTMAarHOCTUYECKYIO 3Ha-
YUMOCTb BBIICJIEHHBIX TIPEIUKTOPOB TTOBPEXICHUS
MOYEBOW CUCTEMBbI Ha 3Tare BHYTPUYTPOOHOTO pa3Bu-
TUS TETEN.

VYposenb VEGF-A B KpoBu y nereit Tpyu caMOCTOSI-
TeabHbIX poaax (734,71 [230,0; 1080,0] nir/mu) Bbllie, yem
Tpu ornepaTuBHBIX (651,36 [242,5; 920,0; p<0,001] rir/mi),
a yposeHb VEGF-A B moue (174,0 [66,0; 248,0 rir/mi];
p<0,001) HuXe, yeM TIOCJIe OIEpPaTUBHOTO pojaOpaspe-
menus (227,14 [65,5; 240,0] ir/min). BeposiTHO, ypoBeHb

OPUINHAJIbBHbBIE CTATbU

VEGF-Ay nereit, poxXneHHbIX B (QU3MOJOTUYECKUX POAAX,
MOKHO CUMUTATh ONTUMAJIbHBIM.

Ilpu momomu Ttecta Kpackena—Yonnuca netu
ObLTIM pasfesieHbl Ha TPYIMIbl ¢ OCTPbIM U XpOHUYE-
CKUM TiMeJoHedpuTamMu. Y AeTeil ¢ XpOHUYECKUM
nuenoHedputom ypoBeHb VEGF-A 0Obl1 nocTtoBepHO
Berre (836 nr/mu; H=7,723; p=0,021). Omnpene-
JICHbl TPOTHOCTUYECKU HeOJaronpusiTHbIE YPOBHU
VEGF-A B KpoBu y feTeil ¢ XpOHUYECKUM TueoHeh-
putom: >1800 nr/mMa — B coYeTaHWU C TeMaTypuei,
1020 [820; 1360] mir/ma) — c¢ ypatypueit, 810 nr/mi
[250; 1100] nr/ma) — B OTCYTCTBHUE OaKTEpUYypHU.
VYposenb VEGF-A y nereii ¢ HopmanbHbiM IR cocynoB
(menmana 1020 rir/m; H=11,69; p=0,003) ObL1 BbILIIE,
yem y nereii ¢ BbicokuM IR (Memnmana 240 mir/mi).
B nnepBom ciyuae nossiieHue ypoBHsi VEGF-A urpaer
poJib MapKepa KOMIEHCAllMU, a BO BTOPOM CJy4yae ero
CHUXXEHUE CBUIETEJbCTBYET 00 MCTOIIEHUU MeXaHU3-
MOB HeOaHTHOTreHe3a U pucKe pa3BUTHU cKiepo3a [18].
VBenuuenue ypoBHst VEGF-A B kpoBu (p<0,05) BbIsIB-
JICHO TIpM  HapylIeHMM TIOYeYHOTo KpPOBOTOKA
Ha pa3HBIX YpPOBHSX, ToBbiieHUe YpoBHSI VEGF-A
B MOYe — Y JieTeli ¢ OOCTPYKTUBHBIM MTUETOHE(DPUTOM
U HapyllleHHeM KpPOBOTOKa MO CTBOJY MOYEUHOM apTe-
pun (Mmeamana 246,0 nr/mir; U=1932,0; p<0,03).

VY nereii ¢ yBelIMueHHMEM pa3MepoB YalleyeK MOBbI-
[IAETCA KOHIIEHTPALMsl MOYEBUHBI B KpoBu (r=0,5;
p=0,045) u VEGF-A B moue (r=0,83; p=0,021); c yBe-
JINYeHVWEM CKOPOCTHBIX TIOKa3aTejieii B TapeHXuMe
nouek yposeHb VEGF-A B mMoue nosbimiaercst (r=0,4;
p=0,05), a B xpoBu cHuxaerca (r=0,5; p=0,004). Bos-
MOXHO, 3TO OOYCJIOBJIEHO MIIIEMUEl TTOYEUHBIX COCYIOB
U3-32 OOCTPYKTUBHBIX MPOLIECCOB.

Hamu oOHapyXeHbl TpM3HAKKW KOMITEHCATOPHBIX
MEXaHU3MOB TeMOJAVMHAMUKM TIOYEK B TATOJOTUYECKUX

Tabauya 3. JIlnnaMuKa J1a00paTOPHBIX MOKa3aTeieil Ha ()oHe JIeueHuns

Table 3. Changes in laboratory parameters during treatment

IToka3aTenn

I'pynna npenapara p

CHMIXeHUe KOJTMYeCcTBa Jieii-

SaHII/IH_[eHHI)Ie TINCHUILUJUINHBI, HUTPOKCOJINH, TOKO(I)epOJ'Ia aleTar, rmpernaparbl

STUAPOHOBOI KUCIOTHI, (hutonpenapar (Kanedpon H), anekrpodopes amu- 0,000
eorae B wses, - 10 wip » duronpenapar (Kanedpon H), podop ;
HOMUJUIMHA Ha 00J1acTh MOYEK
3anuiieHHbIe TeHUIIMUIMHBI, TOKO(epoIIa alleTaT, mpernaparhbl, BOCIIOIHSIIO-
YMeHbllIeHre TeMaTypun e MarHUii B COYETAHUY C TTUPUIOKCUHOM, aMITIUITYJIbC B CTUMYJTUPYIOIIEM 0,000
pekuMe Mu 3JIeKTpodope3 aMUHO(DUILIMHA Ha 00JIaCTh TTOYEK
MarHuii B COYETAHNH C ITMPUIOKCUHOM, 3alUIIEHHbIE TEHULIVIIMHBI,
CHIKEHUE KOHIEHTPALIKI
HUTpOKcoIuH, putonpemnapat (Kanedpon H), ammiumyabe B CTUMYIMPYIO- 0,000
MOYEBMHBI B KDOBH, MMOJIb/JT
IIeM peXUMe WK 3JIeKTpodope3 aMUHODWIIMHA Ha 00J1acThb IMTOYeK
CHUKeHUe YPOBHSI KpeaTu- 3anuiieHHbIe TeHUIIMUIMHBI, TIperapaThl 8-0KCMXMHOJOHOBOIO psifa, 0.000
HUHA B KPOBU, MMOJIb/JT aJIeKTpodope3 aMuHO(PUIIIIMHA HAa 00J1aCTh IMOYEK ?
CHuxenue ypoHs VEGF-A JleBokapHUTHH, 3alIAIIIEHHbIE EHULIWIJIMHBI, 11€(haT0CIOPUHBI, 0,0001
B KPOBH, TIT/MJT AMIUTAITYJIBC B CTUMYJIUPYIOIIEM PEKMME Ha TTOYKH 0,0000
[Ipenapatbl 3TUAPOHOBOU KUCIOTHI, TIEBOKAPHUTUH 0,02
CHmxenne ypoBast VEGF-A perap % > P > ’
BIMOHS, 1 b 3alIUIIEHHbIC TIEHUIIAUTMHBI, 11e(DaTOCTIOPUHBI, 0,0001
’ npernapaThl 8-OKCUMXUHOJIOHOBOTO psiia 0,000
CHIUKEeHUE TPOTEHHY- [pemnapaTbl STUAPOHOBOI KMCIOTHI, 3aIUIIEHHbIE IEHUIMLTAHbI, AMILTUITYJIHC 0.000
b

pYH, MT/MJT

B CTUMYJIMPYIOIIEM PEXUME, IeKTpodhope3 aMMHOMWILUTIHA Ha 00J1acTh MOYeK
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ycnoBusix. [lpM yBeTWYeHMM CKOPOCTHBIX ITOKa3arte-
JIeif KpOBOTOKA B YCThe MOYEYHON apTepuu TIpU TTHEI0-
HedpuTax B OTHOIM TOYKE ITU TOKa3aTesd CHUKAIOTCS
Ha ypoBHe ee mapeHxumbl (r=0,35; p=0,014), Ho yBe-
JINYUBAIOTCS B TTApEHXMME KOHTpajaTepaIbHON MOYKU
(r=0,4; p=0,002), BO3MOXHO, 3a CYeT 0Opa3oBaHUsI
HOBBIX COCYIIOB.

Haiinensl mocTtoBepHBIE pas3inuusl J1abOpPaTOPHBIX
(Tabn. 3) W ynIbTPa3BYKOBBIX IMOKasaTesjeil B TpyImax
JIETEN, MOYYaBIIMX WA HE TOJTYYaBIIUX OTPEICTIEHHBI
npenapat Jubo Bun ¢pusnorepanuu. CKOpocTh Kiryood-
KOBO# (hvIbTpaliuu Obljia BhIIIE Y MAallMeHTOB, MOJYyINB-
X KypCchl TOKoGepoJsia arerata 1 MpernapaToB IPYITIbI
Hutpodypana (p=0,000).

YV nereif, TOMYYWBIIUX TIpernapatbl STUAPOHOBOM
kucinotel (p=0,02), neBokapHutuH (p=0,01), 3amm-
IEeHHbIe TEHULIWIIMHBI, 1edaloCITOPUHBI, MperapaThl
8-okcuxuHosoHoBoro psina (p=0,000), pa3Mmepsl Jioxa-
HOK OBUIM CTATUCTUYECKH 3HAYMMO MEHBIIIE; Y TTOJTYINB-
IIUX TIperapaTbl 3TUAPOHOBOM KUCIOTHI, JIEBOKApHU-
ThH, ToKo(deposa aterat (p=0,000) — MeHbIIe pa3Mepbl
yalieyek; y MOJydyMBIIMX TIperapaThl ToKodeposa ale-
TaT, Tpernaparthbl, BOCIOJHSIONIME MarHWil B COUETAaHUM
¢ MUPUIOKCUHOM, TIperaparbl 3TUAPOHOBON KHMCIIOTHI,
JIEBOKAPHUTWH, 3alllAIIEHHbIE MEHULIWIJIUHBI, a TaKXe
AMIUTATYJIBC B CTUMYJHPYIOLIEM PEXUME WA DJIEKTPO-
dope3 amuHopuUIMHA Ha obsacTh Tovek (p=0,000) —
MEHBbIIIe ITMPUHA MOYETOUHUKA.

IR cocynoB Ha ypoBHE BOPOT ObUT HUKE Y IeTEH, TTOTy-
yuBIIMX ToKo(pepona ameraT (p=0,006), TeBOKapHUTUH
(p=0,01), IR cocynoB Ha ypoBHE MapeHXUMbl — Y TIOJIy-
YUBIIWX TpernapaTthl, BOCIOJIHSIONINE MarHuii B code-
TaHun ¢ nupunokcuHoMm (p=0,0001), smexkTpodopes
aMuHo(wUIMHA Ha obnacte mouek (p=0,000), 3amm-
IIEHHBIE TEeHUIWIIAHBI, 1e(haToCITOPUHBI, TperapaThl

8-okcuxuHoioHoBoro psina (p=0,02), neBOKapHUTHUH
(p=0,01); IR cocynoB Ha ypOBHE yCTbsI COCY/IOB MOUEK —
Yy TMOJYYMBIIVX TIperapaThl OSTUAPOHOBOW KUCIOTHI
(p=0,000), neBokapHutuH (p=0,02).

Pesynbratel anammza  addekToB duTonpenapara
Kanedpon H npencraBieHs! B Tabi. 4. Y geteii mpu mpu-
MmeHeHuUMn ¢utonpernapara Kanedppon H orMeueHo
cHmxeHue ypoBHs VEGF-A B KpoBu, TpoMOOILIMTOB,
KOHIIEHTpAllMM MOYEBMHBI WM KpeaTUHWHA, CTEeTICHU
reMaTypuH, a TakKe JOCTOBEPHOE YMEHbIIIEHUE IMUPUHBI
moueTouHuKoB (p<0,000), IR cocynos.

Kanedpon H — pacturenpHblil ipenapar, coaepxa-
IV 30JIOTOTBICSTYHUK, JIIOOMCTOK M pO3MapuH, 00ja-
JAeT TPOTUBOBOCIAUTENBHBIM, aHTUOAKTEPUATbHBIM
M CITa3MOJIUTUYECKUM CBOMCTBaMU (YJIydIlIeHHe TTaccaxa
MO4YM), a 3(UPHBIE Macjia TIOOMCTOKA U pO3MapyHa YTyd-
IIalI0T KPOBOCHAOXKEHME TTOYEYHOTO armuTenusd |8, 19].

VY 24 neteit ¢ XxpoHUUECKUM THeToHeDpuTOM 3hdek-
TUBHOCTD JICUEHUS OlIEHMBAJach Ha MPOTSIKEHUU 2 JIeT.
OmnepatuBHOe JiedeHne mnoaydmnaun 18 nereit. JleueHwe
My3bIpHO-MOYETOUHMKOBOTO pedumtokca: II-IV  cre-
TMeHN — DHIO0BE3UKaJIbHAsK KOPPEKIIMS TeTb-KOJIJIarTeHOM
(n=12; onHOKpaTHass — n=9, nBykpaTHasi — n=3); V cre-
neHn — aHTupedokcHas onepauus no Kosny (n=2).
Koppekuust tunpoHedposa (n=4): pesekius Joxa-
HOYHO-MOYETOYHMKOBOTO CerMeHTa ¢ (hOpMUPOBaAaHUEM
IIUPOKOTO MHJIOPOYPETPATBLHOTO aHACTOMO3a W TIOCTIe-
IYIOIIAM CTEHTUPOBAHUEM.

o Hayana Je4yeHMs] OOOCTPEHUSI PErucTpUpoBa-
JTuch y 66,7% (n=46) neteit, a yepe3 2 roma — TOJBKO
y 20,8% (n=5; y*=15,104; p=0,0001). JIoCTUTHYTbI CHU-~
KEHWe WHTEHCUBHOCTH BOCTIAJIMTEILHOTO CUHIpPOMa
MO YpOBHIO JieiikouToB B KpoBu (p=0,000), roBbillIeHNE
CKOPOCTH KIIyOOUKOBOU (PMJIbTpALIMA II0 CPaBHEHMIO
c ucxomHoti (¢ 73,9 no 85,5 mu/muH; p=0,000), cHIXKeHUE

Tabauya 4. Biusinue Kanedpona H Ha 1aGoparophsie u yabTPa3BYKOBbIE OKA3ATEH
Table 4. Effect of Canephron N on laboratory and ultrasound parameters

IToka3zarennb i i Al

Jern, noayyusumme

JeTn, He NoTyYnBIIHE

Kanedpon H U577

Tlokazamenu kposu
VEGF-A, nr/mn 654,5 [235,0; 940,0]
140,0 [140,0; 140,0]

268,3 [217,0; 303,0]

Harpwuit, MmMoib/1

TpomGoruuTsl, -10°/1

KpeaTtuHuH, MKMOJIb/JT 46,6 [37,8; 52,6]
MoueBrHa, MKMOJIb/JT 4,113,5;5,0]
Tokazameau mouu

Tematypust B TIoJIe 3peHUsT 0.1 [0,0: 0,0]

KJI. B I1/3p.
Mopgpomempuueckue u donnaepocpaguueckue noKkazamenu
3,5[2,1; 3,2]

0,71 [0,66; 0,74]
0,69 [0,66; 0,73]

MvpuHa MOYETOYHUKA, MM
IR Ha ypoBHE ycTbs

IR Ha ypoBHE BOpOT

816,3 [330,0; 1260,0]
141,2 [136,3; 146,0]
287,8 [236,3; 310,5]

509,0; p=0,0000
991,0; p=0,000
704,5; p=0,000

48,1 [43,5; 50,4] 705,0; p=0,0000
4,9 [4,0; 5,1] 641,0; p=0,0000
0,310,0; 0,0] 794.5; p=0,000
3,5[2,7; 3,9] 296,0; p=0,000
0,74 [0,72; 0,76] 630,0; p=0,0000
0,72 [0,70; 0,76] 611,5; p=0,0000
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Amocos A.B., FpuropsiH B.A., lemnpxko J1.C. KnuHnueckoe 3HaueHve npumeHeHus npenapata KaHedpoH® H y 60/1bHbIX MOYeKaMeHHOM 601e3HbHo.
Yponorus. 2019. N°2. C.15-20.
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Cacpuna E.B. u coagm. KInHUKO-1a00paTopHble MApKEPBI CTPYKTYPHO-(BYHKIMOHATIBHBIX HApYLIEHUIT B POPMUPOBAHUYU XPOHUYECKOIA OOJIE3HU MOYEK. ..

nporeuHypuu (p=0,000), moBbIlIIeHNE KOHLIEHTPAIIMOH-
HOW (DYHKIIMU TOYEK IO TIOKa3aTesllo OTHOCUTEIbHOM
rutotHocTh Mouu (p=0,000). YBenuueHune win ymeHbIIIe-
HUe IMPUHBI U JUIMHBI TTOYEK OTMeYanoch y 29,2% nereii
rocJie JIeUeHusl, B TO BpeMs Kak 110 jieueHust — y 60,9%
(p<0,05); muenoskTasus Mocie JeueHnsi UMeIach TOJbKO
y 20,8% manueHToB ¢ uenoHedputom (p=0,014), rurmo-
TOHMS OTIpeesIsIIach B 2 pa3a pexe.

3akntovyeHue

BepoaTHocTh  pasBUTHS  3a00JIEBaHUIT  MOYEBOMA
CHCTEMBI y JIETE TTOBBIIIIAETCS TIPY HAIMYNK B aHAMHE3E
y MaTepH TTATOJIOTUH TUTALIEHTHI, O0JIE3HEN KPOBU 1 Opra-
HOB TIILIEBAPEHNS; TIPU COYETAHUM ITUX TPEINKTOPOB
C TeCTallMOHHBIM CaXapHBIM IMa0eTOM MMEIOTCS B3au-
MOCBSI3M C BPOXIEHHBIM THIAPOHE(DPO3OM, TTHETOKATH-
KOJKTa3Mel, IMy3bIpHO-MOYETOYHUKOBBIM pPe(IIIOKCOM,
C IOCTOBEPHOCTBIO ITPOTHO3a MaTEMATUYECKON MOIETN
86%. Unrepnperanuio yposusa VEGF-A y neteit ¢ mato-
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Hapymenus cioB0o0pa3oBaHusi y NOJAPOCTKOB, MPOONEPUPOBAHHBIX 10 MOBOIY
BPOKJIEHHBIX MIOPOKOB Cepla

A.A. Pymsanuesa’, B.A. Kamenesa?, H.B. [lomanosa’

'®rBHY «HayyHo-nccnenoBaTenbCkmii MUHCTUTYT KOMIJIEKCHbIX NMPOBJIEM CEpPAEYHO-COCYAMCThIX 3aboNieBaHNnin», Kemeposo,
Poccus;
2Ppre0yY BO «KemepoBckuii rocynapcTBeHHbIN yHUBepcuTeT», Kemeposo, Poccusa

Disorders of word formation in adolescents under operation for congenital heart defects

A.A. Rumiantseva’, V.A. Kameneva?, N.V. Potapova’

'Research Institute for Complex Issues of Cardiovascular Diseases, Kemerovo, Russia;
2Kemerovo State University, Kemerovo, Russia

IpencrasiieHbl JaHHbIE JTATEPATYPHI O PEUEBOM CTATYCE A€Teil C BPOKIEHHBIMI NOPOKaMH cepaua. Omicanbl pe3yabTaThl HCCIen0-
BaHMsI CJIOBOOOPA30BaTeIbHOI (DYHKIMHU Y OIPOCTKOB NMOC/IE PAIUAILHOI KOPPEKLHMH CENTAIbHBIX BPOXKIEHHBIX MOPOKOB CEepAua.
Heab uccaenosanns. OueHKa pevyeBoro CTaTyca NoJPOCTKOB, ONEPHPOBAHHBIX MO MOBOAY BPOXKIEHHBIX MOPOKOB CEPINA, HA NMPH-
Mepe CJI0BO0OpPA30BaAHUS.

Marepuassl 1 MeTozbl. [IpoBeieHo NPOCNIEKTUBHOE UCC/IEI0OBAHKE CJI0BOOOPA30BATE/IbHOI (DyHKIMM Yy 37 MOJAPOCTKOB B PAHHEM
MOCIeONePANMOHHOM NEPHO/Ie MOCIe PATUKAIBHOM KOPPEKIUH CENTAILHBIX OPOKOB CEPALA B YCJIOBHSIX HCKYCCTBEHHOTO KPOBO-
oOpauienus Ha 6a3e HayuHo-uccie10BaTeIbCKOr0 MHHCTUTYTA KOMILIEKCHBIX MPOOJIEM CepiedHO-COCYAMCTBIX 3200 1eBaHMIA.
Pe3yabraTel. Hanbosee c10:KHBIM 0KA3aJ10Ch 3aJaHNE 10 00PA30BAHUI0 YMEHBIIUTEIBHBIX CYHIeCTBHTEIbHBIX. C 3THM 3a1aHneM
PecrnoHIeHTbI crnipaBuimch Ha 55,31%. Jly4iie NOAPOCTKH COPABUIIMCH C 32JAaHUSIMH HA 00pa30BaHMe PA3HbIX Pa3psjioB NMPUara-
TebHbIX. C 3aJaHieM Ha 00pPa30BaHKUE OTHOCHTEILHBIX MpUIAraTeJbHbIX — Ha 60,54%. Emie ycnenHee pedsta CipaBuinch ¢ 3a1a-
HHEM Ha 00pa30BaHNe MPUTSIKATENbHBIX MPHIATaTeabHbIX — Ha 63,24%. Ycnemnee BCero pecCnoHIEHThI CIPABIINCH C 331aHHEM
Ha 00pa3oBaHye KAYeCTBEHHbIX MpuiaraTebHbix — Ha 81,44%.

3akmovenne. HecMOTpss Ha yCmeniHO BBINOJHEHHOE KApPAMOXUPYPrHUYECKOe BMEHIATEJICTBO B IOCJICONEPANUOHHOM HEpHOIe
Y NALMEHTOB BHISBISIIOTCS HAPYIIEHHSI PEYEBOrO CTATYCA, YTO CBHAETEICTBYET O HEOOXOMMMOCTH UX M3yYeHHs U JAIbHEeHIINX pea-
OWJIMTAIMOHHBIX MEPONPUATHIA.

Karoueevte caosa: demu, 6podcdennblil nOpoK cepoya, dKCHPecCUBHAs pedb, KOSHUMUBHAS AUHSBUCIMUKA, KOSHUMUBHO-DeUesoll,
KOCHUMUBHDbLE UCCACOOBAHUSL.

Ans untnpoBaums: PymsiHuesa A.A., KameHesa B.A., lNMotanoBa H.B. HapyleHusi c10B006pa3oBaHus y MoApPOCTKOB, MPOONepupoBaHHbIX
10 10BOAY BPOXAEHHbIX TOPOKOB cepaLa. Poc BecTH nepuHaton v neanatp 2024; 69:(4): 79-84. DOI: 10.21508/1027-4065-2024—-69-4-79-84

Literary data on the speech status of children with congenital heart defects are presented. The results of a study of word-formation
function in adolescents after radial correction of septal congenital heart defects are described.

Purpose. To assess the speech status of adolescents operated on for congenital heart defects using the example of word formation.
Material and methods. A prospective study of the word-formation function of 37 adolescents in the early postoperative period after
radical correction of septal heart defects under artificial circulation was conducted at the Research Institute of Complex Problems
of Cardiovascular Diseases.

Results. The most difficult task was the formation of diminutive nouns. The respondents completed this task with a score of 55.31%.
Teenagers coped better with tasks on the formation of different categories of adjectives. Score of the task of forming relative adjec-
tives — 60.54%. The children coped with the task of forming possessive adjectives even more successfully — by 63.24%. The respon-
dents were most successful in completing the task of forming qualitative adjectives — by 81.44%.

Conclusion. Despite successful cardiac surgery, patients require interdisciplinary monitoring in the postoperative period.

Key words: children, congenital heart disease, chronic heart failure, expressive speech, cognitive linguistics, cognitive, cognitive-speech,
cognitive research.

For citation: Rumiantseva A.A., Kameneva V.A., Potapova N.V. Disorders of word formation in adolescents under operation for congenital
heart defects. Ros Vestn Perinatol i Pediatr 2024; 69:(4): 79-84 (in Russ). DOI: 10.21508/1027-4065-2024-69-4-79-84

CratucTuueckue TTaHHbIE CBUIIETEIBCTBYIOT,
YTO OOIIas pacrmpoCTpaHEHHOCTh 3abojieBaHUl TaH-
HOl KoropThl cocTtaBisieT n0 5—8 ciayyaeB Ha 1000
ponos [3]. B o063ope aBTOpoB A.H. Schultz n G. Wer-

HacTosIIee BpeMsl B 3apyOeskHOl JMTepaType Bce

OoJbllle BHUMAHUS YIAEISIOT OLEHKE OTHAJeHHBIX

PE3YJIBTATOB MTEPEHECEHHBIX OMepaliii 110 TTOBOAY BPOX-
IIEHHBIX TTOPOKOB cepaua [1, 2].
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novsky [4] oTmasieHHbIe MCXOIbl pa3leieHbl Ha JBe
rpynmbsl.  [lepBast rpymma BKJIOYaeT Takue OOIIMe
WUCXONbI, KaK TO3[HSS JIETaJIbHOCTh, IMOBTOPHBIE BHE-
TUTAHOBBbIE OIepalluu, TPOrpPecCUpoBaHue CepAeYHON
HEJIO0CTATOUHOCTH, HApPYIIEHUS] pUTMa cepiia ¢ HeoOX0-
NMUMOCTBIO UMIUIAHTALIMU 3JIEKTPOKAPAUOCTUMYJISITOPA,
pa3BUTHE MHMEKIIMOHHBIX OCIOXHEHUN (2HAOKAPINWT),
OorpaHMYeHus] B (PU3MYECKON aKTMBHOCTH, HENPOKOTr-
HUTWMBHBIE HapyiieHus [4]. Bropasi rpynma — cre-
nuduyeckrue MopaxeHusl, CBSI3aHHbIE C TEXHUYECKUMU
OCOOEHHOCTSIMU  KapIUOXUPYPTUUECKOTO BMeEIIaTe/b-
CTBa: TOTaJibHasl HEIOCTAaTOYHOCTh KJaraHa JIeTOYHOM
apTepuu MpU orepalusix Ha BHIBOIHOM OT/IEJIe TTPaBOro
JKeJTyJIouKa, CTeHO3bl BETBEl JIETOYHOI apTepuM TOcCie
oriepariuu ZKaTtaHe, TpoMOO3bI TTOCJIE HAJIOXEHUS TIOM-
KJTIOUYMYHO-JIETOYHBIX aHACTOMO30B U 1Ip. [2, 4]

KorHutuBHbIil cTratyc pebeHka — cdepa-MUIlleHb,
rnmomnagaoIiasi Moj HeraTMBHOE BIMUSIHME KaK CaMoOro
BPOXAEHHOIO IOpOKa Cepala, TaKk M HEeoOXOOMMOTro
KapIMOoXUpypruyeckoro BMelnaTeabcTBa. Pacripoctpa-
HEHHOCTh KOTHUTUBHBIX HapyLIEHWN y neTeil U Toj-
POCTKOB C BPOXIIEHHOW IMaToJIOTHEl cepilla HeaocTa-
TOYHO yUTeHa.

BimssHre BpoXIeHHBIX ITOPOKOB cepAlla Ha HEUpo-
pa3BUTHE MHOTO(AKTOPHOE W 3aBUCUT OT MpeJ-, epu-
U MOoCjeoIepalluoHHbIX (akTopoB pucka [5, 6]. Cpeau
OOJIbHBIX, MEPEHECIINX OIepaluio MO TOBOAY CIOX-
HBIX BPOXIEHHBIX TTOPOKOB cepjilla B HEOHaTaJbHOM
repuojie Wi paHHeM MJaJeHUYecTBe, CpeIHue MmoKasa-
tenu 1Q, Kak mpaBuIo, HAXOASTCS B Tpeaesiax HOPMBbI,
HO HECKOJIbKO HUXE, YeM B CPelHeM 10 OOIIel MmoIry-
qsiau [7].

B Hacrosiiiee Bpemst BO BceX MEIUIIMHCKUX paboTax
paccMmaTpuBaeTCsl YacTh peueBbIX HAapyllIeHWiH. B kaxknom
WCCIIeT0OBaHNM 0C000€ BHUMAaHUE YAEJICHO JUIIb eIu-
HUYHBIM HapyIIEHUSIM JTUOO TaHbl 0000IIIEHHBIE PE3YJb-
TaTbl TECTOB, HE IOSICHSIONIME CIEeIU(pUKY S3bIKOBBIX
HaBBIKOB M PEYEBBIX YMEHWI IMAllMeHTOB C CepAeYHO-
COCYOMCTBIMU 3a00JIEeBAHUSIMU  T10CJIe  OTEPATUBHOTO
BMeEIIaTeILCTBA WJIM MEIWKaMEHTO3HOro jedeHus [8].
Takum obOpa3om, paboT, OXBaTHIBAIOIIIMX BECh KOMIUIEKC
peyeBbIX HapylIeHUH y TalMeHTOB C CepAeYHO-COCYIM -
CTBIMM 3a00JIEBAHUSIMU PA3JIMYHBIX BO3PACTOB, HE OOHA-
PYXEHO, 4YTO TOJYepPKUBACT aKTyaJIbHOCTb BbIOpaHHOI
TEeMbI UCCJIeIOBaHNSI.

Ileanr ucciemnoBanmus: OlieHKA peYeBOro craryca Ioi-
POCTKOB, OTIEPUPOBAHHBIX IO TIOBOJAY BPOKIEHHBIX
IMOPOKOB Cep/ilia, Ha TIPUMepPe CJI0BOOOPa30BaHUSI.

OPUINHAJIbBHbBIE CTATbU

XapaktepucTuka peTten u MeToAbl UCCNeaoBaHNSA

WccnenoBanue c10BOOOpa3oBaHUSI Yy TMAllMEHTOB
BBIOPaHHOIM KOTOPTHI TIpoBoauioch Ha Gaze PTBHY
«HayyHo-uccenoBaTeIbCKMii ~ MHCTUTYT — KOMILIEKC-
HBIX TIpO0JIeM CepleuyHO-COCYIUCThIX 3a00JieBaHUI»
(HUHM KIICC3) B 2023—2024 1r. 110 3amaHUsIM JUar-
HocTtuyeckoit metomnku T.A. Dortekosoit u T.B. Axy-
TUHOW Ha O0Opa3oBaHME YMEHBIIUTEIbHOU (HOPMBI
CYIIECTBUTEBHBIX, OTHOCUTEJbHBIX TpUJIaraTeJIbHbIX
OT CYIIECTBUTENIbHBIX, KauyeCTBEHHBIX IIpUIarateiib-
HBIX U 00pa3oBaHWe MPUTSIKATEIBHBIX MPUJIaraTeIbHBIX
OT CyIIeCTBUTENbHBIX [9]. Kputepusamu BKiIroueHUsT ObLI
Bo3pacT nmauueHToB (13—16 jeT), HaTMYKMe CENnTaIbHOTO
BPOXIEHHOTO TIIOpOKa cepiia, TpeOOoBaBIIEro paau-
KaJIbHOM KOPPEKIIMU B YCIIOBUSIX MUCKYCCTBEHHOTO KPO-
BOOOpaIIeHNsI, HEOCIOKHEHHBII IT0C/IeOTepallMOHHBIN
MEPUOJ U OTCYTCTBHE KOMOPOMITHOTO (DOHA, aCCOITUUPO-
BaHHOTO ¢ KOTHUTUBHBIMU paccTpoiictBamu. CTpyKTypa
BPOXXIEHHBIX CEMNTaJbHBIX TMOPOKOB Cep/lia TpencTaB-
JIeHa B Tabulie.

CTOJTb MO3MHSAS AUATHOCTUKA BPOXKIEHHBIX ITOPOKOB
cep/la y JaHHBIX MAallMeHTOB 00YCIOBIEHA OTCYTCTBUEM
MPOMWIBHBIX CMELMATNCTOB U BO3MOXHOCTH TTPOBEIE-
HUS YIAbTPAa3BYKOBOI TMarHOCTUKHU B paMKaX CKPUHUHTA
Ha TIEPBOM TOAY XWU3HW Ha OTHAJEHHBIX TEPPUTOPUSIX
KemepoBckoit obnactu. BriepBble mpoBeaeHne 3xoKap-
nuorpaduy B 9TOM BO3pacTe 0OYCJIOBJICEHO MOSIBICHUEM
Xajo® MO MOBOAY XPOHUYECKOW CEpAeYHOU HemocTa-
TouHOocTH K 13—16 romam. CorjacHO KIWHUYECKUM
peKOMEHIALUSIM TMOKa3aHWEM K 3aKPBITUIO YKa3aHHBIX
nedeKToB TMOCTYKUIU TeMOAMHaAMUYecKasi 3HaYUMOCTh
nedekToB: BbIpaKeHHOCTh copoca (Qp/Qs Gosee 1,5),
HaJIMuue peMoeSUpOBaHUSI MMOKapJa B BUIE AujaTa-
LIVU TIPaBbIX OTAEIOB, KIIMHWYEeCKash KapTUHA XpOHUYE-
CKOU CepIeuHO HETOCTATOYHOCTHU U BBICOKMIA PUCK pa3-
BUTHST MTH(PEKIMOHHOTO 3HaoKapauTa [10].

Mertonuka ¢GopMUpOBaHMSI W aHalM3a TeHepalb-
HOI COBOKYITHOCTM BKJTIOYajia CJCAYIOUIME TIPOLEYPHI:
1) 3ammch BBHIMOTHEHHBIX P00 1o Metonuke T.A. ®orte-
koBoit m T.B. Axyrunoit 37 mompoctkamu 13—16 neT
C BPOXIEHHBIMU MOPOKaMU CepIlia Mocjie OrepaTuBHOTO
BMeIIaTeNILCTBA B OTIEICHUN KapaUOXUPYPIuu; 2) aHan3
MOJIYYEHHBIX PE3yJIbTaTOB Ha 00pa30BaHME YMEHBIITUTE b~
HOI (DOpPMBI CYIIECTBUTENIbHBIX; 3) aHAIU3 TIOJYYEHHBIX
pe3yJIbTaTOB Ha 00pa30BaHWE OTHOCUTEJIbHBIX Tpuiara-
TENIbHBIX OT CYIIECTBUTENbHBIX; 4) aHaM3 TOJyYeHHBIX
pe3yJIbTaTOB Ha 00pa30BaHVEe KAYeCTBEHHBIX MpujIaraTeib-

Tabauya. CTpyKTYpa BPOKIAEHHBIX CENTAIbHBIX IOPOKOB CEP/LA Y HCCIIETYEMbIX
Table. Structure of congenital septal heart defects in studied patients

BpoxkneHHblii TOPOK cepana

Bun nedekra

JNedekT MeXTIpenCcePIHOMN
neperoponku n=28 (75%)

JleekT MexKeayT0uYKOBOM Mepero-
ponku n=9 (25%)

LlenTpanbHbIii 1e(EKT C OTCYTCTBUEM
kpaeB n=17 (60%)

Cy06aopTalbHbI
n=8 (88%)

MybTudbeHECTPUPOBAHHbIIA
nedext n=11(40%)

MHoecTBeHHbIE Ae(heKThI
n=1 (12%)
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Pymsnuesa A.A. u coasm. HapyiiieHust CI0BOOOPA30BaHKs Y MOAPOCTKOB, IIPOONEPHPOBAHHBIX IT0 MOBOY BPOXKIECHHBIX TOPOKOB CEPIILIA

HBIX; 5) aHaJIM3 MOJyYEeHHbIX Pe3yJIbTaTOB Ha 00pa3OBaHUE
MPUTSDKATETBHBIX TIPUJIaraTeJIbHBIX OT CYIIECTBUTEBHBIX;
6) cooTHeceHMe TaHHBIX BCeX MPOO Ha CJI0BOOOpa3OBaHME
y MCCTIEyeMOi1 KOTOPTHI MALIMEHTOB.

BceM pecrioHmeHTaM JUIS  BBISIBJICHUS Hapylle-
HUI CJIIOBOOOpA30BaHUsS OBLIO TMPEMIOXKEHO BBITTOTHE-
Hue uvetbipex npobd Cepum Ne2 «MccnemoBaHue cio-
BoOOpa3oBaTeIbHBIX ITIpoleccoB» [9]. IIpoOGbl Bo Bcex
3alaHUSIX OTOM CepUr OLEHWBAIOTCS €IMHOOOpA3HO:
3 dayuta — TipaBUIIbHAS opma; 2 Oajljla — caMOKOppeK-
LIUST WJIA KOPPEKILIMS TOCe CTUMYTUPYIOIIEH MOMOIIIN;
1 6amnm — dopma, nMeromasicss B SI3bIKe, HO HE MCITOJIb-
3yeMasi B JaHHOM KOHTeKcTe; () 6alsloB — HelpaBUIbHAs
dopma cioBa WIM OTKa3 OT BOCTIPOU3BeAeHUsI. MaKcu-
MaJibHas OIleHKa 3a cepuio — 75 0ayioB.

IIpoGa Nel BxiroyaeT oOpa3oBaHME YMEHBIIUTETh-
HOI1 (DOPMBI CYIIIECTBUTENBHBIX (IEPeBO, JieC, YIUIA, YXO,
CJIOBO), MaKCUMaJIbHOE KOJIMYeCTBO OayioB — 15; mpoba
Ne2 — obGpa3oBaHMe OTHOCHUTEILHBLIX MpUJIaraTeIbHBIX
OT CYIIECTBUTENBHBIX COJIOMA, JIe/, BUIIIHSI, CIMBA, Yep-
HUKa, KJIIOKBa, €Jib, Macjo, JeH, cyn (MaKCHMMaJbHOe
konuyecTBo OamioB — 30); mpob6a Ne3 — obGpazoBaHue
KAa4eCTBEHHBIX TMPUJIATaTeIbHBIX OT  CYIIEeCTBUTEIb-
HBIX MOPO3, CHET, JOXIb, COJHIE, BeTep (MaKCUMallb-
Hoe KojinyecTBo OayuioB — 15); mpoba Ne4 moapasyme-
BaeT oOpa3oBaHUE TPUTSIKATEBbHBIX TPUIATaTeIbHBIX
OT CYIIECTBUTEIbHBIX BOJIK, MEIBEb, JIEB, TITULIA, OpEI
(MakcuMMaJbHOE KOJINYeCTBO 0aioB — 15).

Pe3ynbratbl
IIpoba 1. Ob6paszosanue ymeHbUUMENbHOU (DHOPMbL
cywecmeumenvrvlx.  [IpOBEeNEHHBIT  KOJIMYECTBEHHO-

KayeCTBEHHBIN aHaJIW3 JaHHBIX TO3BOJIWI OMPEICTUTh
cTeTneHb C(POPMUPOBAHHOCTH TIPOIECCOB CIOBOOOPA30-
BaHUs UMEH CYIIECTBUTEIbHBIX. PeCITOHIEHTHI MOKa3au
caenytomue pe3yabtaTtel: 5 (13,51%) mompocTKoB Tipa-
BWJIBHO 00pa30Bajii YMEHBIIUTEIbHbBIE (DOPMBI OT BCex
MMATU  TIPEIJIOKEHHBIX CYIIECTBUTEIbHBIX; WX OTBETHI
ObUIM OlleHEHBbl MaKCUMabHbIMU 15 Gatamu. Ommoku
nmonyctuau 7 (18,91%) moapocTKOB — WX OTBETHI OBLIU
oleHeHbI B 12 6amioB; 6 (16,21%) moapocTKoB Habpaiu
o 9 6amios, 1 (2,7%) monpocTok Habpan 7 6ammos. Y 10
(27,02%) mompoCTKOB OIleHKa COCTaBMiIa 1o 6 Gayos,
vy 1 (2,7%) — 5 6annos. Eme onuH (2,7%) mompocTok
Habpai 4 6ajra, 6 (16,21%) monpocTKoB — 110 3 Gasia.

AHaJIn3 TOMYYeHHBIX JaHHBIX CBUICTEIbCTBYET,
YTO y PECMOHAEHTOB BCTPEYAIOTCS OIIMOKU CIIEeaYIO-
IIeTo THTA:

1) ommboYHOE MPUMEHEHUE MPOAYKTUBHBIX ISl 3TOTO
TUITA CYIIECTBUTENBHBIX CYGPUKCOB -eHbK-, -UeK-
(depeso — Odepesenvko, depesouek) BMecCTO cyddukca -iy-
(depesuye); -oHbK-, -euk- (YX0O — YXOHbKO, YUIe4K0) BMECTO
-Kk- (YuKo); -ouk- (c1060 — CA0604K0) BMECTO -euk- (ca0-
8e4K0); -UuKk- (n1ec — necux) BMECTO -0K- (1ecok);

2) cTpeMJieHuEe COXpaHWUTb KOpPHEBYIO Mopdemy
HMCXOIHOTO CYIIECTBUTEIBHOTO, UTHOPUPYS YepeaoBaHNe
COTJIACHBIX (YX0 — YX04K0);

3) cinoBousMeHeHUeE (C21060 — CON08YUIKA);

4) cMmeneHue ynapeHus (depesiyo BMeCTO dépesue).

Y 9 (24,32%) oONpOIIeHHBIX TIOJy4YeH YacTh4-
HBI OTKa3 OT CJIOBOOOpA30oBaTeIbHBIX JICHCTBUIA,
OHM He Ha3blBAIM Ty WJIW WHYIO (OpPMY, TOBOpS «S
He 3Halo» WJIM COXPaHsIsl MOJTYaHUeE.

IIpoba 2. Obpazosanue 0MHOCUMENbHbIX NPUAALA-
MeabHbIX om cyuecmeumenvrvlx. 110 TaHHOMY 3aTaHUIO
MOJYJYEeHBI CIEAYIOIINe pe3yJbTaThl: W3 MaKCUMallb-
HeIx 30 GammoB 28 GammoB Habpan 1 (2,7%) monpo-
crok; 27 6amioB — 1 (2,7%); 24 6amna — 5 (13,51%);
21 6amn — 7 (18,91%); 19 6amnos — 4 (10,81%); 18 6ain-
JoB — 8 (21,62%); 16 6ammoB — 1 (2,7%); 15 6annosB — 4
(10,81%); 12 Gammos — 3 (8,1%); 9 6amnos — 1 (2,7%);
6 6ammoB — 1 (2,7%); 3 6amta — 1 (2,7%) moapocToK.

ITpu 06pa3oBaHNM OTHOCHUTEIBHBIX MPUJIATATEIBHBIX
TUMTUYIHBIMU OBUTH CJIEAYIONINE OIIMOKM:

1) 3aMeHa npoaykTuBHOro cyhdukca -06- cyhduk-
caMU -04H-, -H-, -e8- (CAUBOUHbLI, CAUBHBIH BMECTO CAlU-
808blIl; eNbHbll, ene8blli BMECTO €108blil; CYNHbIl BMECTO
cynoeoit); 3aMeHa cyddukca -eHH- Ha -H- (CONOMHbLIL
BMECTO CON0MEHHbLIL);

2) nobGamieHue HeHYXHoro cydhdukca (causosHuli
BMECTO CAUBOBbIIL);

3) coxpaHeHHe KOPHEBOI TJIaCHON MCXOTHOTO CYIIe-
CTBUTEJILHOTO (/1€Heablil, NeHHbLIL, NeHIHOI, 1eHOB8bLI BME-
CTO AbHAHOW);

4) HenpaBUJIbHBII BHIOOP OCHOBBI MOTMBMPYIOIIETO
cJioBa (4epHOBbLil, YepHeHKULL BMECTO YepHUUHbLIL);

5) cnoBon3MeHeHUE (K1eH08blll BMECTO JbHAHOU);

6) BUIOM3MEHEHHBIN MOBTOP MCXOMIHOTO CYIIECTBU-
TEJTBHOTO BMECTO COOTBETCTBYIOLIETO OTHOCUTEIBHOTO
TIPUJTATaTeIBHOTO (COI0MKA BMECTO COAOMEHHbLi, enKa
BMECTO e108blil);

7) cemaHTUYecKas
N€05HOIL);

8) obpasoBaHMe TIpuJaraTeJIbHOTO APYroro paspsiaa
(macaenucmasn (KaueCTBEHHOE) BMECTO MacaeHblil (OTHO-
CUTENIbHOE));

9) cMmeleHUe ynapeHUsl (KAHKBEHHbLI, BUUIHEBbLIL).

YacTuuHbIil OTKa3 OT CJI0BOOOpPA30BaTEIbHBIX Acii-
CTBMI1 JIEMOHCTPHUPOBATIN GOJBITMHCTBO OMPOIIEHHBIX —
32 (86,48%) monpoctka. Cpenu Mpovunx CIOBOOOpa3oBa-
TeJbHBIX (hOopM 32 pecrioHJeHTa He MOTJIM 00pa3oBaTh
OTHOCUTEJIbHOE TIpUJIaraTeIbHOe OT CYIIECTBUTEIBHOTO
cyn. JIub OIWH TOAPOCTOK HaJl TIPaBUJIbHBIA BapUaHT
cynosoti. K HerpaBUJILHBIM BapraHTaM OTHOCSITCS CYNo-
6olil (2 monpocTka), cynogusiil (1 IOaAPOCTOK), cynHbiil (1
noapocTok). CHoXHBIM JUISI OTPOIIEHHBIX OKa3aloCh
1 00pa3oBaHUe TPUIATATEIbHOTO cooMeHHbil. BapraHT
conommubii ipeuTokuan 12 (32,43%) pecrioHIEHTOB.

IIpoba 3. Obpazosanue KavecmeeHHbIX NpUAA2aA-
MmenbHbIX om cyuecmeumenvrvlx. 110 TaHHOMY 3aTaHUIO
MOJYYEeHBI CIEAyIOIINe pPe3yJbTaThl: MaKCUMabHBIE
15 6ammoB Habpamm 14 (37,83%) moapocTkoB; 13 6an-
J0B — 6 (16,21%); 12 6annoB — 7 (32,43%); 10 6annoB —
3 (8,1%); 9 6amnoB — 2 (5,4%); 7 6amnos — 2 (5,4%);

3aMeHa  (X0400HblL  BMECTO
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6 6ammoB — 3 (8,1%) nmompoctka. Ha BIMOTHEHWE 3TOTO
3alaHUsT PECTIOHACHTHI OT3bIBAIMCH TOPA3lI0 aKTUBHEE,
YAaCTUYHBIN OTKAa3 OT CJIOBOOOPA30BATEIBHBIX IEHCTBUIA
6611 3adpukcrpoBaH aumih B 4 (10,81%) cayyasx.

IMpn 06pa3oBaHUM KauyeCTBEHHBIX TMPUJIaraTeIbHBIX
TUMTUIHBIMUY OBUTH CIEIYIONINE OIIMOKH:

— 3aMeHa IMPOAYKTUBHOro cyddukca -1u6- Ha -uU6-,
-e6- (0oocousulil, 001c0e80il BMECTO J0HCOAUBDLIL);

— ceMaHTHUYeCKUe 3aMeHbI (pKuil, ACHbLH BMECTO COA-
HeUHblil);

— CTpeMJIeHUEe COXPaHUTh KOPHEBYIO Mopdemy (coaH-
UeBoll, CONHUAUBDLI BMECTO CONHEUHDLIL);

— nobaBieHre HEHYXKHOTO cydduKca (Mopo3HeHHblil,
MOPO304HBLI BMECTO MOPO3HbIL);

— BUIOW3MEHEHHBIN MOBTOP MCXOMHOTO CYIIECTBU-
TEJTLHOTO BMECTO COOTBETCTBYIOIIETO KauyeCTBEHHOTO
TIPUJIATAaTeIbHOTO (68emepoK BMECTO GempeHbiil);

— obpa3oBaHMe CJI0Ba APYroil YaCTH pevu, a He Kaue-
CTBEHHOTO TIPUJIATATeIBHOTO (dyem BMECTO GempeHblil;
MOPOJNCEHHbLI BMECTO MOPO3HbLIL);

— obOpazoBaHne GOpMbI, HNMEOIIeiics B SI3BIKE,
HO HE MCITOJIb3YyeMOI B JTaHHOM KOHTEKCTe (8empoesolil,
68eMPsHOL BMECTO 8eMpPeHblil).

Ilpoba 4. Obpazosanue npumsjicamenbHbiX Npuidea-
menvHbIX om cywjecmeumenvruix. 1o maHHOMY 3alaHUIO
MTOJIyYeHbl  CJeOyIoIIMe pe3yJbTaThl: MaKCHMAaJIbHbIC
15 6amnoB Habpamu 6 (16,21%) moapoctkoB; 14 6an-
0B — 1 (2,7%); 12 6amtoB — 9 (24,32%); 9 6amios — 11
(29,72%); 7 6amnos — 1 (2,7%); 6 6amnos — 4 (10,81%);
3 6amta — 3 (8,1%); 0 6amnos — 2 (5,4%) nmompocTka.

IMpn o6pa3oBaHUM MPUTSKATETBHBIX TpUIaraTeb-
HBIX TUIMTWYHBIMU OB CJIETYIOIINE OITUOKM:

— 3aMeHa TIpOAYKTUBHOro cyddukca -uH- Ha, -e€6-,
-06- (0pn1eawlil, 0p0BbLIL BMECTO OPAUHDBLIL 1b808blil BMECTO
AbBUHDBLLL);

— ceMaHTU4ecKHe 3aMeHBbI (Obicmpblil, cepblii BMECTO
eonuuil);

— CTpeMJICHHE COXPaHWTh KOPHEBYIO MopdeMy,
UTHOPUPYS YepeloBaHUe COTJACHBIX (nmuyHbviii BMECTO
nmuvuil);

— JnobaBlieHUE <«HEHYXHOro» cyddukca (nmuyroi
BMECTO nmu4uil);

— BUIOW3MEHEHHBI TOBTOP MCXOTHOTO CYIIECTBU-
TEJTHLHOTO BMECTO COOTBETCTBYIOIIETO MPUTSKATEIHLHOTO
TIPUJIATaTeIbHOTO (680440HOK BMECTO 804U

— o0OpazoBaHne GOpMbI, HNMEMOIIeiics B SI3BIKE,
HO HE MCIOJIb3YeMOI B TaHHOM KOHTEKCTE (/1egblil BMe-
CTO /1bBUHBLIL).

OCHOBHYIO CJIOXHOCTD JUTSI PECTIOHIEHTOB COCTAaBUJIO
obpa3oBaHe TTPUTSKATETLHOTO MPUJIaraTeIbHOTO 8044ULL
oT cymecTBuTeNbHOTO 602k — 10 (27,02%) mompocTKoB
B JJAaHHOM CJTydae OTKa3aJluCh OT CJIOBOOOpa30BaTETbHBIX
neticTBuit. I3 o1MO0YHBIX BApUAHTOB OBLIH TTPEIUTOXKEHBI
BONMUUHDBLI, BONHUKULL, BONUNAUBHLI, GOAULGHIH, BGONKHBLLL.
BTOpBIM MO CIIOKHOCTH OKa3aJoch 0Opa3oBaHUe TPUTS-
KaTeJIbHOTO TIPUJIAraTeJIbHOTO AbsuHbi. OTKa3 OT CJIOBO-
00pa3oBaTeNIbHbIX NeCTBUI feMoHCcTprupoBaiu 8 (21,62%)

OPUINHAJIbBHbBIE CTATbU

pecrioHaeHToB. Cpeli HeMpaBUIbHBIX BAPMAHTOB 3a(hUK-
CUPOBaHbI 16608t (8 pas), sesuuil (2 pasa), 1esuil, 1e6vblil,
saeeunbtii (1o 1 pasy). Ha TperbeM MecTe 1Mo KOJIMYECTBY
OTKa30B B CJIOBOOOPA30BaHUM OKa3aJOCh MPUTSKATEb-
Hoe TpuiaratenbHoe opaunvii — 5 (13,51%) pecrnioH-
neHtoB. HempaBuiibHblE BapMaHThl BKJTIOYAIOT: 0p1e6blil
(4 paza), oproseiii (3 paza), opauswiii (2 pasza), openwiil,
opaeHblil, opeavhbil, opeaquil (1o 1 pasy). [IpumevarenasHo,
YTO B 3TO Tpymme 3amanuii otBeTh 2 (5,4%) MOAPOCTKOB
ObLTH OlieHeHBI B () 0ajlIOB.

00cyxaeHue

B HacTosiieM wuccienoBaHMM ydyacTBOBaIW Talv-
€HTBhI C CaMbIMU TIPOCTBIMU BPOXIEHHBIMU TOPOKaAMU
cepilla C TOYKMU 3pEHUS] HapylIeHUs TeMOIVMHAMMKU.
Bbi6op momoOHOIT HO30J0TMM BPOXIEHHBIX TTOPOKOB
cepaiia ObLT HeclydyaeH, TaK KaK UMEHHO 3TU TTOPOKU
CTaJIu OTIEPUPOBATHCS B UMCTIE TIEPBBIX, a 3HAYUT, TaBHO
OTJIaXeHbl KPUTEPUU BHIOOpaA ONMEpaTUBHOTO BMeIlla-
TEeJIbCTBA M TaKTUKA TEPUONEPALIMOHHOTO BeICHUS
Takux nereit. OgHaKO MOJyYeHHbIEe pe3yIbTaThl CBUIE-
TEJIbCTBYIOT, YTO NaXe Ha (POHE YCIeIIHO BBIMOJIHEH-
HOM paJuKaJbHONW KOPPEKIMU OCTAKTCS TPOOJIeMBI,
TpeOytoine MYJIbTUAUCUUTIIMHAPHOTO nonaxona.
JlaHHBIE TTOKa3bIBAIOT, YTO C BBHITTOJHEHUEM YeThIpeX
nmpo6 Cepunm Ne2 «MccnegoBaHue ClIoBooOpa3oBa-
TEJBbHBIX TIPOIECCOB» MO TMATHOCTUYECKON METOIUKe
T.A. ®otekoBoit 1 T.B. AXyTHHO# TOAPOCTKU CIIpaBU-
JIUCH TUIITh Ha 64,22% (CM. pUCYHOK).

Hamyme Tex WM WHBIX KOTHUTWBHBIX HapyIIECHUIA
y JIeTeil ¢ BpOXKISHHBIMU TTOPOKaMU Cep/Ilia MOcye XUpyp-
TMYECKOTO BMEIATEeIbCTBAa JIEMOHCTPUPYET UCCIIen0Ba-
HUe, BBEITIOJIHEHHOE Ha 0a3e HayuHoro meHTpa cepaeyHo-
cocynuctoit xupyprum uMm. A.H. bakynesa. OHo BKiIrogano
HCTIONBb30BaHUe «JIMaTHOCTUKKM HEPBHO-TICUXUYECKOTO
pa3BUTHST», pa3pabOTaHHON coTpymHUKamu Poccuiickoii
aKajieMuyd MEAWLMHBI TMOCTAUIIIIOMHOIO OOpa30BaHUSI:
IS IeTeit TiepBoro rona xxusuu — D.J1. @pyxT; g aereit
Broporo rona xu3Hu — K.JI. Tlewopoii; nns nereit tpe-
Thero rona xu3uu — I'.B. [TanTioxunoii [10].

® Ycrenso

= Heycniemrno

Pucynok. Pesyabrat BomosHenns: Cepun 2.
Figer. Result of Series 2.
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Pymsnuesa A.A. u coasm. HapyiiieHust CI0BOOOPA30BaHKs Y MOAPOCTKOB, IIPOONEPHPOBAHHBIX IT0 MOBOY BPOXKIECHHBIX TOPOKOB CEPIILIA

CornacHO pe3yJibTaTaM  YKa3aHHOTO MCCleqoBa-
HUST YPOBEHb TPOSIBJIEHUsI aKTUBHOW pevyu B OOIIEHUU
y IeTell U3 KIWHWYECKOW TPYIMbl A0 XAPYPTUUYECKOU
omepanuu coctaBua  1,28+0,46, mocie Xupyprude-
CKOIi Orepaly OH CTajl CTAaTUCTUYECKU 3HAUMMO HIKE
u coctaBui 0,64+0,40. B KOHTpOJILHOI Tpyrre 3TOT
roKasartejib HaXOauTCsT Ha ypoBHe 2,3510,56, uTo cTtaTu-
CTUYECKM 3HAYMMO BBIIIIE, YeM B KJIMHMUYECKON. B kim-
HUYECKOIM TpyIIie aKTUBHas pedyb Obla MpeacTaBlieHa
B OCHOBHOM TIpelipevyeBOii BOKau3aluei (Jerner) ¢ aje-
MEHTaMHM aBTOHOMHOWM JETCKOW peun. B KOHTpOJbHOI
rpynre akTUBHasi pedyb Oblja IpeacTaBjieHa B OCHOB-
HOM aBTOHOMHOWM JETCKON peyblo C BKpaIIeHUSIMU
otnenabHbIX coB [11]. CutyatuBHO-TMYHOCTHAsI (hopMa
0011IeHUsT OblJIa OCHOBHOI Y JIeTel TIepBOTro roja XXU3HU
C BPOXIEHHBIMU TIOPOKaMU Cepllia 10 U MOociie XUpyp-
TMYECKOl orepanuu. Y neteid U3 KOHTPOJIbHOW TPYIIIThI
OBbLTM MpEACTABIEHB KaK CUTYaTMBHO-JIMYHOCTHAS, TaK
W CUTyaTUBHO-Ae0Bast popMbl oomeHus [11].

Hamre umccnenoBaHue mokasbIBaeT, 4To i 37 TIOM-
pocTKoB 13—16 J1eT, MpooIepupPOBAHHBIX B CBS3U C HEOO-
XOIMMOCTBIO KOPPEKIIMU BPOXICHHOTO TOpOKa cepiia
C TIPUMEHEHUEM MCKYCCTBEHHOTO KpOBOOOpaIeHUS,
HauboJiee CJI0XKHBIM 0Ka3aJI0Ch 3aJaHre IO 00pa30BaHUIO
YMEHBIINUTEIBHBIX CYIIECTBUTENbHBIX. C 3TUM 3aTaHUEeM
PECITIOHAEHTHI CIpaBUINCh Ha 55,31%. Jlydlie moapoCcTKu
CMPaBWINChH C 3aaHUSIMUA Ha 00pa30BaHUE pa3HbIX pa3psi-
JTOB MpUJIaraTeIbHbIX, C 3a1aHMEM Ha 00pa3oBaHUE OTHO-
CUTENTBHBIX MpujiaraTeIbHbIXx — Ha 60,54%. Eme ycrenn-
Hee TTOIPOCTKM CIIPaBWINCh C 3alaHMEM Ha 00pa3oBaHUe
TIPUTSKATETBHBIX MpUIaraTeIbHbIX — Ha 63,24%. Jlyuiire
BCETrO PECTOHIIEHTHI CITPABWIIMCh C 3aIaHreM Ha 00pa3o-
BaHMe KauyeCTBEHHBIX NIpHUIaraTeTbHbIX — Ha 81,44%.
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KJIMHUYECKUE CJTYHAU

AyTOCOMHO-IOMHHAHTHOE HAPYLIEHHE UHTE/IEKTYaIbHOro pa3sutus Ilapentu—Munbo:
cJIyyaii, CBSI3aHHbI ¢ HOBbIM BapuaHToM B rene CHDS

A.A. Kydakaesa, U.C. Jlanues, B.IO. Bounosa

OCI «Hay4HO-1ccnenoBaTeNbCKUM KIMHUYECKNIA MHCTUTYT NEANaTPUn 1 ETCKON XUPYPrm
M. akagemuka tO.E. Benstuwesa» (MHcTUTYT Benbtnwesa) @rAQY BO PHUMY um. H.U. Muporosa MuHagpasa Poccun,
Mocksa, Poccus

Parenti—Migno neurodevelopmental disorder: a case associated with a new variant
in the CHD5 gene

A.A. Kudakaeva, 1.S. Dantsev, V. Yu. Voinova

Veltishev Research and Clinical Institute for Pediatrics of the Pirogov Russian National Research Medical University, Moscow,
Russia

Hapymenue unteiekryaabHoro pa3putus [lapentu—Munbo — penkas cuHapoMasbHasi opMa 3a1epXKKH NCUXUYECKOro pas-
BUTHS JeTeil, cBa3anHas ¢ reioM CHDS5, yactoTa KOTOpPOii He ycTaHOBJIeHA. B HacTosimee BpeMsi onucano 16 00JbHBIX ¢ AAHHOM
narosorueii. CHDS oTHOCHTCS K KOHCEPBATMBHOMY CeMeiCTBY 0€JIKOB — PeMO/IYJISAITOPOB XPOMATHHA, BXOJUT B KOMILIEKC HCTO-
HOBbIX Aeanernia3 NuRD, Baxen s panneit iuddepeHuMpoBKH HEH{POHOB LIEHTPAILHOI HEPBHOI CHCTEMBI U SBJISIETCS] OHKOCY-
npeccopom. Henasno 0.;1aronapsi npuMeHeHUIO MOTHOIK30MHOTO CeKBEHUPOBAHUSI BIEPBbIe ObLIA ONMCAHA CBSA3b 3TOTO IeHA € CHH-
JIPOMOM HapyLIeHUs] MHTeJUIEKTYanbHoro pa3sutus [lapeHTu—MuHbO Y O0JIBHBIX C 32/1€PKKOii PA3BUTHS, ICHXOHEBPOJIOTHYECKUMH
paccTpoiicTBAMU, OCOOEHHOCTSIMM JIMIEBOro (heHOTHNA M maToJorueil yepena. IlpeacTaBien yHMKAIbHBIA cIyyaii 3a00J1eBaHus,
CBsA3aHHBIN ¢ HOBbIM BapuanToM p.Argl521Thr B rene CHDS5, y N1eBOYKH C MHTEJUIEKTYAJIbHBIMUA U HEBPOJIOTHYECKUMH Hapylie-
HHSIMH, YePEeNHO-/TUIEBBIMH TUCMOPGUMH, 2 TAKIKE ¢ PaHee He OMMCAHHBIMU CUMIITOMAMH, TAKMMH KAK PACIIEINHA IyObl U Hea,
ruapouedaaus ¥ naToJaorusi Novyek. YCTAHOBUTb NMPHYMHY 00JIe3HH MO3BOJMJIO MPOBEeHHEe MOJHOTEHOMHOTO CeKBEHMPOBAHWS,
YTO O0TPaXKaeT LEHHOCTh MeTOa B AMarHocThKe HeanddepeHnpoBaHHbIX GopM HAPYIIEHHIl UHTEIUIEKTA.

Karoueswte caoea: oemu, een CHDS, Hapyuwenue unmennekmyaibHo2o pazgumust, 3a0epiucka NCUXUHecKko20 pasgumusl, CeK6eHUposa-
Hue, NGS.

Ansa umtupoBanus: Kynakaesa A.A., JaHueB U.C., BonHoBa B.lO. AyTOCOMHO-A0MUHAHTHOE HapyLLUEeHNe UHTE/INIeKTyabHoro pa3sutus lla-
PEeHTU—MUHbBO: cryyari, CBSI3aHHbIVi C HOBbIM BapUaHTOM HyKJ1e0TUAHOW nocaenoBaresisHocTy B reHe CHD5. Poc BeCcTH nepuHarton v neamarp
2024; 69:(4): 85-89. DOI: 10.21508/1027-4065-2024-69-4-85-89

Parenti—Migno neurodevelopmental disorder is a rare syndromal form of intellectual disability in children, associated with the CHD5 gene,
the prevalence of which is not established. Currently, 16 patients with this pathology have been described. CHD5 belongs to the conservative
family of chromatin remodeler proteins, is part of the histone deacetylase NuRD complex, and is crucial for the early differentiation of neu-
rons in the central nervous system and acts as a tumor suppressor. Recently, thanks to the application of whole-exome sequencing, the asso-
ciation of this gene with Parenti—Migno neurodevelopmental disorder was first described in patients with developmental delay, psycho-neu-
rological disturbances, facial phenotype features, and skull pathology. We present a unique case of the disease associated with a new variant
p.-Argl1521Thr in the CHDS5 gene, in a girl with intellectual and neurological impairments, craniofacial dysmorphism, as well as previously
undescribed symptoms such as cleft lip and palate, hydrocephalus, and renal pathology. The cause of the disease was determined through
whole-genome sequencing, which highlights the value of this method in the diagnosis of undifferentiated forms of intellectual disabilities.

Key words: children, CHDS gene, neurodevelopmental disorder, intellectual developmental disorder, sequencing, NGS.

For citation: Kudakaeva A.A., Dantsev I.S., Voinova V.Yu. Parenti-Migno neurodevelopmental disorder: a case associated with a new variant
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Bnocnez[m/le ronpl Onaromapsi pa3BUTHIO TEXHOJIO-
T TIOJTHORK30MHOTO U TOJIHOTEHOMHOIO CEKBe-
HUPOBaHUSI CTaJ0 BO3MOXHBIM TOHSITH 3TUOTATOTEHE3
HeauddepeHITMPOBAaHHBIX (hOPM HapyIIEHUH TICUXUYe-
CKOTO pa3BUTHUS y JETeil, YTO CIIOCOOCTBYET (POPMUPO-
BaHMIO TIPOTHO3a TeueHUsl 3a001eBaHusl, 3P PEKTUBHOMY
BEJICHUIO OOJBHBIX U MEIUKO-TEHETUIECKOMY KOHCYJTb-

TUpoBaHMUIO ceMeil. OgHa M3 TaKUX HO30JOTUYECKUX
¢opM, HemaBHO BbIIEJIEHHAs M3 TPyMIibl HenubdepeH-
LIMPOBAHHOM YMCTBEHHOI OTCTanocTy Oiaronapsi mpume-
HEHUIO TIOJTHO3K30MHOTO CEKBEHMPOBAHUSI — CUHIPOM
HapyllleHus] WHTeJUIeKTyalbHOro pas3Butusi I[lapeHTn—
Mwunbo (OMIM: 619873), cBI3aHHBIN ¢ MyTallUsSIMU TeHa
CHDS5 [1]. Brot reH xomupyer CHDS5 — xpomomomMeH-

© Konnektue aBTOpOB, 2024

Aunpec a1 koppecnonnenmn: KynakaeBa Anvst AHBapoBHa — JJaDOpPaHT-HCCIIEe-
JioBatesib J1abopaTopuu KIMHUYECKOM TeHOMUKK U OruonHpopmatnk HayuHo-
HCCIIEIOBATENIBCKOTO KIIMHUYECKOTO MHCTUTYTA TIEAMATPUK U IETCKOM XUPYp-
run uM. akanemuka O.E. Benbruinesa,

ORCID: 0009—0008—5168—535X

Hanues WUnbst CepreeBud — Bpav-reHETHK MEIMATPUIECKOTO OTACICHUS BPOXK-
JIEHHBIX M HACJIEICTBEHHBIX 3a00JeBaHUi, 3aB. JlabopaTopueil KIMHUYECKOM

reHOMUKHN U OuonHbopMaTnkn HaydHO-KCCIenoBaTebecKoro KIMHIIECKOro
MHCTUTYTA MEeJAMaTPUU U IeTCKON Xupypruu uM. akagemuka O0.E. BenbTuiuesa,
ORCID: 0000—0002—4024—5171

BowuHoBa Bukropust FOpbeBHA — 1.M.H., 3aB. OTIENIOM KINMHUYECKON TEHETUKI
HayuyHo-1cce10BaTebckoro KIIMHUYECKOro MHCTUTYTA MEANaTPUU U JeTCKON
xupypruu uM. akagemuka FO.E. Bensruiesa, ORCID: 0000—0001—-8491—-0228
125412 Mocksa, yi. Tangomckas, 1. 2

POCCUVCKWIA BECTHUK MEPUHATOJIONN U MNEANATPUM, 2024; 69:(4)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2024; 69:(4)




xenukasbl-JAHK-cBsaspiBatonuit 6enok 5 (CHD — Chro-
modomain-Helicase-DNA binding), KOTOpbIii OTHOCUTCSI
K KOHCEPBATMBHOMY CEMEMCTBY OEJTKOB — PEMOIYIISITOPOB
xpomatuHa CHD [2]. Ten CHDS xapTupoBaH B permoHe
1p36.3, cocTout 13 42 3K30HOB, KOTOPhIE COOTBETCTBYIOT
cJenyommM 1oMeHaMm Oeka: N-KOHILEBOW JOMEH XelM-
Kasbl, aCCOLIMMPOBAHHOI ¢ XpoMogoMeHoM, — CHDNT
(4 n nHavanmo 3k30Ha 5), nBa PHD-momeHa HWHKOBBIX
nanblieB — plant homeodomain (3k30Hbl §—9 u 9—10),
nBa JIHK-cBsizpiBatoniyx xpomonmomeHa — Chdl u Chd2
(ak3oHbl 10 m 11-12), xenmmka3ueiii AT®-3aBUCUMBII
(ok30HbI 14—19), xenukasHblii C-KOHIIEBOW (9K30HBI
21—23), nBa KOHCEpBAaTMBHBIX TOMEHAa C HEU3BECTHOM
dynkueit DUF1087 (sk30oub1 25-26) 1 DUF1086
(27 — nauano sk30Ha 31) u C-koHueBoit nomeH B CHD-
MOMOOHBIX XeJMKa3, CBS3aHHBIX C XPOMOIOMEHAMU, —
CHDCT2 (ax30nbI 36—39) [3, 4]. Benok, KomupyeMbIit
CHDS5, sxcripeccupyeTcsl B HeiipoHaX TOJIOBHOTO U CITHH-
HOTO MO3ra, MO3)}euKa, HauuHasi ¢ 3MOPUOHAIBHOM
craguu pa3Butus. [Iporeun CHDS5 BxomuT B KOMIUIEKC
rucToHoBRIX AeanieTmiia3 NuRD (nucleosome remodel-
ing and deacetylation), HeoOxomuM I paHHel mudde-
PEHLIMPOBKY HEMPOHOB IIEHTPAIBHOW HEPBHON CHCTEMBbI
(ITHC), aBnsietcst oHKocympeccopoM [3, 5, 6]. CHike-
Hue skcnpeccun CHDS5 oOHapyKeHO B KJIETKAX 3JI0Kade-
CTBEHHBIX HOBOOOPA30BaHUI Pa3IMYHBIX JIOKAIM3AIINIA,
B YaCTHOCTH B KJIETKAX HEHPOOIACTOMBI €r0 3KCIPECCUsT
MUWHUMAaJIbHA WJIA OTCYTCTBYET [7].
l'arionenocrarouHocts reHa CHDS nipu cuHapome
neneriun 1p36 (OMIM: 607872) cBSI3BIBAIOT ¢ HATUIMEM
uHTesuekTyanbHoro aeduuurta [8, 9]. Ilpu sToM cuH-
JIpOMe TaKKe MOTYT ObITh pacilieinHa ryObl M Heba, y3Koe
BBICOKOE He0o, rumpornedanvss U BEeHTPUKYJIOMETAIUS,
HO cBs3b reHa CHDS5 ¢ 3TUMU MpPOSIBAEHUSIMU He OblLia
uccinenonana [9—11]. eTepo3uroTHbie BApUAHTHI B 3TOM
TeHe OIMKMCaHbl y TTAIIMEHTOB ¢ HapylIeHUeM UHTEJUIEKTY-
anpHOTO pa3BuTHs [lapeHTn—MwunaBO (OMIM: 619873).

KJINMHUYECKUE CJTYHAU

JInst  TIOCJIeTHEro XapaKTepHBI 3afepkKa pPedeBOTo
¥ MOTOPHOTO Pa3BUTHSI, TTOBeIEHUECKNE PaCcCTPOICTBA,
CHWXXEeHUE MHTEJJIEKTa, SITUIETICUST, MbIIIIEYHAsT TUTIOTO-
HUs, Hecreluduieckrue 0COOEHHOCTH JINIEBOTO (heHO-
TUIIA, B OTHOEJBHBIX CIy4Yasgx — KpaHHMOCHUHOCTO3 [1].
B cratwe 1. Parenti u coasr. [1] coobiiaercs o 16 manu-
eHTax, M 3TO eMWHCTBeHHasl TTyOJIMKALIWST, TTOCBSIIIEHHAST
9TOW MaTOJIOTUH.

Ilenb HacTosmIEl padoOTHI: aHATN3 (DEHOTHUTIA PEIKOTO
3a001eBaHUSI — CHHApPOMAa HapyIIeHUsT WHTEJUIEKTY-
ampbHOro pasBuths [lapeHTH—MMHBO, a TaKKe OLIEHKa
POJI COBpEMEHHBIX TeHETUUECKUX UCCIIeIOBAHUIM, TAKUX
KaK TTOJIJHOTEHOMHOE CEKBEHMPOBAHUE, B TPYIHBIX CITy-
Yyasx IMArHOCTUKU HACJIEACTBEHHBIX HapyIIeHUWN TICU-
XMUYECKOTO pa3BUTUs AeTeil. [IpencraBiaeHHBIN ciydaii
SIBJISIETCSl YHUKAJIbHBIM, OH CBSI3aH C HOBBIM T€TEPO3U-
TOTHBIM BapuaHTOM B reHe CHDS5 y neBoYKu C 3a1epxk-
KOM WHTEJJIEKTyaJlbHOTO pa3BUTHUS, IBUTATEIbHBIMU
U TIOBEICHYECKMMU HapYIIEHUSIMU, PACIIETIMHON TYOBI
u HeOa, rugpouedaareil U maToJoruei moyex.

Knunanyeckuii cmywaii. [IpobGannm A., neBouka 8 Jjer,
HabJTIoIaIach B OTACIEHUY BPOXKISHHBIX M HACITEACTBEH-
Hbix 3a0oneBanuit HUKHW nequatpum u neTckoi Xupyp-
ruu uMm. FO.E. Benbruinesa ¢ xanodamMu Ha 0COOEHHOCTH
BHEITHOCTH, 3aIepXKy pa3BUTHsI, WHTEJIEKTYaIbHYIO
HEOCTaTOYHOCTh, HapyIIeHUE peuyr, SMOIMOHATbHYIO
JTaOMJIbHOCTh, TIOBBIIIEHHYIO TPEBOXHOCTb, BO30YIM-
MOCTb, HapyllleHe MEJIKOI MOTOPUKH.

l'eneanoeuueckuiit anamues. Crapunii cube (puc. 1,
III. 1) crpamaer nmucnekcueii, aucrpadueii, Henudbe-
PEHLIMPOBAHHON MOUCIUIa3Uell COeTMHUTEbHOM TKaHU.
VY orua (puc. 1, I1.1) ecTb pr3HaKK aJIJIEPTONAaTOIOTUMN.

Anamnes ncusznu. bpak HeponcTBeHHBINM. HacTostmas
6GepeMEeHHOCTb BTOpasi ¢ HeOJArONMPUSITHBIM TeYeHHEM.
'V Matepu ObLT reCTallMOHHBIN caXapHbBIi I1a0eT, B CBI3U
C YeM moJtydasa Iipenapatsl nHcyanHa. Ha 22-it Henmene
GepeMEHHOCTU TIpU  YIbTPA3BYKOBOM MCCIIEIOBaHUU

I
1 2 4
II
I 3 4
111

Y

Puc. 1. PonocioBHast 1eBOYKH A.
Fig. 1. Family tree.
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Kydakaesa A.A. u coaem. AyroCOMHO-TOMUHAHTHOE HAPYILIEHHME HHTEJIEKTYaTbHOTO pa3BuTHst [apeHTH—MUHbO: ClTyyail, CBA3aHHBIN ¢ HOBHIM BAPUAHTOM. ..

Tutoa OblIa BhISIBJIEHA pacllieinHa HeOa, a ¢ 33-i1 Henenu
OoOHapy:XeHbl MPU3HAKU MHOroBomus. JleBouka pomu-
Jlach Ha 36-11 Helesle eCTeCTBEHHBIM ITyTeM, IO IITKaje
Arrap cocTostHUe OBITIO OlleHeHO Ha 7/7 6ammoB. Macca
TeJsa npu poxneHuu cocrapuia 2970 r, piHa — 48 cm.

JeBouka pa3BUBANaCh C 3aJEePXKKON CTAaHOBJICHUS
MOTOPHBIX W TICMXOpeYeBBbIX HaBBIKOB. C 4-To Mecs-
IIEB CTajla CaMOCTOSITEIbHO YAEPXKWUBATh TOJIOBY, celia
B 10 Mec, momuuia B 22 Mmec, TiepBbIe CJIOBa TPOM3HECa
B 12 mec, HO B 14 Mec mpom3oluia KpaTKOBpeMeHHasl
yTpara pe4eBOro HaBbIKa TOCIIe OTIePAIliN YBYIOIIATaTo-
rutactTuku. B 24 Mec nosiBuiiach ¢pazoBast peyb.

Annepeonoeuneckuil anamues: IpU NMpUeMe IMleposa
U TIPO3epUHA OTMEUATUCh BBICHITIAHUS 10 TUITY KpaIrTiB-
HUIIBI, HA CTyTepOH — oTekK KBUHKe.

Anamues 3aboneeanus. TlepBble NMpu3HakKu 3abosie-
BaHUs BBISIBJICHBI €llle TIPU IJIAHOBOM O0OCIIeIOBaHUU
BO BpeMsi OEpeMEHHOCTH, a TIPM OCMOTPE B POIWIIb-
HOM 3ajie TTONTBEPAIOCh HaJW4Me CKBO3HOW paciie-
JINHBI BepXHE TyObl, aTbBEOJIIPHOTO OTPOCTKA BEpXHEN
yeaocTh U Heba cieBa. Ha 4-e cyTku Xu3Hu peOeHKa
pa3BWiach ITHEBMOHWSI, KOTOpas COIPOBOXKIAIACH
aIrmtHOd?, JIBIXaTeIbHOW HEeZOCTaTOYHOCThIO 1—2-1 cTe-
MeHU, HeOHaTaJbHBIMU cymoporamu. [IeBouke MpOBO-

MUTach WCKYCCTBEHHAs BEHTWISAILIMS JIETKUX B Tede-
Hue 14 nueit. Kpome Toro, maiueHTKa HaOoganach
110 24-X CYTOK KWU3HU B OTIEJICHUY ITaTOJIOTUN HOBOPOXK-
NEHHBIX C TUIOKCUYECKU-TEeMOpPParnIecKuM Iopaxke-
HueM L[IHC, BHYTpMXETyIOUKOBBIM KPOBOU3IUSIHUEM
2-#1 cTenieHU, OOIIMM OTEYHBIM CHHIPOMOM, Kedasore-
MaToOMOW TeMEHHOI 00J1acTu cripaBa u cieBa. B ponuib-
HOM JOMe ObUl OmpeaejeH HOPMAJbHbINA KEHCKUIA
kapuotut 46,XX. B 4 rona mepeHec1a UMMYHHYIO TPOM-
OOLIMTONEHUYECKYIO MyPITypy.

Pezyarvmamer  panee  nposedennvix  uccaedogaruil.
B 2 roma mo maHHBIM YJIBTPa3ByKOBOTO MCCENOBAHMS
noyek y pebeHka BbisIBJIeH HedpoKaabluHO3. B 2 roga
6 Mec BBITIOTHEHA MAaTHUTHO-PE30HAHCHAsT TOMOTpadbust
TOJJOBHOTO MO3ra, MO pe3yjbTaTaM KOTOPOW BU3yalu-
3UpOBaHbl apaxHOUIadbHAasE KUCTa BUCOYHOI oOnactu
U yMEpeHHasl BHYTPEHHsIs1 cooduiaroniasicsi ruapoueda-
Just. Yepes roa mpu MOBTOPHOU MAarHUTHO-PE30HAHCHOM
TOoMOrpaduu rojIOBHOTO MO3ra OTMETWIUA MEPUBEHTPU-
KYJISIDHYIO JICHKOMAJISIIIAIO € TIEPUBEHTPUKYIISIPHBIM
JIMO30M, TUIMOIUIa3uell MepeaHUX OTIEJIOB JIOOHBIX
U BUCOYHBIX J10J1€#1, MO30JMCTOTO TeJla, YePBsI MO3KeuKa,
BEHTPUKYJOMETAINI0, KOPKOBYIO nucruiazuio. B 5 jer
00HapyXeHBl MarHUTHO-PE30HAHCHBIC TIPU3HAKY BBIpa-

Puc. 2. OcobdenHoctu jmnesoro (peHoruna (a) u te-
Jocioxenus (0) npodana.

a — IIy0OKO pacmoJioKeHHbIe IJia3a, TUMOILIA3US
Cpe/iHell 9acT JINNA, MPUILTIOCHYTHIH KOHYMK HOCA,
MIMPOKAs MEPEeHOCHIIA, HeIOPA3BUTHE BEPXHEil 4eo-
cTH; 0 — oOpamaeTr BHUMAaHHEe YCHJIEHHbI MOSACHHY-
HBIii JI0P03.

Fig. 2 Facial phenotype features (a) and features
of proband’s body build (b) of proband.

f — deep set eyes, flat midface, depressed nasal tip,
broad nasal bridge, hypoplastic maxilla; b — an exag-
gerated lumbar lordosis.
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>KeHHOM BHyTpeHHel ruapoiiedanuu. B 3 roga npu snek-
TposHILedarorpaguu B COCTOSTHUM CHA BITEPBhIE 3aperi-
CTPUPOBAJIN SMUIETTU(GOPMHYIO aKTUBHOCTh, KOTOpast
He BBISIBUJIACh TIPU MTOBTOPHOM HcciienoBanuu. [1pu aHa-
JIN3e CYXUX TIATEH KPOBU METOAOM TaHAEMHONM Macc-
CMEKTPOMETPUU ObLITU UCKITIOYEHBI 00JIE3HN OOMEHa.

Jlannvie ocmompa. ®Pusmyeckoe pa3BUTHE pebGeHKa
ObIJIO OLIEHEHO KaK cpeaHee, TMCTapMOHUYHOE 3a CYET
M30bITKa Macchl. Macca Tena 32 KT, 4TO COOTBETCTBOBAJIO
90—97%, npu pocte 126 cm (50—75%). OKpYXHOCTh
TOJIOBBI ObLTa 56 cM (>97%).

YV pebenka oOHapyKeHbI YePEITHO-JIMLIEBBIC TUCMOP-
¢um (puc. 2, a), Takue Kak Makpouedanus, TIyooKo pac-
MOJIOKEHHBIE TJla3a, TUIIOTUIa3us CpeIHel JacTH JIula,
MPUTUTIOCHYTBI KOHYMK HOCa, IIMpOKas MepeHOoCHula,
BBICOKOE He0O, HeTOpa3BUTHE BEPXHEM YETIOCTH, CKOP-
PEKTUpPOBaHHAsl pacllleJIMHa MSATKOTO M TBEPIOro Heba,
pacuiennHa BepxHeil Tyonl. O0palaii BHUMaHKE TTIOBBI-
IIeHHas TOABMXXHOCTh CYCTaBOB (6 0a/UTOB TO IIKae
Beiitona), BambrycHast nechopMalivisi HIDKHUX KOHEYHO-
CTel, TIOCKO-3KBUHYCHO-BAJIBIYCHBIE YCTAHOBKM CTOII,
MPaBOCTOPOHHUM CKOJIMO3 U YCWJIEHHBINA TTOSICHUYHBIN
Jiopno3s (puc. 2, 0).

He BbISIBJIEHO MATOJIOTUM OPTaHOB JBIXaHUSI, TTUIIE-
BapeHMsI, MOYEBBIAICJICHMSI, CITyXa U 3pEHHUSI.

B HeBpoJjormyeckoM craTyce OTMEUYaJucCh CHUXKEH-
HBII TOHYC MBIIIL, HApYIIEHWe TTOXOAKHU IO TUITY aTaK-
CMYECKOI C pacHIMpeHHON 0a30i, Hapy»XKHOW poTaluei
Genep, TOPCUOHHBIMU [BWXKEHUSAMU Taza. B MOMeHT
OCMOTpa OTMeuYeHO oOIee HemopasBuTue peum Il cre-
TeHU, COMPOBOXKIAOIIEeCs PUHOJIANINEN W AUCIEKCUEH.
JleBouKka roBopuiia (paszamMu, HO pedyb OblJIa HACHIIIeHA
arpaMMaTU3MaMM, TPOCIEXUBAINCH  TepceBepalun
1 3aTyXaHWe K KOHITY BbICKa3bIBaHUSI.

Hannvte uccaedosanuii. Ilpym nabopaTopHOIl TMarHo-
CTUKE KIMHWYECKW 3HAUYMMble OTKJIOHEHUS He OOHa-
pykeHbl. Ha amekTpokapamorpamMme perucTpupoBaics
CUHYCOBBIN PETYISIPHBIA PUTM C YaCTOTOM CEPACUYHBIX
cokpanieHuii 90—98 yn/MuH, BepTUKaIbHOE TTOJIOXEHNE
3JIEKTPUYECKON OCH Ceplilia, CUHAPOM PaHHE peroJs-
pusauum keaynodkos. [Tpy yabTpa3ByKOBOM MCCIIeIOBA-
HUU OPraHOB OPIOIIHOM TOJOCTH W TIOYEK OTpeaeIeHbI
yBEeJIMUEHNE pa3MepOB M OYaroBble M3MEHEHMS TIeYeHU,
nuddy3HbIe U3MEHEHUS TTOKETyTI0YHOMN XKeJle3bl, TTpr-
3HAKU TTAaTOJIOTHH TTOYEK B BUIE YTOJIIIECHUS TTAPEHXUMBI
U CUMINTOMA «OeTbIX TTUPAMUIOK», B CBA3U C YeM TIpeI-
MOJIOKEHO HAJTMIUe METKUX KaJbLIMHATOB B TTAPEHXUME.
Kpowme Toro, o6HapykeHa B3BeCh B MOYEBOM ITy3bIpe.

JlomosHUTEIbHO peOeHKY TIPOBEACHBl PEHTIEHO-
rpadus KOJIEHHBIX CYCTaBOB M KHUCTEW PYK C 3aXBaTOM
KOCTe TIpeAruieunii, IEHCUTOMETPUS TOSICHUYHOTO
OTJieJla TIO3BOHOYHMKA M BCETO Tejia, 3JIEKTpOodHIeda-
Jorpacust 60apPCTBOBAHUSI, Pe3yIbTaThl KOTOPHIX OBLIU
B TIIpeJieiaX BO3PAaCTHOM HOPMBI.

C [enplo YTOYHEHUs] TEeHETUYECKOTO HMarHo3a
BBITIOJTHEH XPOMOCOMHBI MMKPOMATPUUYHBINA aHaJIN3,
IO pe3yJbTaTaM KOTOPOTO BBISIBIEHa MUKPOIYTIIMKA-

KJINMHUYECKUE CJTYHAU

must Xq27.3 pasmepoMm 8 250 map HyKiIeoTHOIOB (I1.H.)
¢ TeHoMHO# nokanu3auueit 147 020 287—147 028 536.
YkazaHHas 1iepectpoiika 3atponysyia reH FMRI (OMIM:
309550), BapuauMu MOCJIEIOBATEILHOCTH KOTOPOTO
accoUMUpPOBaHbl ¢ X-CHEMJIEHHBIMU 3a00JI€BAHUSIMU:
fragile X syndrome (OMIM: 300624), fragile X tremor/
ataxia syndrome (OMIM: 300623), premature ovarian
failure 1 (OMIM: 311360).

IMpuHUMas BO BHUMaHKWe HECOOTBETCTBUE T€HOTHUITA
mpobaHma ero (PeHOTHUITy, TeHETUUECKOe WCCIenIoBaHUE
MPONOJKUIN METOIOM MOJHOT€HOMHOTO CEeKBEHUPOBA-
Hus. B xome aHanmm3a oOHapyxXeH paHee He OIMCAHHBIN
B JIUTEepaType BapWaHT HYKJICOTHTHOUN TOCTIeTOBATEb-
HocTh €.4562A>C B TeTepO3UTOTHOM COCTOSTHUM, TIPU-
BOMSIIIMI K aMMHOKUCJIOTHON 3ameHe p.Argl521Thr
B ak30He 31 rena CHD5. M3BecTHO, YTO TaTOTeHHbIC
BapuaHThl B reHe CHDJ5 mpuBOmsT K pa3BUTUIO ayTO-
COMHO-TOMUHAHTHOTO CUHAPOMA HapYIIeHUs pa3BUTUS
HepBHOU cuctembl [TapeHTu—Munb0 (OMIM: 619873).
B 6aze naHHbBIX MONMYASAIIMOHHBIX YacTOT gnomAD v3.1.1
JMAHHBIN BapyuaHT HE BCTPEYAJICS, pacIioyiarajics B TOJy-
koHcepBaTuBHOM caiite (GERP++). Pan kommbio-
tepHbix anroputMoB (CADD, FATHMM, SIFT, LRT,
MetaSVM, MutationTaster, PROVEAN, Polyphen) npo-
THO3MPOBAJ TMaTOTeHHOE BIUSHUE 3TOW IMepecTPOUKU
Ha Oesiok. [Ipu aHanu3e cerperalilu METOJOM CEKBEHU-
poBaHus 1o CaHrepy OBIT JOKa3aH de novo CTaTyC BBISIB-
JICHHOTO BapuaHTa.

OOcyxaeHue

KimHnueckast KapThuHa MpobaHaa COOTBETCTBOBAIA
CUHIPOMY HapyIIeHWs pa3BUTUS HEPBHOW CUCTEMBI
IMapenTu—Munbo (OMIM: 619873), HO BKIIOYaNa
HEKOTOpbIe paHee He OINMUCAHHbIE OCOOEHHOCTHU: pac-
IeJIMHY TyObl M HebOa, BHYTPEHHIOI TuUIpoledainio,
He(hpOKATbLIMHO3. BBIABIEHHBIH METOIOM  ITOJHO-
TEHOMHOTO CEKBEHMpPOBaHUS BapuaHT ¢.4562A>C
(p.Argl1521Thr) B sk30He 31 rena CHDS5 umeer cratyc
de novo. Cnenyer OoTMETUTh, YTO 3Ta 3aMeHa JIOKAJIN30-
BaHa B KoHcepBatuBHOM noMeHe DUF1086. B sk3oHe
31 rena CHDS5 y ommcaHHBIX B Hay4yHOH JIMTEpaType
MaIMeHTOB TIePECTPONKIN BBHISIBIIEHBI He OBbLIN, OTHAKO
eCcTh JBa Clyvas ¢ MUCCEHC-BapMaHTaMHM B (DYHKIIO-
HanmbHOM nomeHe DUF1086, kiauHWdYecKue TposiBIie-
HUST TIPY DTOM YaCTUYHO HATNIOMUHAIU (PEHOTHUIT TPO-
b6anna [1]. Pacmenuna ryobl 1 Heba paHee He oIucaHa
y 6osibHBIX ¢ BapuaHTamu B reHe CHDJ5, HO ecTb ucce-
JMOBaHMe, TOKa3bIBalolllee BaXXHYIO POJb JaHHOTO TeHa
B Pa3BUTUU YEPEITHOIUIIEBOI 001aCTH BO BpeMsl SMOPU-
oreHesa y priook Danio rerio [12]. BT naHHbBIE TTO3BO-
JIWJIA HaM paccMaTpuBaThb OOHApyKEHHBIM y pebeHKa
TreHeTUYECKUII BApUAHT KaK MIPUINHY 3a00JIeBaHUS.

Yto KacaeTcsl BBISIBICHHON paHee MUKPOMYTUIMKA-
muu Xq27.3, ee KIMHUYECKasi 3HAYMMOCTb CTaBUJIACh
MO, COMHEHWE U HEe MOATBEPAWIACH MPU COMOCTABJIE-
HUU (heHOTHUTITa TTpobGaHIa ¢ ONTMCaHUEM IPYTUX OOTbHBIX.
ITo uMeroImMMCcsT TaHHBIM JIUTEPATYPhl, MUKPOIYTIITNKA-
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Kyodakaesa A.A. u coaem. AyTrocOMHO-TOMUHAHTHOE HAPYIIEHNE MHTEJUIEKTYAIbHOTO pasBuThs [TapeHTH—MUHBO: Cilyyaii, CBSI3aHHBIA ¢ HOBBIM BADUAHTOM...

1y reHa FMRI y nuii )KeHCKOTO ToJia UMEIOT pa3Mephbl
okosio 300 ThIC. M.H. M XapaKTepU3YIOTCS 3aJep>KKOM
TICUXOPEYEeBOTO PA3BUTHUSI OT YMEPEHHOM 0 TITyOOKOM
CTETIEHU, TPYIHOCTSIMU NP 00YIEeHUH, ayTUCTUIECKUMU
OCOOEHHOCTSIMU TIOBEEHMSI, STUJIETICUEl W HecHell-
npudyeckumMu qrucmopdusimu auua [ 13].

ITockonbKy akTMBHO 0Ocyxkmaetcss ponb reHa CHDS
B pa3BUTUM HOBOOOPA30BaHWI, MOXHO TMPEATIOIOXUTH
MOBBIIIEHHBIM PUCK BO3HUKHOBEHMST 3JI0KAYeCTBEH-
HBIX OITyXOJIeM pa3WYHBIX JOKaJu3aluil y TpodaHma,
YTO 3aCTaBJISIET PEKOMEHI0BaTh TMHAMUYECKOE HabJTIo-
JIeHUe OHKOJIOTOM W TIpOBeJAcHUE MPOMUIAKTHUECKUX
Meponpusituit [7].

3akntovyeHune

Takum oOpa3oM, HapyllleHUe WHTEUIEKTYaJbHOTO
pazButust IlapeHTu—MwuHBO y pebOeHKa, CBsI3aHHOE
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MpHuoroJiokychble Hapymenust umnpunTudra (MLID) — moseky sipubiii moaTun 0oJie3Heil reHOMHOr0 UMIPHHTHHIA, XapaKTepH-
3YIOIMIACS MHOXKECTBEHHBIMU AHOMAJIMAMYI METHIMPOBAHUSI UMIPUHTHPOBAHHBIX PAllOHOB U FeHOB B COBOKYIMHOCTH € MOJMMOP(-
HbIMH KJIMHHYECKUMH NMPOSBICHNAMH, BKIIOYAIOIMMH NepeceKaomuecs ¢peHoOTUNHIecKre NPU3HAKH OTIeJbHBbIX 00J1e3Heli reHOM-
Horo umnpunTuHra. [Ipmuunavmu MLID ciayxat MyTanuu B reHax, KOXMPYIOIMX OOLMTAPHbIE U 3UrOTHYECKUE (DAKTOPBI PA3BUTHUS
3MOPHOHA, YTO YBEJIMYMBAET PUCK MOBTOPHOTO AETOPOKAEHHS JeTeii ¢ 00Je3HAMH FeéHOMHOTO MMIIPUHTHHIA Y MaTepeil — HOCH-
TeJIbHUIL TAKUX MyTanuii. B cBA3M ¢ HE0OX0JUMOCTHIO MOHUMAHUS TOYHOTO PUCKA Il IOBTOPHOTO JIETOPOXKIEHHS LeJieco000pasHo
npoBoauTh qUarHocTUKy Ha MLID y nanueHToB ¢ HeoAHO3HAYHBIM ()EHOTHIIOM M OTPHIATEHHBIM PE3yJbTATOM HCCJIETOBAHMUIA
Ha OTJeJIbHbIe 00J1e3HH FeHOMHOTO UMIIPHHTHHTA C MOCJIeYIOIUM MOucKoM MyTanmii B MLID-accounupoBaHHbIX reHax.

eab — onucaHue KJIMHUKO-3MUIeHETHYECKUX XapakTepucTuK nanuenta ¢ MLID. [Ipeacrasien KiInHu4YecKuii ciaydaid KoMopou-
HOTO MALMeHTa B Bo3pacte 12 jieT ¢ yCTAHOBJIEHHBIM METOAOM METHTYYBCTBHTEIbHON MYJIbTHILIEKCHOH JIMTa303aBUCHMO aMILIH-
¢ukamun 3on108 (MU-MLPA) mMonekyasipHo-renerunyeckum auariozom MLID. Ocobennocti heHOTHNA MANMEHTA MO3BOJSIOT
MPOJEMOHCTPHPOBATH BJIMSHUE THNOMETHIMPOBAHNS HECKOJIbKUX AndepeHnnaibHo MEeTHIMPOBAHHBIX PETMOHOB MMIPUHTHPO-
BAHHBIX TeHOB Ha ¢hopMupoBaHue MoauMMopdHoro deHOTHNA, BKIIOYAIOLIETO NepeceKarouecs NPU3HAKH OTAEJIbHbIX 0ose3Heil
TeHOMHOI0 UMIPUHTHHTA, U OLUEHUTh TPYIHOCTh MOCTAHOBKU OJHO3HAYHOrO KJIMHUYECKOTO JUArHO3a JaHHOMY nauueHty. Buipa-
JKeHHBIHl KIMHUYECKHil momMopdu3M, OTpULATebHbIE Pe3yIbTAThl MPOBEJEHHBIX PaHee MOJEKYJISIPHO-TeHeTHYECKHX HCCIIeno-
BaHMil HA OTJe/bHbIE ()OPMBI 0OJIe3Hel FeHOMHOro UMIPUHTHHIA NMO3BOJISIIOT paccMaTpuBaTh uccienosanne na MLID kak tect
TIepPBOii JIMHUH /LIS IMATHOCTHKM aHOMAMii MeTrupoBanust ipu MLID u 6oJie3Heit reHOMHOro MMIPUHTHHTA.

Karouesnie caosa: demu, 601e3HU 2eHOMHORO UMNPUHMUHA, MHOCONOKYCHbIE HAPYUIeHUs uMnpunmunea, memuauposanue, M4-MLPA.

Ansa umtuposanus: lNaHyeHko E.I"., Bactokosa O.B., Okopokos [1.J1., KonbitnHa 4.A., CuruH B.O., CtpensHukoB B.B., 3anetaes [.B. KnvuHn-
4eCcKuii c/y4ari MHOroJ10KYCHOIO HapyLueHust UMAPUHTUHIa: nepsBoe onvcaHue B Poccurickoi ®enepaumn. Poc BECTH nepuHaTon v neamarp
2024; 69:(4): 90-96. DOI: 10.21508/1027-4065-2024-69-4-90-96

Multilocus imprinting disturbances (MLID) is a molecular subtype of imprinting disorders (IDs), in which multiple methylation
abnormalities of imprinted regions and genes are observed in combination with polymorphic clinical manifestations, including overlap-
ping phenotypic features of individual imprinting disorders. The causes of MLID are mutations in genes encoding oocyte and zygotic
factors of embryo development, which increases the risk of recurrent birth of children with imprinting disorders in mothers carrying
such mutations. Due to the need to understand the exact risk for repeated childbirth, it is advisable to diagnose MLID in patients
with an ambiguous phenotype and a negative result of studies on individual imprinting disorders, followed by a search for mutations
in MLID-associated genes. The purpose of the work is to describe the clinical and epigenetic characteristics of a patient with MLID.
A clinical case of a comorbid patient aged 12 years with an established molecular genetic diagnosis of MLID by the method of meth-
ylation-specific multiplex ligation-dependent probe amplification (MS-MLPA) is presented. The features of the patient’s phenotype
allow us to demonstrate the effect of hypomethylation of several differentially methylated regions of imprinted genes on the formation
of a polymorphic phenotype, including overlapping signs of individual imprinting disorders, and to assess the difficulty of making an
unambiguous clinical diagnosis for this patient. Pronounced clinical polymorphism, negative results of previously conducted molec-
ular genetic studies on certain forms of imprinting disorders allow us to consider the MLID study as a first-line test for the diagnosis
of methylation abnormalities in MLID and imprinting disorders.

Key words: children, imprinting disorders, multilocus imprinting disturbances, methylation, MS-MLPA.
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Ianuenko E.T. u coaem. KIMHIYECKUIA CIlydaii MHOTOJIOKYCHOTO HapyIeH!s IMIIPMHTHHTA: TIepBoe ornucaHue B Poccuiickoit ®eneparmu

HOTOJIOKYCHBIE HapylIeHUs UMITIPUHTUHTA

(MLID) — cocTosiHue, mpu KOTOpPOM HaOI0-
JAIOTCSI MHOXECTBEHHbIE aHOMAaJIMM METUJIMPOBAHUS
UMIIPUHTHUPOBAHHBIX paiioHOB U TeHoB [1]. KnuHuue-
ckue npusHaku MLID BkmiouaroT HapyiieHUsT pusnde-
CKOTO0, TICUXOPEYEeBOTr0, MOTOPHOTO Pa3BUTHSI B COBOKYTI-
HOCTM C pa3IMYHbIMU 3HIOKPUHHBIMU 3a00JIeBAaHUSIMU
U TIpU3HaKaMMu aucMopdoreHesa, IPOSIBISIIOIIMMUCS
MaJIbIMU  aHOMAaJIUSIMM U BPOXICHHBIMU TTOPOKaAMU
pa3BUTHS. DnureHeTnyeckue xapakrepuctuku MLID
MpEearojaraloT aHOMaJIMU METWIMPOBAHUSI HECKOJb-
kux auddepeHIIalIbHO METUIMPOBAHHBIX PETMOHOB
UMIIPUHTHPOBAHHBIX TEHOB, B OTJIMYME OT KJlaccuye-
CKMX 00JIe3HEei TeHOMHOTO UMITPUHTUHTA, TIPU KOTOPBIX
IIMAarHOCTUPYIOTCSI aHOMAJIMU METUJIMPOBAaHUS B TIpene-
nax nauddepeHInaTbHO METWIMPOBAHHBIX PErMOHOB,
U3MEHEHUsI KOTOPOTO XapaKTepHbl [JIsi KOHKPETHOM
00JIe3HU TEHOMHOTO UMIIPUHTHHTA. ['eHeTuUecKue rmpu-
yuHbl MLID — naToreHHble BapuaHThl B reHax NLRP2,
NLRP5, NLRP7, KHDC3L, OOEP, PADI6, TLE®,
UHRFI1, ZFP57, ARID4A, ZARI, ZNF445, TRIM2S,
KOTOpbIE CJIy>KaT MPUYMHAMU BTOPUYHBIX SIUMYTAIUM,
BIMSIIONIMMU Ha O€JIKU, BOBJICUEHHBICE B MMIIPUHTUHT
y paHHero smOpuoHa. Yaie oHU TIPUBOAST K HEBO3-
MOXHOCTM  TIOIJIepKaHUsI ~ YCTAHOBJIIGHHBIX  METOK
UMIIPUHTAHTA W TUTMIOMETUJIMPOBAHUIO HECKOJIbKUX
nuddepeHInaIbHO METUTMPOBAHHBIX PerMOHOB |2, 3].
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TTonmuMopdusM KIMHUYECKUX TIPOSIBJICHUI, 4YacThbIi
MO3aMuIIM3M SMUTEHETUYECKUX U3MEHEHU, HEI0CTaTOY-
Hasl OCBEIOMJIEHHOCTb Bpaueili 1 0OCOOEHHOCTH MOJIEKY-
JIIPHO-TEHETUYECKON JMAarHOCTUKM CIIYKAaT MPUYMHOMN
HeusdydyeHHoI yactotsl MLID B momynsiunn.

KnuHuyeckunin cnyyan

TMamuent M. moctymmun B THIL ®T'BY HMMUII sHm0-
kpuHosmorun M3 P® B Bospacte 12 jeT ¢ kamobaMu
Ha BbIpaXkeHHOE OKMPEHUE U OTCYTCTBUE (Ppa30BOil peun.

W3 aHamHe3a W3BECTHO, YTO MaJlbYUK POIUIICS
OT BTOpOIl OepemMeHHOCTH (rmepBas OepeMEeHHOCTb —
cectpa, 22 roga, COMaTUYECKM 310pOBa), MPOTeKaBIIEH
Ha doHe PeToImaleHTapHON HeJOCTaATOYHOCTH, BTOPBIX
OIepaTUBHBIX poNOB Ha 37-i Hemene rectauuu. Macca
tena mpu poxaeHun 1960 r (SDS 2,6), mmHa Tena 47 cMm
(SDS 0,78), onienka 1o mkae Arnrap 5/6 6amioB. C pox-
JNEHWs HaXOMWJICS Ha MCKYCCTBEHHOM BCKapMIIMBaHWU
BCIIEICTBHE €1abOTO cOcaTeIbHOTO pediekca, MpU 3TOM
nuddy3Has MBIIIeUHas TUTIOTOHKWS He BBIABIeHa. bpak
HEepOICTBEHHBIN. PomuTenn maipunka CpeIHero pocTa:
poct otua 172 cMm, poct marepu 160 cm. HacnencrBeH-
HBI aHAMHE3 OTITOIIEH TT0 OXXWPEHUIO TI0 TUHUH OTIIA.

C mnepBOro roma >XWU3HU BBISBISTIACH M30LITOYHAS
Macca Tejla TPOTPECCUPYIOIIETO XapakTepa Ha (oHe
noaudaruy, 3aaepXKA TICUXOMOTOPHOTO Pa3BUTHS,
HO XOPOIINX TEMITOB pocTa. B Bo3pacre 2,5 roma Bpauom-
TEHETUKOM TMpeArnojioxXeH cuHapoMm IIpagepa—Bumm.
T'eHeTHUECKOE MCCIEMOBAHME C TTOMOIIIBIO JIOKYC-CITeIN -
duunbix [JHK-30H10B nenenun B permone 15ql11.2q24
He ompenenuyio. PebeHOK TepeHec ageHOTOMMIO B BO3-
pacrte 5 net. C 8-jeTHer0 Bo3pacTa HaOIIOOAI0Ch BhIpa-
>KeHHoOe Tybapxe.

HaGmionasncss HeBpoJIOTOM B CBSI3M € 3a/epKKOM
TMCUXOPEUYEeBOTO PA3BUTHSI, HapylIeHWEM WHTEJUIeKTa.
OdraabMoaoroM MUAaTHOCTUPOBAHbI cxoasueecs
COIPYKECTBEHHOE KOCOTIJIa3ue, TUIEPMETPOIUs Clia-
6ot cremenu OU. Opromnenom BbIsiBIeHa X-00pa3Hast
nedopmaliisl HUKHUX KOHEYHOCTE. DHIOKPUHOJIO-
TOM YCTAaHOBJEHO KOHCTUTYLHWOHAJIBbHO-3K30T€HHOE
oxupenue. B Bospacte 10 et y maumeHTa oOHapyKeH
CYOKJIMHWYECKUI TUTTOTUPEO3, HayaTa Teparusl JIEBOTU -
POKCMHOM HaTpusl. BBumy Halmudusi OXUpPEHUSI C paH-
HUM JIeOI0TOM, TIPEKAEBPEMEHHOTO TMOJIOBOTO Pa3BUTHUS
W CHIDKEHHOTO WHTEJUIEKTa TIPEANONOXKEeH CUHIPOM
Temmn. WccnemoBaHuUsT OTHOPOIMTEIBLCKON ITUCOMUI
Mo XpoMocoMme 14 U Ipyrux MUKPOAETCHMOHHBIX CHH-
JIPOMOB METOIOM XPOMOCOMHOTO MUKPOMATPUIHOTO
aHaJ3a TaKOBBIX HE BBISIBUIIO.

B xknmuHuKe pedbeHOK BriepBhIe 00C/IeIOBaH B BO3pacTe
12 7eT 1o MOBOAY BBIPAXXEHHOTO OXUPEHUS UM OTCYT-
CTBMSI DKCIIPECCUBHOI peun. [Ipm ocMoTpe pocT cocra-
B 150,7 cm (SDS pocra 0,46), macca tena 71 xr (SDS
nHIeKca Macchbl Tena 3,14). OTMedeHBI aKaHTO3 IIOM-
MBIIIEYHBIX BMAAWH, W30BITOYHOE pa3BUTUE TOIKOXK-
HOU XXUPOBOI KJIETIATKU, pacIipeaeIeHHON Mo abqoMu-
HaJIbHOMY THITY, aKPOMUKPUSI, BaJbrycHasl nepopmarius
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HWDKHUX KOHEYHOCTel, HeycToiunBas moxonka. IToso-
BBI€ OpraHbl ObUTA CPOPMUPOBAHBI MPABUIBHO, TIO MY3K-
CKOMY THWITY, TECTMKYJbI pACITOJOXEHBI B MOIIOHKE
(d=s=8 ml). ITonoBoe pazButue coorsercTBoBaso Il cra-
nuu ryoeprata 1o Tanuep (G 2, P 2). B qruueBom eHo-
TUTIE UMEJINCh CTPaObU3M, TUTIEPTEIOPU3M TJIa3, «Tpey-
TOJIbHOE» JIULIO.

Ilo pesynbraTam oOciiemoBaHUs Yy TallieHTa KOH-
CTaTUPOBAHO OXWpeHWe 3-i CTEMeHW, OCIOXHEH-
HOe caxapHbIM auabeToM 2-TO THTMa, AUCIUIUAEMUEH,
HEaJIKOTOJIbHOM KMPOBOU OOJIE3HBIO MEYeHW B CTaIUU
cTeaTorernaTMTa HU3KOM CTereHn akTuBHOcTH. Habmo-
Jajach KOMITEHCAIMs TUITOTMpeo3a Ha (hoHe Teparuu
JIEBOTUPOKCHMHOM HaTpusl. Pe3ynbTaThl J1aGOpaTOPHBIX
U WHCTPYMEHTAJIbHBIX MCCIIENOBAHUI MallMeHTa TIpei-
CTaBJIeHbl B TaOiMle. 3aperucTpupoBaHO TTOBBIILICHNE
YPOBHSI TNIMKMPOBAHHOTO TeMOIJIOOMHA, OOIIEro XoJe-
CTepuHa, TPUNIMIEPUIOB, aJaHUHAMUHOTpaHChepassbl,
WHCYJIMHA HATOIIaK WM TJIIOKO3bI B paMKax Iepopasib-
HOTO TTIOKO30TOJIEPAHTHOTO TeCTa HaTOIIaK, CITycTs 60
n 120 muH. OcTajnbHBIe TOKa3aTeJn ObUIM B IIpeaesaax
pedepeHCHBIX 3HayeHUi. JIaHHBIX, MOATBEPKIAIOIINX
MMaTOJIOTUIO HAOIMOYeYHUKOB, Oe(PEKThl CTEPOMIOTE-

KJINMHUYECKUE CJTYHAU

He3a, He BBISIBIEHO. AHTHUTEIA K TJyTaMaTaeKapOoOKCH-
naze (GADA), ocTpOBKOBBIM KJIETKaM MOKETYI0YHOMN
xkenesbl (ICA), Tuposundocdarasze (IA-2A), TpaHcop-
Tepy unHKa (ZnT8A) He ornpenensiinuch.

ITo pe3ynbraTam MPOBEACHHBIX UCCIEIOBaHUIT yCTa-
HOBJIEH CJIEAYIOIIMIA OMarHo3: «ocHoBHOI: [E66.8]
oxupenue (SDS unnmexkca maccol Tena +3,14), cuHapo-
ManbHas ¢dopma. OCJIOXHEHMSI OCHOBHOTO JIMarHo3a:
caxapHbIii TrabeT BIiEpBbie BBIABICHHBIN. MHCYIMHO-
pe3ncTeHTHOCTh. HeankoronbHas XupoBast 00JIe3Hb
MEeYeHNW: CTeaTOrenaTUT HU3KOW CTENeHW aKTUBHOCTH.
HMucmuriaemusi. COMyTCTBYIONIWIA: WHTEJIEKTyabHast
HEeOCTaTOYHOCTh. BTOPMYHBI TUITOTUPEO3».

C ydJeToM paHHEro aHaMHe3a OXKUPEHUs C JeOI0TOM
caxapHoro nuabera 2-ro Tamna B Bo3pacte 12 jiet, HaJu-
YYsI MaJTbIX aHOMAaJIU pa3BUTHSI, 3alePKKU TICUXOpeye-
BOTO M MOTOPHOTO pa3BUTHUSI B aHaMHe3e, WHTEJUIEKTY-
aJTbHOM HEIOCTAaTOYHOCTH, HU3KOPOCIOCTH (3aKPBIThIE
«30HBI POCTa» Ha MOMEHT OOCJIeIOBaHMS) y MalueHTa
MpeArnoioKeHa CUHApOMaibHasg ¢GopMa OXUPEHUs .
CrnenoBajio TIpoBecTH OOC/eqOBaHUE B 1IEJSIX BbISIB-
JICHWs1 JpYrux OoJyie3Held TeHOMHOTO WMITPUHTHHTA,
B CBSI3WM C 4YeM OMOMarepuay MaiyeHTa ObLI Harpas-

Tabauya. Jlannbie 1a00PATOPHOTO M HHCTPYMEHTAJILHOTO 00C/IeI0BAHNS NAMEHTa
Table. Data from laboratory and instrumental examination of the patient

IToka3arenn 3HayeHHe y nanueHTa Hopma
I'mukupoBaHHBI TeMOTIOONH, % 6,4 4—6
XoJjecTeprH OOIIMIA, MMOJIb/JT 6,33 3,3-5,2
Tpurnunepunbl, MMOJIb/T 2,47 0,1-1,7
AcAT, en/n 46,1 15—60
ATNAT, en/n 73 7-35
I'1roko03a (HaTOLIAK), MMOJIb/JI 7,68 3,1-6,1
WHcynuH (HaTolak), MKeI/ M 54,88 2,6—24.9
I'mroko3a (60 mun IITTT), MmMmosb/n 11,5 <8,6
Wncymun (60 mun [IT'TT), Mmxen/mia 87,5 <150
I'mokosa (120 mun [1I'TT), MMonb/a 13,5 <7,8
Wucynun (120 mun III'TT), Mmxen,/mu 140,2 <150
TTI, MME/n 0,972 0,53-5,27
T4 cBOOGOIHBII, TMOJIb/JT 11,38 10—-17,7

KocTtHblit Bo3pacT coOTBETCTBYET 16 romaM (3aKphIThl CUHO-
CTO3bI (hajTaHT, MICTHBIX KOCTOYEK, UIET 3aKPbITHE CUHOCTO-
30B B JUCTATBHBIX MU (U3aX JIOKTEBBIX 1 JTYIEBBIX KOCTER)

PentreHorpadust KUCTEl PyK C Jy4e3arsiCTHBIMU CyCTaBaMU

HpI/IBHaKI/I 2KMPOBOro rerarosa, z[e(bopMauI/m KEITYHOT'O

VibTpa3ByKOBOE UCC/IEI0BAHKE OPraHOB OPIOIIIHOM MOJIOCTU " o
y3bIpst, TU(OY3HBIX U3MEHEHUI TTOKETYI0YHOM 3KeJle3bl

yJ'IBTpaSByKOBOC HUCCJIEI0BAHUE IIIUTOBUIHOM XKeJe3bl bes maronoruun

MynbTucnupanabHasi KOMIIbIOTEpHAas TOMOrpadusi ToJ0B-
HOTO MO3Ta

be3 maTonornn

Tpumeuanue. TII'TT — nepopaibHbIIA TITFOKO30TOJEPAHTHbII TECT.
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Hanvenxo E.T. u coagm. KiniHndeckuii ciiydail MHOTOJIOKYCHOTO HapyIleH sl MIMIIPUHTHHTA: MIepBoe onucanme B Poccuiickoit Deneparnn

sned B ®I'BHY MTI'HII nist reHeTU4eCKOTO MCClieoBa-
Hug. B xauectBe marepmana misg JHK-muarnoctnkum
WCIIONIb30Bajics oOpaseny JUM@OLIMTOB Tepudepude-
CKOI KpOBM TalleHTa, COOPaHHOI B OTHOPA30BbIE MPO-
oupku ¢ antukoaryiassHtom (DATA). Beinenenune JHK
OCYIIECTBIISIIOCH C TOMOIIIBIO  (PeHOT-XJIIOPODOPMHOM
9KCTpaKIIMU, TIPeAroiaraplneil 3Tamnbl Ju3uca KIEeTOK,
JIETTPOTEeMHU3AIUN TIPOTEMHA301, (EeHOJIOM U XJIOPO-
(dopMoM, LIeHTpUDYTMPOBAHUS IJIsT YIAJCHUS IeHATYPU -
POBaHHBIX OETKOB 1 (hparMEHTOB KJIETOUHBIX OpTaHeJ,
ocaxaeHust JIHK u3 pactBopa 3TaHOJIOM U paCTBOPEHMSI
ocanka B 6ydepHoM pactBope [4]. KonuenTpamuio JJHK
n3Mepsuim Ha npubope Qubit 2.0 ¢ mcmonab3oBaHHEM
peaktnBoB Qubit BR mpousBomuTens mo craHmapTHOMY
MMPOTOKOJTY. AHAJIU3 YKCIa KON MMITPUHTUPOBAHHBIX
pernoHoB 6q24.2; 7q32.2; 11pl5.5; 14q32.2; 15ql11.2;
19q13.43; 20q13.32 u cTtaTyca ux METUJIMPOBAHUS TIPOBO-
WA METOJIOM METWITIYBCTBUTETLHON MYJBTUTIIEKCHOMN
nuraso3aBrucuMoit amruingukamnuu 30108 (MU-MLPA)

¢ moMo1kio peaktuBoB SALSA MLPA Probemix ME(034
Multi-locus Imprinting npousBoautenss MRC Holland
Mo ctaHnapTHoMy TipoTokoiy. Drarsl MU-MLPA Bkito-
vaym neHarypauuto [JJHK, nobGaBienne cmecu ¢ 3oHTaMu
Ha yyactku 6q24.2; 7q32.2; 11pl15.5; 14q32.2; 15q11.2;
19q13.43; 20q13.32 ¢ nocnenyloleit MHKyOauuen mim-
TEJLHOCTBIO 18 4, pasneneHue rocjie MHKyOaluu cMecu
Ha 2 TOpLMU, B OIHY M3 KOTOPBIX NOOABJIsIM CMECh
C JIUTa30#, B IPYTYIO — C JIMTa30i U METUITIYBCTBUTEb-
Hoit pectpukTazoit Hhal, B manbHeiiinem mnobGasisiiu
CMecCh T TIpoBeieHusT aMrutudukaium 30H10B. [loce
3TOTO TMPOBOAWIN (hparMEHTHBIN aHAJIM3 4YKclia KON
M cTaTyca METWJMPOBAaHUS, WHTEPHpPETai0 KOTOPOTO
OCYILECTBIISIIN ¢ omolibto rporpammbl Coffalyser.

Ilo pesynbratam MY-MLPA y nainueHTa BbISIBICHO
runometuaupoBanue HI19 (3 u3 3 3oHmoB), MEG3 (1
u3 2 30H10B), PLAGL1 (2 u3 2 30H10B), GRBI0 (2 u3 2
30H10B), MEST (2 u3 2 30H10B), SNRPN (2 u3 2 30H-
noB), PEG3 (1 u3 3 30HIOB; CM. pUCYHOK).

i - E AllSamples
e i
= .ull FRSS (n=7) all 100% il 100%
CAS (n=5) all 85% il 100%
= H19-1 [Hhal]  [11-001.375570 1.19
H19-1[Hhal] _ |11-001.576110 125
| H19-1[Hhal] _ [11-D01.576280 117
Patemally i ['\\FG3 1 [Hhal] [14-100.361810 105
MEG3-1a [Hh.. [14-100,362090 106
NESP55-1 [H.. [20-056,848340 11
= PLAGL1-2 [H.. [06-144.370610 0,97
PLAGL1-2 [H.. [05-144.370870 104
GRB 10-Intr.1... [07-050,818010 111
GRB10-Intr.1... [07-050,818250 108
MEST-1 [Hhal] |07-129.918600 106
MEST-1 [Hhal] |07-129.513380 108
KCNQ10T1-1._[11-002.677130 12
KCNQ10OT1-1..[11-002,677610 125 045
MEGS&-6 [Hhal] |14-100,440560 106 052
Maternally i.. | MEG&-Intr 5 [.. [14-100.440680 1,04 057
SNRPN-Intr.2._ [15-022,751230 0,28 04
SNRP N-Intr.2... [15-022.752250 0.93
PEG3-1[Hhal] |15-062,041790 103 0.51
PEG3-1[Hhal] |19-062.043520 1 04
PEG3-1[Hhal] |15-062,044040 106 039
GNAS-AS1-1.. [20-056,855420 112 0.55
GNASXL-1 [H..[20-056,863530 0.97 058
GNASXL-1 [H..[20-056,863600 102 044
GNAS A/B-1 [.[20-056.897780 105 046

Pucynok. Pesymsratet MU-MLPA namuenra /I. ITo pesymsratam MU-MLPA y nanuenra BbisiBjieHo runoMetuupoanune H19
(3 u3 3 30n108B), MEG3 (1 u3 2 30u108), PLAGL1 (2 u3 2 30u108B), GRB10 (2 u3 2 30u108), MEST (2 u3 2 30u108B), SNRPN
(2 u3 2 30u108B), PEG3 (1 13 3 30H10B)

Figure. Results of the MS-MLPA of patient D. According to the results of MS-MLPA, the patient was found hypomethylation of H19
(3 of 3 probes), MEG3 (1 of 2 probes), PLAGL1 (2 of 2 probes), GRB10 (2 of 2 probes), MEST (2 of 2 probes), SNRPN (2 of 2
probes), PEG3 (1 of 3 probes).
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00GcyxaeHue

YV manuenTa [l. BbISIBIEHBI M3MEHEHUs OoJiee 4eM
B OOHOM nuddepeHIMaibHO METUIMPOBAHHOM pEru-
oHe, yTo xapakTepHo it MLID [5]. B cBsi3u ¢ BbIsiBiIE-
HueM B MU-MLPA anoManuii MeTUIMpOBaHUS PErvo-
HOB, XapakTepHbIX s cuHapoma Paccena—CubBepa
1-ro tuna, cuHapoma TeMmrIul, TPaH3UTOPHOTO HEOHa-
TaJbHOTO CaxapHOTO nTuabeTa U CMHIpoMa AHTeIbMaHa,
clienyeT MoIpoOHO paccMOTpeTh IuddepeHInaIbHbIN
JIMarHo3 3a60JieBaHUs TTPOOaHIA C STUMH HO30JOTHUSIMU.

B xome wmccienoBaHusa y TalMeHTa AUATHOCTUPO-
BaHO TurnomeTwianpoBanne H19, kKoTopoe XxapakTepHO
nns cuHapoma Paccena—CunbBepa 1-ro tumna. OmpHako
STOT KJIMHWYECKUIA AUArHO3 MOXET OBITh YCTAaHOBJIECH
Mpyu Haaumduu 4 u3 6 OCHOBHBIX KPHUTEpPUEB, K KOTO-
PBIM OTHOCSTCSI 3alepXKa BHYTPUYTPOOHOTO pa3BU-
s <—2 SDS; mocTHartanbHasl 3amepxkka pocta (pocT
B 24t1 mec <—2 SDS unu poct <—2 SDS Huxe cpen-
HEero 1IeJIeBOT0 pocTa pOAUTENeil); OTHOCHUTEbHAsI
Makpoliedansi Tpu PoOXICHUU (OKPYKHOCTh TOJIOBBI
npu poxaeHuu >1,5 SDS mpessimaer SDS wmacchl
Teja W/WAW JUIMHBI TIPU POXICHWM); aCUMMETPUS Tejla
(HecoOTBEeTCTBME UTMHBI HOT >0,5 CM WM aCUMMETPUS
PYK, WJIM HECOOTBETCTBHE MIMHBI HOT <(0,5 cM TTo Kpaii-
Hell Mepe ¢ ABYMs IPYTUMU aCUMMETPUYHBIMU YacTSIMU
Telda, MPW BTOM OJHA — He 3aTparvBarollasl JIWIO);
BbICTyNatouii 106 (B Bo3pacre 1—3 roma); mpobaeMbl
co BcKapmymBaHMeM (MHAeKC Macchl Teida <—2 SDS
B Bo3pacte 24 Mec WM UCTIOIb30BaHWe 30HI0BOTO TUTA-
HUSI, WIM TIpenapaToB JUIsl CTUMYJISILIMU arlfeThTa), TIe
OTHOCUTEJIbHAsE Makpoliedalusi U BBICTYMAWIIMK 00
OTHOCATCST K 00sI3aTeNIbHBIM TIpu3HakaMm. Kpome Toro,
IUI AMarHo3a cuHapoMa Paccena—CuibBepa ommcaHbl
JIOTIOJTHUTENIbHbIE KJIMHUYECKUE TTPU3HAKU, K KOTOPBIM
OTHOCSITCSI TPEYToibHasI (hopMa JINIA, KIMHOMAKTUIIUST
V nanbla, SMOYKM Ha TuledaX, MMUKPOTHATHUSI C Y3KUM
MoA0OPOAKOM, HU3Kas MBIIIEYHAsT Macca, Ype3MepHoe
MOTOOTAEEHNE, HU3KO TTOCaXKeHHbIe 1/WIK POTUPOBaH-
Hble Ha3aJl yIIHbIe PAKOBUHBI, OMYIIIEHHbIE BHU3 YTOJKU
pTa, BBICOKUN WJIM <«CKPHUIY9Mi» TOJOC, BBICTyMAlO-
Ie TSITOYHbIE KOCTH, TTO3IHEe 3aKphITHE POTHUYKA,
aHOMAJIMM TEHUTAJW Y MaJlbdMKOB, 3aJepXKKa pede-
BOTO, MOTOPHOTO Pa3BUTHSI, HEPOBHBIN MU CKYYeHHBII
3yOHOI psii, CUHOAKTWIIMS TajbleB HOT, TUITOTTIUKE-
MM, CKOJMO3 /v Kudo3 [6]. YV maumenTa 1. nme-
JIUCh Takue Tpu3Haku cuHapoma Paccena—Cumbiepa,
KakK 3a7iepkKa BHYTPUYTPOOHOTO Pa3BUTHSI, TTPOOIEMBI
CO BCKapMJIMBaHWEM, TpeyrojibHas ¢opMa ymia. Jpyrue
TepevrcIIeHHble TIPU3HAKW TAHHOTO CUHApPOMA y TpO-
GaHIa OTCYTCTBOBAJIN.

BuisiBlIeHHOEe B XO/e aHaiM3a TUITOMETUIMPOBAHME
MEG3 y npobGanna xapakTepHO JUisi cMHIpoma Temru.
K OCHOBHBIM KIWHMYECKMM TIpU3HAKaM CHUHIpOMa
TeMIT oTHOCATCS 3aIepKKa BHYTPUYTPOOHOTO Pa3BUTHSI,
TTOCTHaTaJbHAs 3afepKKa pocTa, 3amepkKKa MOTOPHOTO
U TICUXOPEYEBOTO Pa3BUTHsI, TTPOOJIEMbI CO BCKapMJIMBa-

UHUYECKUE CJT1YHAU

HUEM B MJIaJIcHYECTBE, OTHOCHUTEJIbHAsl Makpoledanusi,
TpuroHotedanvsi, IMMPOKUI BBICTYITAIOIINI JI0O, KOPOT-
KW HOC C YIUIOIIEHHOM T1abesuioi M IUPOKUM KOHYM-
KOM, KOPOTKUI (PUibTp, OMyIlIeHHbIE YIJIBI PTa, BBICO-
Koe He0O, MUKPOTHATHSI, TUIIEPMOOUIBHOCTh CYCTaBOB.
JlonoHUTENbHBIE TIPU3HAKW BKJIIOYAIOT TYJIOBMIIIHOE
OXWMpEHUE C JIETCKOr0 BO3pacTa, MpeXIeBPeMEHHOe
MOJIOBOE CO3peBaHUE, pPa3IUYHbIE AHOMAJIUM KOCTHO-
CYCTaBHOI1 CUCTEMBI, B TOM YHCJIE KOHTPAKTYPhI CYCTaBOB,
accumeTpus Teia, KuOoCKoIN03, aKpOMUKPUIO, KIMHO-
JMaKTWINIO U T.J., STIMKAHT, MUHIAJIEBUAHBIN pa3pes I1as,
pPOTUpPOBAaHHbIC Ha3aj YIIHbIE PAaKOBUHbBI, PaCHICINHY
Heba, KPUTITOPXU3M U MUKPOOPXU3M Y MaJIbuMKOB, BBICO-
KU1 TOJI0C C HOCOBBIM OTTEHKOM, TIJIOXYIO KOOPAMHAIIUIO
NBWXKEHUI, paHO NeOITHUPYIOIIMI caxapHbIii nuabeT
2-T0 TUIIa, TUTIOTUPEO3, TUTIEPXOJIECTEPUHEMUIO, TUIIEP-
tpurnuiepunemuto [7—10]. ¥V mammenra /. Takke ume-
JINCh HEKOTOPbIE MPU3HAKU CUHApoMa TemIi, a MMeHHO
3a/epXkKa BHYTPUYTPOOHOTO pa3BUTHUSI, TPOOJIEMBI CO
BCKapMJIMBaHWEM, aKpPOMMKpHUSI, aOJOMMHAIBLHOE OXU-
peHMe, paHHUI OeOI0T caxapHOro auabera 2-ro TUIIa,
MpeXIeBpEMEHHOE TI0JIOBOE pa3BUTHUE, TUIIEPXOJIECTEPU-
HeMUsl, TUMEePTPUTIULIEpUIEMUSI, TUTIOTUPEO3, TILTOXasl
KoopauHaius aBWKeHuit. OcTraibHble TepeYrcIeHHbBIC
MpU3HaKKU cuHIpoma TeMrut y mpobaH/ia He BbISIBJICHBI.
OOHapyxXeHHOe IO pe3yiabTataM OO0CJIeJOBaHUSI
y nipobanaa runomerunnpoBanne PLAGLI xapakTepHOo
IUISI  TPAH3UTOPHOTO HEOHATAJIbHOTO CaXxapHOTo jua-
O6eta. OCHOBHBIMU €ro KJIWHUYECKMMHU TIpU3HAKAMU
clykaT 3ajepXXKa BHYTPUYTPOOHOTO pa3BUTUSI; TpaH-
3UTOPHBI HEOHATAJIbHBIN CaxapHBIN JAUMAa0eT, KOTOPBIN
MPOXOIUT B TEUEHUE HECKOJIbKUX HEIeTb U MeCsIIeB,
OJTHAKO TT03Ke MOXET PelUANBUPOBATD; TUTIEPTIIUKEMMUST
0e3 keroauumosa; aeruaparaius. JlomOTHUTETbHBIMU
KJIMHUYECKMMU TIpU3HAKaAMU CJyKaT MaKpOTJIOCCHS,
nyrnoyHas rpeika [11]. ¥V maumenTa /JI. umenuch TOIbKO
2 mMpu3HaKa TPaH3UTOPHOTO HEOHATAJIbLHOTO CaXapHOTO
nuabera: 3aaepXKa BHYTPUYTPOOHOTO pa3BUTHUSI U paH-
HUIi 7e010T caxapHOro nuadeTa 2-ro TUMa.
TunomerunupoBanue SNRPN, BbIsIBICeH-
Hoe 1o pesyiabratam MUY-MLPA npobGanna, xapak-
TepHO aJs cuHapoma AHrenbMaHa. OCHOBHBIMU
KJIMHUYECKUMU TpU3HAKAMU CHUHIApPOMAa AHTEJNb-
MaHa SIBJISIIOTCS TsKejiasi 3ajiepXXKa pa3BUTHS; aTak-
CUsl MOXOAKM W/WJIW JpoXalllhe JBUXEHUS KOHEeY-
HocTeil (B TOM 4MCJe JIerKasi, MOXET TPOSIBISITbCS
HaKJIOHOM BIIepeji, HEYCTOMUMBOCTBIO, HEYKITIOKECThIO
WU OBICTPBIMU, OTPBIBUCTHIMU JABMXEHUSIMU); coUeTa-
HUE YacToro cMexa,/yiblOKU, TUepBO30yIMMOCH, TUTIEP-
MOJABUXHOCTb, CTEPEOTUITUU YACTO C MOTHSATHIMU pyKaMu
WIN pa3MaxvBalOIIMMU IBUXKEHUSIMU; OTCYTCTBUE peuu
WJIM MaJjiblii CJIOBApHBIN 3amac; HaBBIKM HEBEepOaJbHOTO
o0I1IeHus BbIlle, YeM BepOaibHbie. YacThie KIMHNYE-
cKue TIpU3HaKu CUHApOMa AHreJlbMaHa: 3aMeIJIeHHbIN
WM HETIPOTIOPUMOHAIBLHO MEIJIEHHBI POCT OKPYX-
HOCTH TOJIOBBI, OOBIYHO MPUBOASIINN K aOCOJIOTHOM
WJIM OTHOCUTEJIbHON MUKpoledaauu K Bo3pacTty 2 JIeT;
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Ianuenko E.T. u coaem. KIMHIYECKUIA CIlydaii MHOTOJIOKYCHOTO HapyIeH!s IMIIPMHTHHTA: TIepBoe ornucaHue B Poccuiickoit ®eneparmu

CyI0pOTH, OOBIYHO HauMHAIOIIEeCs B BO3pacTe 0 3 JeT;
aHOMaJTbHasl 3JIEKTPO3HIIedarorpaMMa ¢ XapaKTepHBIM
matrepHoM. K mpu3HakaMm, BCTpevalOmIUMCs pexke dyeM
y 80% TMalmeHTOB ¢ CUHIPOMOM AHTeJIbMaHa, OTHOCSTCS
YepeTnHO-JINILEeBble TUCMOpGUN, TaKWe KaK TUIOCKUIA
3aTBIJIOK, 3aThLTOYHAsT 60PO3IKa, IMMPOKUIA POT, IMUPOKO
paccTaBlieHHbIe 3yObl, BBICTYMAIOIIWI SI3bIK, TTPOTHA-
THST; TIPOOJIEMBI CO BCKApMJIMBAaHUEM W/WJIU THITOTO-
HUST B MJIaJIECHUYECTBE, BHICOBBIBAHUE SI3bIKA, HAPYIIEHUST
COCaAHMSI/TIIOTAaHMS, YaCTOe CIIIOHOTEYEHUE, Ype3MEPHOE
>KeBaHUe/IBIKEHUE PTOM; CTPaOU3M; TUTIOITUTMEHTUPO-
BaHHasl KOXa, CBETJIBII IIBET BOJIOC M TJ1a3 IO CPaBHEHUIO
C TaKOBBIM Y OCTaJIbHBIX YJIEHOB CeMbU (HabOJtOmaeTCs
TOJIBKO y JiUIL ¢ ynasieHueM 15q11.2—ql3), moBeillieHHBIE
IITyOOKHE CYXOXKMIIbHBIE petheKChl ¢ HUXKHUX KOHEYHO-
CTell, IPUTTONHATOE, (PIIEKCOPHOE TTOJIOXKEHUE PYK, 0CO-
GEHHO MPU XOIb0e; TOX0AKA C ITUPOKO paCcCTaBICeHHBIMU
HOTaMU C BaJIbTyCHO-PACTIOIOXEHHBIMU JIOIBIKKAMMU;
MOBBIIIIEHHAS] YYBCTBUTEIBHOCTD K TETUTY; HapylIeHWe
LIMKJIOB COH—0OOAPCTBOBaHUE U CHUKEHNE MOTPEOHOCTH
B CHe; BJICUeHUE K BOJIE U BOCXMIIEHKE €l0; yBIeUeHUE
CMOPIIEHHBIMU TpeIMeTaM1, TAKMMHU KaK OTpeaeieH-
HbIe BUIBI OyMaru M TjacTUKa; HapylIeHWe MUIIEBOTro
MOBEJEeHNUs; OXUpeHue (y IeTeil cTaplIero BO3pacTa;
yaiie BcTpevaeTcst B oTcyreTBue neieunu 15q11.2-ql3);
cKoJmo3; 3aropsl [12]. ¥V maumenTa JI. mMeanch HEKOTO-
pble TIPU3HAKU CUHApPOMa AHTe/IbMaHa, TaKue Kak Mpo-
GJIeMBbI CO BCKapMJIMBAaHUEM B MJIaJIeHYECTBE, 3aJepKKa
MICUXOPEYEBOrO Pa3BUTHUsS, OTCYTCTBHE pEeYU, HEYCTOM-
yuBas MOXOAKa, CTpabu3m, mojaudarus, oXUpeHue.
OcTanbHBle MepeuYrCcIeHHbIe MPU3HAKU CHUHApPOMA
AHTeTbMaHa y mpoOaH/a He BhISIBJICHBHI.
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Cunapom Knaiindenbrepa y nanueHTa ¢ ABoiiHO# Y-ayToCOMHOI TpaHCaoOKanuei

B.b. Yepnwix'?, @.M. bocmanosa’, T.M. Copoxuna', M.U. lllmaym’, JI.II. Meauxsu’,
O0.A. lllaeuna', H.B. llunosa’
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Mwunsgpasa Poccun, Mocksa, Poccus

Klinefelter syndrome in a patient with double Y-autosomal translocation

V.B. Chernykh'?, F.M. Bostanova', T.M. Sorokina’, M.I. Shtaut’, L.P. Melikyan', O.A. Schagina’,
N.V. Shilova’

'Research Centre for Medical Genetics, Moscow, Russia;
2Pirogov Russian National Research Medical University, Moscow, Russia

Cunapom Knaiindensrepa — oana u3 Haubosiee YaCThIX XPOMOCOMHBIX AHOMAJIMIA M TeHETHYECKUX NMPHYMH MYMKCKOrO Oecruionus.
Oxko10 85% namuentoB umetot Kapuotun 47,XXY, ocraibHble — Apyrie HUTOreHeTHYEeCKHe BapuanThl cuaapoma Knaiindensrepa.
B craTbe onucan KIMHUYECKHii cirydaii cunapoma Knaiindenbtepa c 1BoitHoii Y-ayrocomuoii Tpanciokamueii. [Ipodann — 15-1eTHuii
ManUeHT MyKcKoro mosa (poct 180 cm, macca tena 50 Kr, HopMaibHbiii 1Q), HanpaBJIeHHBI HA MeNKO-TeHETHYECKOE 00CIIeIOBAHNE
¥ KOHCY.JIbTHPOBAHHUE B CBSA3M C 32ePKKOil 0JIOBOTO CO3peBaHHs. Y MALMEHTA IMATHOCTHPOBAHDBI TMIONIIA3USA SUYEK, THIIEProHaI0-
TPONHBII THIIOrOHAIU3M, MUKPOa/ieHoMa runogu3sa u ieBocTopoHHee Bapukonene. [Ipodann poauicsi B HepoACTBEHHOM Opake mocJie
MPOLEIYPbI IKCTPAKOPHOPATBHOIO OILIO0TBOPEHHS, BHIIOIHEHHOI H3-32 MYZKCKOr0 0ecILIonus y oTa. XpOMOCOMHBII aHAIN3 MPOBO-
JIMJTM HA KYJIbTUBUPOBAHHBIX JIMMonuTax nepudeprnyeckoii KpoBH ¢ IOMOLIBIO CTAHAAPTHOIO UTOreHETHYECKOT0 METO/IA C UCTOIb30-
BaHueM GTG-okpaumBanusi u FISH-anam3a. MouexkyisipHbiii aHam3 Y-XpOMOCOMBI BBINOJTHSIH MeTO0M My bTHILIeKcHo# TTLIP.
KoMmiekcHoe IHUTOreHeTHYeCKOe HccjenoBaHue BoisaBiio y npodanna kapuotun 46,XX,der(Y)t(Y;15)(q12;q11.1),der(13)t(Y;13)
(q12;p11.2),-15. MouneKy.spHblii aHAIM3 NoKa3ai, 4ro npodann asiserca SRY-nonoxurenbHbiM; MUKpoaeenuu Y-XpOMOCOMBI
He ODHapyXKeHbl. Y OTHA NMPOOAHIA IMATHOCTHPOBAHA OJIMI0300CIEPMHUS M HAJIMYKE POOEPTCOHOBCKOI TpaHciokamun (13;15) —
45,XY,der(13;15)(q10;q10), y maTepu BbIsIBIeH HOPMAJIbHDIIA JKeHCKMii Kapuotun (46,XX). O4eBHIHO, YTO IePMBATHbIE XPOMOCOMBI
der(13) u der(Y) BO3HMKJIN B pe3y.IbTaTe AHOMAJIbHOI MEHOTHYECKOIT pEKOMOMHALMM B OTHOBCKOM Meiio3e MeXKIy reTepoxpoMarinde-
cKoii 00s1acTbi0 Yq12 v nieHTPOMepHbIM/IePUIIEHTPOMEPHBIM TeTepOXpOMATHHOM XpoMocoM 13 u 15, BoBJIeYeHHBIX B POOEPTCOHOB-
CKYIO TPAHCJIOKAIMIO Y 0THA, a cunapom Knaiindenbrepa 00yciioiieH HatnuueM B KapHoTHIe ABYX X-XPOMOCOM B IPUCYTCTBUM JI€PH-
BaTHO# Y-XxpomMocombl. OOHapyKeHHas JBOiiHAsI Y-ayTOCOMHASI TPAHCJIOKALMS SABJISIETCS He3aBUCHMO¥ oT cunapomMa Knaitndeabrepa
XPOMOCOMHOIi aHOMAaJIHeli, BO3HUKLIEH HA (poHe POOEPTCOHOBCKOIi TPAHCIOKAIMM Y OTHA.

Karoueevte caoea: demu, nonoswvie xpomocomol, cunopom Kaaiingeasmepa, podbepmconosckue mpancioxayuu, Y-aymocommoie mpanc-
AoKayuu.

Ansa untmposaums: YepHvix B.5., boctaHosa ®.M., CopokuHa T.M., LLUtayr M.U., MenuksaH J.I1., WaruHa O.A., LLunosa H.B. CuH-
Apom KnaviHgenbtepa y nauveHTa ¢ [ABOVHOU Y-ayTOCOMHOW TpaHcsiokaumeid. Poc BectH nepuHaton v neguatp 2024; 69:(4): 97-101.
DOI: 10.21508/1027-4065-2024-69-4-97-101

Klinefelter syndrome is one of the most common chromosomal abnormalities and the most common genetic cause of male infertility. About
85% of patients have 47,XXY karyotype, other patients have other non-mosaic and mosaic Klinefelter syndrome variants. We report
a unique clinical case — Klinefelter syndrome patient with double Y autosomal translocation. The proband is a 15-year-old male patient
(height 180 cm, weight 50 kg, normal 1Q) who was admitted for cytogenetic examination and genetic counseling due to delayed puberty.
He was diagnosed with testicular hypoplasia, hypergonadotropic hypogonadism, pituitary microadenoma and left-sided varicocele. The pro-
band was born in a nonconsanguineous marriage after in vitro fertilization due to paternal male factor infertility. Cytogenetic analysis
was performed on cultured peripheral blood lymphocytes using standard chromosome analysis with GTG staining and FISH analysis.
Molecular analysis of the Y chromosome was performed by multiplex PCR. Complex cytogenetic examination revealed a 46,XX,der(Y)
t(Y;15)(q12;q11.1),der(13)t(Y;13)(q12;p11.2),-15 karyotype in the proband. Molecular analysis showed that the proband is SRY positive;
no microdeletion of the Y chromosome was found. The detected double Y autosomal translocation is a chromosomal abnormality indepen-
dent of KS. The father of the proband is an oligozoospermic man with robertsonian translocation 13;15 — 45,XY,der(13;15)(q10;q10),
the mother has a normal karyotype 46,XX. Apparently, the der(13) and der(Y) chromosomes result from abnormal meiotic recombination
in paternal meiosis between the heterochromatic region Yq12 and the centromeric/pericentromeric heterochromatin of chromosomes 13 and
15 involved in the paternal robertsonian translocation, and Klinefelter syndrome is due to the presence of two X chromosomes in the karyo-
type in the presence of a derivative Y chromosome. The detected double Y-autosomal translocation is a chromosomal abnormality unrelated
to Klinefelter syndrome, arising on the background of the paternal robertsonian translocation.

Key words: children, sex chromosomes, Klinefelter syndrome, robertsonian translocations, Y-autosomal translocations.

For citation: Chernykh V.B., Bostanova F.M., Sorokina T.M., Shtaut M.l., Melikyan L.P., Schagina O.A., Shilova N.V. Klinefelter syndrome
in a patient with double Y-autosomal translocation. Ros Vestn Perinatol i Pediatr 2024; 69:(4): 97-101 (in Russ). DOI: 10.21508/1027-4065-
2024-69-4-97-101

CV[HZ[DOM Kiatadenbsrepa — onHo M3 Hamboee pac- Ero yacrora B pa3IMyHBIX pernoHax MHUpa CYIIeCTBEHHO
MIPOCTPAaHEHHBIX XPOMOCOMHBIX 3a00JIeBaHUIA, CBSI- He paznmmyaercss U coctapisier 1 Ha 500—600 myKuuH
3aHHBIX C aHOMAaJIMEN IOJOBBIX XPOMOCOM Y 4YeJloBeKa. [1=5]. OCHOBHBIMU KIMHUYECKUMU IIPOSIBICHUSIMU
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cuHnpoma KiaiiHdpenbTepa CiIy>kaT THUIIEPrOHag0TPOTI-
HBII TUITOTOHAAW3M, 3alepXKa Iybeprara, TUITOTeHU-
TaJu3M (TUTIOIIa3Ks TTOJIOBOTO YjieHA W/WJIN TECTUKYI)
U IpyTve MPU3HAKU aHIPOTEHHOro NedUInTa, TMHEKO-
MacTHsl, Y B3POCJIBbIX MAIlMEHTOB — MYXCKOe Oecruioane.
CunnpoMm Kiaiitngensrepa — HanboJiee yacTass TeHETH-
YyecKas TIpUYMHA MEPBUYHOTO TUITOTOHAIU3Ma U CeKpe-
TOPHOTO OECTUIOAUST Y MYXXUWH, CBSI3AHHOTO C TSDKEJTbIM
HapylleHHeM criepMmaToreHesa [5, 6]. ¥V OGoablIMHCTBA
MmanueHToB cuHIpoMm KitaitHpenbrepa ITUarHOCTUPYIOT
BO B3pOCJIOM BO3pacTe, KaK MPaBUIIO, B CBA3U ¢ 00CIIen0-
BaHUEM TI0 TTOBOIY MEPBUYHOTO MYKCKOTO OECTUIOMMSI,
00YCITOBJIEHHOTO HEOOCTPYKTUBHOM (hopMOit azoocriep-
MWW WA OJIUTO300CTIEpMMEN, KaK TIPaBUJIO, TSKEION
crerieHn [7]. Y MeHbllIero 4ucja MalMEHTOB TaHHOE
3a001eBaHMe OOHAPYXKMBAIOT TIPU IIUTOTEHETUYECKOM
WCCNIEIOBAHUY TIO0 TIOBOMY 3alepXXKU TIOJIOBOTO CO3pe-
BaHUS W TUMOTOHamW3Ma. B penkux ciaydasx CUHIPOM
KnaitHdenbrepa BBIABISIOT MPU POXIECHUU WIM B JIET-
CKOM BO3pacTe TpU aHOMAJUSAX pa3BUTHUS, 3aIepKKe
TICUXOMOTOPHOTO pa3BuTHI [8].

Oxkono 85% manyeHTOB ¢ cuHApoMoM KraiiHbeb-
Tepa uMmeroT Kapuotun 47,XXY (KjiacCUYecKuil 1IUTO-
TreHeTUYeCKUii BapuaHT cuHApoMa KiraitHdenbsTepa),
y OCTaJlbHBIX OOHApYXXMBAIOT MO3aWYHbIe W pPEIKHUe
HEMO3aWYHbIe [IUTOTEHETUYECKE BapUaHThl CUHAPOMA,
Hanpumep 46,XY/47 XXY, 46,XX/47,XXY, 48 XXYY
[1—4, 9]. B xkpaitHe peakux ciaydasx y IallieHTOB C CUH-
npomoM KraitHdenbprepa ormmcaHo HaJTudue B KApUOTHUTIE
JIOTIOJTHUTENIBHBIX  CTPYKTYPHBIX XPOMOCOMHBIX aHO-
MaJIUfi ¢ BOBJICUEHHEM ITOJIOBBIX XPOMOCOM (TOHOCOM)
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UHUYECKUE CJT1YHAU

wim ayrocoM [9—12]. B craTtbe npuBOAUTCS oOTmMCa-
HUe KJIMHUYECKOro ciydas cuHapoma KiraitHdenbrepa
y TamnyeHTa ¢ YHUKaJIbHOW IBOWHON Y-ayTOCOMHOM
TPpaHCJIOKAIIUEN.

Knunanyecknii cayvaii. [lpoGana — maimmeHT MyX-
CKOro moja, 15 JeT, enMHCTBEeHHBIN PeOEHOK B CEMbe.
IIpoGanna ponuicsg B HEpOJACTBEHHOM Opake OT ITepBOI
GepeMEeHHOCTH, HACTYIMBIIEH TOCTe TPOLEAYPhl IKC-
TpakopriopajibHoro orutogaorsopeHus (9KO) 6e3 mpo-
BeICHUS MPEVMIUIAHTAIIMOHHOTO TeHETUYECKOTO
tectupoBanusi. Ilpouenypa BOKO/ICSI wucnonbso-
BaHa IUIST PellIeHUsT MPOOJeMbl ITETOPOXICHUS B CBA3U
¢ MyXcKuM ¢akTtopoMm Oecruionusi. ¥ oTua mpobaHaa
JIUArHOCTMPOBAHBI ~ OJIUTO300CIIEpPMUS W HaJU4ue
pobepTcoHOBCKOM TpaHciaokauuu (13;15) — kapuotun
45,XY,der(13;15)(q10;q10). Marp npobGaHna Oblia 310-
pOBa, Y Hee YCTaHOBJIEH HOPMaJIbHbIN KEHCKUI Kapuo-
tnn (46,XX). Bo3pact ponurtesieit Ha MOMEHT POXKIAECHUS
cblHa cocTaBuil 33 roma. PogociioBHast cyrnpyroB Haclie-
CTBEHHOI TIaTOJIOTHEM, TIpobGiaeMaMu PenpOayKINN
He OTSTOIIeHA.

PanHee ¢usmyeckoe, MOTOPHOE U IICUXOpEYeBOE pa3-
BUTHE MTPOOAHIA COMTaCHO Bo3pacTy. M3 rmepeHeceHHBIX
3a00J1eBaHUI — TIPOCTYIHBIE; ONTepaTUBHbBIEC BMEIIATE b~
CTBa ¥ TeMOTpaHC(hy3UU He TTPOBOAMINCE.

Kapuotumn mnpobaHma Mo pe3yibTaTaM TEepBUYHOTO
LINTOTEHETUYECKOTO  MCCIIEMOBaHUsI,  BBITOJIHEHHOTO
M0 MECTY KUTEeJbCTBA, onpeaeiieH Kak 46,XX. INauueHT
o1 HamnpasieH B ®T'BHY «MTHL» nmis maabHeiiiero
MEIVKO-TeHETUIECKOTO 00C/IEIOBAaHNS M KOHCYJIBTUPOBA-
HUS IO TIOBOJY 3a[eP>KKH TOJIOBOTO CO3pEBaHUSI, PE3YJIb-
TaTOB MIEPBUYHOTO IIMTOTEHETMUECKOTO UCCIIeIOBAHUSI.

JlaHHble OOBEKTMBHOTO 0O0CjenoBaHUsl TMpobaHaa
Ha MoMeHT obciienoBaHus (15 yner 8 mec): acTeHuYe-
CKOE TeJIOCIOXEHHWEe, TPOIMOPIIMOHATBLHOE, BBICOKUIA
poct — 180 cm (kopumop 5), Macca Tena 53 Kr (Kopuaop
4), OKpYXHOCTb TONOBBI 54 cM. HapyxHble MOJIOBbIC
OpraHbl pa3BUTBI IO MYKCKOMY THuITy. CTamusi MOJOBOTO
cospeBanus I11 o mikane TanHepa. [MHEKOMacTUM HeT.
HopwmanbHblit nHTENNEKT. M3 0cobeHHoCTel (heHOTUTIA
OTMeUeHa KIIMHOMAKTUINS V MajiblieB KUCTEM.

B xome yposornueckoro/aHnposiornyeckoro oocie-
JMOBaHUSI Yy TMalMeHTa BbISBICHBI TUITOIUIA3UST STMYEK,
JIEBOCTOPOHHEE BapuKolleie 2-i1 creneHu. [lo maHHBIM
MarHUTHO-PE30HAHCHOI ToMorpachuy TOJOBHOTO MO3ra
oOHapyXeHa MUKpoalgHOMa TUIO(MU3a, MO pe3yibTa-
TaM MarHUTHO-PE30HAHCHOW ToMorpachun OpIOITHOM
MOJIOCT W 3a0PIONIMHHOTO TPOCTPAHCTBA TMPU3HAKOB
MaToJIOTUN He BBISIBJIEHO. PeHTreHorpadus KUcTeir pyk:
KOCTHBII Bo3pacT 15,5—16 net. TopMmoHsl kpoBu (14 ner
8 Mec): moTernHU3UpYyIonii ropMoH 21,62 ME/n, dhommm-
KYJIOCTUMYJIMpYyIonuit TopmMoH 63,11 ME/n, tTupeotporn-
HbII TopMoH 1,226 MME/n, iponaktun 342,21 MME/n,
TecTocTepoH 15,63 HMonb/n. T'opMOHalmbHOE JedeHUe
K MOMEHTY 00CJIeJOBaHUS TAIIMEHT He TioJydai. CriepMuo-
JIOTMYECKOE MCCieNoBaHNe Y TpobaHma He TPOBOIMIN
M13-3a HEJIOCTYITHOCTH OMOJIOTMYECKOTO MaTepuaia.
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CraHgapTHOE  LMTOTEHETUYECKOEe  UCCIIEIOBaHUE
BbIMOJTHsUIM Ha Tiperiapatax GTG-okpallleHHbIX MeTadas-
HBIX XPOMOCOM, TTOTy4eHHBIX 13 DT A-CTUMYTUPOBaHHBIX
JuMdonMToB Tiepudeprueckoil KpoBM B COOTBETCTBUU
C OOILIENPUHSITHIM TIPOTOKOJOM. st  ompeaesneHust
CTPYKTYPHI BBISIBJICHHON aHOMaJMM y TallMeHTa BBITIOJ-
Hsim (piryopecueHTHyto in situ tuopunuzanuio (FISH-
aHaJIu3) Ha XPOMOCOMHBIX TIperaparax M3 KyJIbTUBHUPO-
BaHHBIX JTuMbouuToB ¢ JIHK-30Hmamu, criertmduaHbiMu
IJIST LEeHTpOMepHBIX paitoHoB X-/Y-xpomocom (DYXI1,
DYZ3 coorsercTBeHHO), a Takxe ayrocoM 13 u 15
(SE13/21, n DI15Z, LSI UBE3A(15ql1)/PML(15q24)
COOTBETCTBeHHO).  [lpenrnbpuau3allMOHHYIO  TMOATO-
TOBKY Y TUOPUIM3ALIMIO BBITIOJIHSIIU COTJIACHO MPOTOKOJTY
dupm-niponzBoauteneii (Kreatech, Leica, Hunepnanmasr).
AHaM3 MOBOJMIIN C UCTTOJIb30BaHUEM MUKpPOCKOIa Axio-
Imager M.1 (Carl Zeiss, I'epmaHusi) u KOMIBIOTEPHOM
nporpaMMbl  00pabOTKM LUMPOBBIX M300pakeHuit Isis
(MetaSystems, I'epmanust). Pesynbrarbl LIMTOreHETHYE-
CKOTO M MOJIEKYJISIPHO-IITUTOTEHETUUECKOTO HCCIe0-
BaHMI 3amMcaHbl B COOTBETCTBUU ¢ MeXIyHapomaHOM
nuToreHoMHoit HomeHkatypoit (ISCN 2020) [13].

MonekynsipHO-TeHEeTUUeCKi ~ aHaau3  BBITIOJHSIIN
Ha reHomHoii JIHK, BbimeneHHoil wu3 auMGbOLNUTOB
nepucdepuyeckoir KpoBu. KpoBb mnojyyaiu MeTomoMm
BEHEIYHKIIMM B OJIHOPA30BbIe ITLJIACTMKOBBIE TMPOOUPKU
¢ koHcepBaHTOM (0,5M pactBop BJITA) B cooTHOIIEHUN
koHcepBaHT/KpoBb — 1:10. Tenomuyo JHK Bbeiensiu
¢ nomolinbio Habopa DNA prep 100 (Diatom, Poccusi).
C nomorpto mynsturuiekcHoi TTHP uccnenoBano Hamm-
YUe/OTCYTCTBUE CJEAYIOIIMX JIOKYCOB Y-XPOMOCOMBI:
SRY, ZFY (Yp11.2) u 12 STS-mapkepoB B jokyce Yql1.2
(sY84, sY86, sY615, sY1316 mna permona AZFa; sY1235,
sY121, sY127, sY134, sY1197 nnsa pernona AZFb; sY254,
sY255 u sY1125 nna permona AZFc). AMruinduxaimio
JHK BoimonHsuin Ha TepMoumkiepe MC2 («IHK-
TexHosorust», Poccus). PeakimoHHas cMech BKJIoYasa
3 mkn reHomuoi JAHK, 2,5 mxn kaxmoro dNTP B 2,5
MKJI omHOKpatHoro 6ydepa mra ITHP (67 MM Tris-HCI,
pH 8,8; 16,6 MM (NH4),S0,; 0,01% Twin-20), 0,3 Mk
TepMoWIbHON Tag-nioaMMepasbl ¢ aHTUTEIAMU; CBEPXY
no6asisuiv 20—30 MKJT MUHEpaJIbHOTO MacJa JUIsl TIpeoT-
BpamieHust ucrapenus. [P mpoBoguiam B cienyromiem
pexXuMe: INepBOHAYalIbHAsl [E€HATypaLus IIpU TeMIlepa-
Type +95 °C — 2 muH, +94 °C — 45 ¢, +65 °C — 45 c,
+72 °C — 45 ¢, punanbHas nocrpoiika +72 °C — 7 MuH.
IMponykTsl amMminduKanuy OUEHUBAIM METOAOM 3JeK-
Tpodopesa B 7% monMakpuIaMUIHOM Tejle C IOCIeLy-
IOIIIMM OKpalllMBaHWEM B PacTBOPe OPOMMCTOTO STUAUS
(0,1 mxr/Ma B IXTBE). OueHKy pe3yabTaTOB M 3aruch
¢oTo resieii TPOBOAMIM C UCTIOJb30BAHUEM CTAHIIUM TeJThb-
nokymeHtupoBanust GEL DOC 2000 u rmakeTta rmporpamm
Quantity One (BIORAD, Urtanus).

ITo pe3ynbTaTam MOBTOPHOTO CTaHAAPTHOTO LIUTO-
TEHETUYECKOTO MCCIIeNOBaHUSI Ha JTUM@OLIUTaX Mepu-
¢depuyeckoii KpoBM KapHOTHUIT TpobdaHIa oTlpenesieH
kak 46,XX,der(13)t(Y;13)(q?;q12),der(N)t(?;?) [11],

T.e. AHOMAJIbHBI C ABYMSI J€PUBATHBIMU XPOMOCO-
MaMu. Y oTua TmpobaHIa TIOATBEPXKIEHO Haluvue
pobepTcoHoBcKOM TpaHcaokauuu (13;15) — kapuorun
45,XY,der(13;15)(q10;q10).

st yTOUHEHUsI CTPYKTYPhI I€PUBATHBIX XPOMOCOM,
OOHapy:XKeHHBIX Y TTpoOdaHaa, BITTOIHEHA (hJTyOpECIeHT-
Hag in situ TMOpUIM3aLMs Ha XPOMOCOMHBIX TIperapa-
TaX W3 KYJIBTUBUPOBAHHBIX JTUM@POIUTOB. Pe3ymbrarhl
FISH-uccnenosanus:

ish der(Y)t(Y;15)(q12;q11.1)(DYZ3+,D15Z,DYZ1+,
UBE3A+,PML+), der(13)t(Y;13)(q12;p12) (DXYS224+,
DYZ1+,SE13/21+).

MonekynsapHO-1IITUTOreHETUIECKOE HcclenoBaHue
MO3BOJIMJIO YCTAHOBHTh, YTO OJHA M3 CTPYKTYPHO aHO-
MaJIbHBIX XPOMOCOM Y TIpoOaHaa TMpencTaBisieT coOoi
nepuBaTHYIO Xxpomocomy 13. JlaHHasi pepuBaTHasl Xpo-
MocoMa BO3HHUKJIA B pe3yJibTaTe TpaHCJIoKaluu par-
MEHTa MUCTAJIBHOTO TeTepOXpOMaTHUHA Y-XpPOMOCOMBI
Ha KOpOTKoOe Tuiedo xpoMocombl 13. Bropasi mepuBart-
Hask XpOMOCOMa COCTOUT M3 Y-XPOMOCOMBI U JJTAHHOTO
rieya XxpoMocomsbl 15 (CM. pUCyHOK).

MonekyaspHBIA aHaIu3 BBISIBUJI BCE MCCIIEIOBaH-
HbIE JIOKYCHI Y-XPOMOCOMBI; TAKUM 00pa3oM, YCTaHOB-
JIeHo, uto nipodaHa SRY-monoxuteneH, MUKpoaeaeum
B Jokyce AZF He oOHapyxXeHBI. B uTore mo maHHBIM
KOMIUIEKCHOTO  IITUTOTEHETUYECKOTO,  MOJIEKYJISIPHO-
muroreHetnvyeckoro (FISH) m monexkynspHo-reHeTH-
YecKOoro HCCJIeI0BaHWI KapMOTUIT TIpoOaHda ornpene-
neH Kak 46,XX,der(Y)t(Y;15)(q12;q11.1),der(13)t(Y;13)
(ql12;p11.2),-15.

3aKkJIIOYNTEIbHBIN AUarHo3: TOHOCOMHOE Hapylle-
Hue (opmupoBaHus mosia. Penkuii BapyaHT CHHApOMa
Kimaitadensrepa, nucomus X ¢ I1BOMHOIN Y-ayTOCOMHOI
TpaHCJOKaIen.

OO0cyxaeHue

B nutepatype paHee cooOIIATOCh O HECKOJIbKUX
nauueHTax ¢ cuHapomoM KialiHdenbrepa, MMerOIINX
pOOEpPTCOHOBCKME TPaHCJIOKAIIMU WM CTPYKTYpPHBIE
aHOMAaJIMM TIOJIOBBIX XPOMOCOM, B TOM 4HUCJE [eje-
1IMU, KOJIBbLEBbIE U U30AULIEHTPUYECKUE Y-XPOMOCOMBbI
[10—12]. Yactora Y-ayTOCOMHBIX TpaHCIOKALIWA
B 0OmIel Tomysssuuy coctasisgeT npumepHo 1 Ha 2000
yenoBek. L.Y. Hsu omucan 130 ciayyaeB TpaHciaoKaluu
Y-aytocoMm, mpuyeM okosio 50% (60 u3 130) mamueHTOB
MMEN CXOXYIO TPaHCIOKAIMI0 TeTepOXpOMaTUHOBOTO
pernoHa (Yql2) Ha KOpOTKOE TIUIEYO aKpOLEHTpUYe-
ckoii xpoMocombl (13, 14, 15, 21 unu 22) [14]. T1pu aTom
TPaHCJIOKALIMWA MEXIY JJTMHHBIM TJIEYOM Y-XpOMOCOMBI
(Touka paspeiBa B JOKyce Y(l2) U KOPOTKUM IIJIEYOM
xpoMocoMmbl 15 (Touka paspbiBa B 15p11—13) sBistorcs
Haubosee yacteiMu [15, 16].

B nurtepartype BcTpedaloTcsl eIMHUYHbBIE COOOIICHUS
0 aucoMun X y MalMEeHTOB MYXKCKOTO T0Jia, UMEIOIINX
TpaHCJIOKAIIMKA C BOBJIEYEHUEM Y-XPOMOCOMBI U aKpoO-
LeHTpUYecKux Xxpomocom [12, 17]. ¥ omHOro us HuUxX
KaproTun ObuT ompeneneH kak 46,XX,der(15),t(Y;15)
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KJINMHUYECKUE CJTYHAU

13 15

Pucynok. Ctpoenne HopMaibHbIX XpoMocoM (13 u 15) u nepuBaTHbix (der) xpomocom (13 u Y), o0na-

PYKeHHbIX y nanmenTa ¢ cunapom Knaiindeasrepa.

Cnpasa — oTcyTcTBHE B KapuoTune parmeHTa XpoMocoMsl 15 1 nesioii Y-xpomMocomsl (mepedepKHyThI

KpPAaCHbBIMH JIHHI/ISIMPI).

Figure. The structure of normal chromosomes (13 and 15) and derivative (der) chromosomes (13 and Y)

detected in Klinefelter syndrome patient.

(q12;pll), y mpyroro — 47 XX,+dic(Y;15) [12, 17].
B mepBoM citydae mamieHTOM SIBIISIIICS 23-JIETHUN MYyXK-
ypHa c OecruioaueM, y KOTOpOro ObuLla AMArHOCTHUPO-
BaHa TUIIOIUIA3UsT TECTUKYJ U HEOOCTPYKTUBHAsI hopMa
azoocriepMuu. TpaHciokalus Obljla  yHacjenoBaHa
oT (hepTUIBHOTO OTIIA, MMeBIIero Kapuotur 45,X,t(Y;15)
(q12;pl11) [15]. Bropoii mauveHT ObUT BISIBJIEH B TPYIIIE
WHAVMBUAYYMOB CO CBEPXUMCICHHBIMU MapKEepHBIMU
(nepuBaTHBIMU) XpoMocoMmaMH. JlaHHBIE 0 ero (peHOTUTIE
1 BO3pacTe aBTOpaMU He TIPUBEICHBI.

OueBUIHO, YTO ABOWHAS Y-ayTOCOMHAas TpPaHCJIO-
Kalusi, oOHapyXeHHasl y OMMCAaHHOTO HaMHU TallMeHTa,
SIBJISIETCSI  PE3YJbTAaTOM AHOMAJIIBHOW MEWOTUYECKOMN
peKOMOMHAIIUM B OTIIOBCKOM Mel03¢ MEXIy TeTepo-
XpoMaTuieckoit obnacteio Yql2 M 1IeHTpOMepHBIM/
MEepULIEHTPOMEPHBIM T€TepOXPOMAaTUHOM JIBYX aKpo-
LIEHTPUYECKHUX XPOMOCOM, BOBJIEYEHHBIX B pOOEpT-
COHOBCKYI0 TpaHciokamuioo (13;15) y otua mpobGaHna.
Hanuyue B kapuoTtune aByx X-XpoMOCOM M MaTepuaja
Bcell Y-XpOMOCOMBI TPUBEIO K Pa3BUTUIO CHUHIpOMa
Kmaitndensrepa. CrnemyeT OTMETWUTH, YTO IIepBOHA-
YaJbHO KapMOTUIT y TTpoOaH1a ObLT OIpe/iesieH HETOYHO,
YTO MOTIJIO MPUBECTH K HEINMpaBWILHOMY IMArHo3y —
cuaapom 46,XX-myxunHa (cuHapoMm ae s Lllammest,
46, XX-TecTukyjsipHass (opma HapylieHuss (HopMUpO-
BaHus nona). OaHAaKO, YYUTHIBAsl HAJTM4YKE B KAPUOTUIIS
Martepuasa Y-XpoMOCOMBI (BCETO KOPOTKOTO U JTTMHHOTO
rieva, eHTPOMEpPHOI 00J1acTH), TaHHBIN TMarHO3 HeBe-
pPeH, a BBISIBJIEHHAss XpOMOCOMHasi aHOMaJIus 110 Habopy
Marepuasia TOHOCOM COOTBETCTBYeT cuHiapomy KiaiiH-
denvTepa. Hu y mammeHnTa, H1 'y €ro oTiia He ObLJIO BBISIB-
JIeHO MUKpoelienuii B 1okyce AZF. Xots criepMuosioru-
yeckoe McciieqoBaHre y mpobaHia He ObLIO BBITIOJIHEHO,
MOXHO TIPENNOJIOXKUTD y MallMeHTa TSKeJI0e HapylleHne
criepMaToreHe3a, a HaJM4ue JTOTOJHUTENIbHONW XPOMO-
COMHOI aHOMaJIUM CYILIECTBEHHO CHUXaeT U 0e3 TOoro

HeOOJbIIINE IMAaHCHI Ha TIOJIydeHHWE SYIUIOMIHBIX CITep-
MaTO30UI0B, TIPUTOAHBIX UISI SKCTPAKOPITOPaTbHOTO
OIJIONOTBOPEHUSI, M Ha JOCTUKEHHWE OepeMEeHHOCTU
C COOCTBEHHBIMM TaMe€TaMU B OyAyIIuMX Iporpam-
max DKO/ICSI. OueBuaHO, YTO TIPUCYTCTBHE B Kapuo-
TUTIE TIallieHTa Y-ayTOCOMHOW TpaHCIOKAIUA MOXKET
yCyryoaaTh HapylleHMe CcIiepMaToreHe3a M Melo3a,
MPUBOIST K YBEJIMYEHUIO KonuuecTBa (%) aHeyIuIouma-
HBIX TIOJIOBBIX KJIETOK B CJIydae YaCTUYHOTO COXpaHEHUS
rameroreHesza. B Oymyiiem eMmy peKOMEHIOBaHO Criep-
MMOJIOTMYECKOE MCCJIeIOBAaHME, a B Cllydyae a300crep-
MWW — TIPOBeJIeHUE TECTUKYJISIPHOM OUOTICUM METOIOM
micro-TESE. Tlpu mojayyeHuu criepMaTto30uioB, Mpu-
TOJHBIX TSI OTUIOAOTBOPEHUS in Vifro, BO3MOXHA MpOolie-
mypa ICSI ¢ coGcTBEeHHBIMU TaMeTaMM C TIpeuMITIaHTa-
LIMOHHBIM T€HETUYECKUM TeCTUpOBaHUEM. B MpoTHBHOM
cllyyae pellieHue TpoOJieMbl PErpoaAyKIIMM BO3MOXKHO
C TTOMOIIBIO TIPOTPAMM IKCTPAKOPITOPATBLHOTO OTLIOMOT-
BOPEHUS C JOHOPCKUMHU CITEPMATO30MIaMMU.

IpencraBieHHBIN KITMHUYECKUI ClTydaii U HECKOJIBKO
ciydaeB cuHapoMma KiraitHdenbrepa ¢ Y-ayTOCOMHBIMU
TPaHCIIOKALIUSIMU, COOOIIEHHBIX B IUTepaType paHee, CBU-
JIETEJILCTBYIOT, YTO AHOMAJIMU ITOJIOBBIX XPOMOCOM MOTYT
CONPOBOXIATHCS  JAOTIOJTHUTEIbHBIMU  ayTOCOMHBIMU
aHOMaIMSAMU. Y HOCHUTeNel cOaaHCUPOBAHHBIX CTPYK-
TYPHBIX XPOMOCOMHBIX abeppalyii HeOOXOAUMO YYMThI-
BaThb BEPOSITHOCTH BO3HUKHOBEHUS JOIMOJIHUTEIBHBIX
MyTalii XpOMOCOM, KaK He BOBJIEYEHHBIX, TaK U BOBIIE-
YEHHBIX B MEPECTPOIKY, B YACTHOCTU PUCK 0Opa3OBaHMUsI
CJIOKHBIX XPOMOCOMHBIX TIEPECTPOEK B TOJOBBIX KIIET-
Kax B Meiio3e y OTIa WJIK MaTepH M UX BO3ZMOXKHOM Tepe-
Jadn yepe3 raMeThl MoToMCTBY. CliemyeT paccMaTpuBaTh
MPpY 3TOM HEOOXOIUMOCTh MPOBENECHMS TTPeUMITIaHAI-
OHHOTO TeHETUYECKOTO TECTUPOBAHUS W/WIN MpeHATaTb-
HOM LIMTOT€HETUYECKOM TMarHOCTUKMU.
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B MOMOLLIb TPAKTUYECKOMY BPA4YY

MNucekTHasa anaduiakcus
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Anadunakcus — TsKesas ALIepruyeckas peakuys, KoTopas yrpoxaeT xKu3Hu nauuenta. MHcekTHas anaduiakens onpenensercs
y kaxzaoro 10-ro nanuenta ¢ anadunakcueii. CBoeBpeMeHHOe JiedeHrne 1 YeTKUil AITOPUTM TAKTUKH KYMUPOBAHHUS COCTOSIHUSI MOXKET
CHACTH XKu3Hb NanyenTy. CoBepieHCTBOBAHHE MATHOCTHKH M MPABWIBHO MOJO0PAHHbIE PEKOMEHIALMH TO3BOJIST YIYYIINTD MOHU-
MaHHe MPUHIUIOB UCKIIOYeHus Oyaymux peakimii. [IpuBeieHbl 1aHHbIE 0 PACIPOCTPAHEHHOCTH, KJINHHYECKHX MPOSABJIECHHUSX, AUAar-
HOCTHKE M JIeYeHHH! MAIMEHTOB ¢ MHCeKTHON aHadmiakcueii. [Ipeacrapien KiMHUYeCKuii cirydail anaguiakcun Ha yKajieHHe 0COi.

Karouesvte caosa: demu, anaguaaxcus, UHCeKmMHAs AHAYUAAKCUS, UHCEKMHAS AANePRUSL.

Ansa untuposauns: lMamnypa A.H., EcakoBa H.B., XykanuHa E.®., ®ununnosa E.A. IHcekTHas aHagunakcus. Poc BECTH nepuHaTon v ne-
avarp 2024; 69:(4): 102-108. DOI: 10.21508/1027-4065-2024-69—-4-102-108

Anaphylaxis is a serious allergic reaction that is life-threatening. Insect anaphylaxis is diagnosed in one in 10 patients with anaphy-
laxis. Timely treatment and a clear algorithm of tactics to manage the condition can save the patient’s life. Diagnostics and properly
selected recommendations will bring more understanding of the principles of exclusion of future reactions. This article presents data
on the prevalence, clinical manifestations, diagnosis and treatment of patients with insect anaphylaxis. A clinical case of wasp sting
anaphylaxis is also presented.

Key words: children, anaphylaxis, insect anaphylaxis, insect allergy.

For citation: Pampura A.N., Esakova N.V., Zhukalina E.F., Filippova E.A. Insect anaphylaxis. Ros Vestn Perinatol i Pediatr 2024; 69:(4):
102-108 (in Russ). DOI: 10.21508/1027-4065-2024-69-4—-102-108

HHCCKTHaﬂ aHadwiakcuss — aHadWIaKTUYecKas
peaxiusi, BO3HUKAIOIIAs TPU YXKaJeHUM U yKycax
HAacCeKOMBIMH, a TaKXe MPH CONMPUKOCHOBEHWU, BIbIXa-
HUU YACTHULI T€JI WIM TIPOLYKTOB UX KU3HEIEITEIbHOCTH.

PacnpocTpaneHHOCTh UHCEKTHOI anadunakcum. Pac-
MPOCTPAaHEHHOCTh ~MHCEKTHOM aHa(pWIaKCUU  Cpenu
neteit cocrasiser 0,4—0,8%, y B3pociasix — 3%. Ha nomo
MHCEKTHOI aHaWIaKCUU TIPUXOIUTCS TTPUOIUZUTEITHHO
10% ot Bcex ciyyaeB aHadunakcuu [ 1]. ITo nanasim EBpo-
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neiickoro perncrpa aHadunakcuu (European Anaphylaxis
Registry), ammeprust Ha sI TIepeOHYATOKPBUIBIX CITy-
JKUAT BTOPOM IO YacTOTe MPUUMHONW aHa(PUIaKTUUECKUX
peakuuii y nereii (20,2%) mocie muineBoi ayutepruu [2].
JlaHHBIE OTHEJIeHUN HEOTIOXHON TTOMOIIY Pa3IMYHbBIX
CTpaH CBMIETEIbCTBYIOT, YTO SII TIEPEITOHYATOKPBLTBIX
BBICTYIAaeT MPUINHHO-3HAYMMBIM TPUTTEPOM DPa3BUTHS
1,5-34% anapwmmakTuueckux peakumii [3]. Pomurenu
IeTel, CcTpagalomx aHaduIakcueit K sy rmepernoHyaro-
KPBUTBIX, OTMEUAIOT 3HAYMTEIbHOE CHWXKEHHUE KauecTBa
JKU3HU CEMBU, YTO B OOJBIIEH YacTU ONpeAesieTCsl TICH-
XOJIOTMYECKOUN COCTaBJISIIONIEN B BUAE MOCTOSTHHOW Tpe-
BOTH 3a XKM3Hb peOeHKa B CTydyae yxKaJleHUsI HAaCEKOMBIM.

ConyTcTByIOIIME ajulepruyeckrie 3aboJeBaHUST —
OITHY U3 OCHOBHBIX (DAKTOPOB PUCKA Pa3BUTHSI CUCTEMHOM
OCTpPOW peaklMy Ha yxXaJeHle HACEKOMBIMU. Y TOAPOCT-
KOB B Bo3pacte 13—14 neT, cTpagalonmx auieprudecKIuMn
3200JIeBAHUSIMU, YacTOTAa Pa3BUTUSI CUMIITTOMOB MHCEKT-
HOI aHa(WIIAKCUU BBIIIE, YEM Y YCITOBHO 3M0POBBIX JeTEi
(36,9% w1 24,8% cootBeTCTBEHHO) [4].

B cBoto ouepenb, TaHHBIE O MPOTHO3UPOBAHUY TSIKE-
CTU TEYEHUST MHCEKTHOI aJulepriyd TPOTUBOPEYUBEI.
PaHee cuuTanoch, 4TO PUCK Pa3BUTHUST CUCTEMHON peak-
LIMM U €€ TSDKECTh YCYTYOJSTIOTCST C KaXKIbIM TIOCTIEIYIO-
UM yXKaJleHWeM HAaCceKOMBIM, B YaCTHOCTH 3TO MOXKET
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MPOSIBISIThCST Pa3BUTHEM 00Jiee BBIPAXKEHHBIX CHMIITO-
MOB 3a 0oJiee KOPOTKUIA Iepuon BpeMeHn. BMecrte ¢ TeM
CYIIECTBYET 1 ITIPOTUBOIIOIIOKHOE MHeHe. Y 1 13 5 manmu-
€HTOB CIYCTSl JJTUTEIbHBIN CpoK (HabaoaeHue 10 32 jer)
rocJjie TIepBOHAYaIbHOM peakilMu BCe ellle pa3BUBAeTCsI
ajutepruueckuii orset [5]. [1pu 3TOM BepOsSITHOCTH pa3BU-
THSI CUCTEMHBIX peakKIil y TallMueHTOB, KOTOPble UMEIOT
BBIpa’KeHHBIE MECTHBIE PeaKlUU Ha YKaJeHHe HaceKo-
MbIX, coctaBisieT 5—10%, a puck pa3BuTHsg aHadUIaK-
cum — 3% [6].

daranbHble peaklMU TP yKaJeHUU HACEKOMBIM
JIOCTaTOYHO pPACIPOCTPaHEHBI. AJUIeprusi Ha s Tiepe-
IMOHYATOKPBUIBIX B psJie CTpaH cBsidaHa nmpumepHo ¢ 20%
CMepTeJIbHBIX CJydyaeB cpeau BceX aHauIaKTUYeCKUX
peaknuii [7]. CmepTh HacTymaet B TedeHune 10—15 mMuH
rmocJie yXaJeHUs B pe3ysibTaTe pa3BUTUSI aHaADUIaKTUIe-
CKOTO IIIOKa ¢ TTOJIMOPTaHHOM HeJ0CTaTOYHOCTHIO, B 25%
clTyyaeB BCJIEZICTBHUE BbIPasKEHHOTO OTeKa B 00JIaCTH TOP-
tanu [8]. TIpu aToM B 40—50% Bcex JeTaTbHBIX Cly4aeB
WHCEKTHOU aHadulakcuu y OOJIbHBIX paHee He OTMeva-
JIOCh peaklnii Ha yxKaJeHUe HAaCeKOMBIX, UYTO XapaKTepu-
3yeT UX HeNpeacKa3dyeMocTh [9].

Tpurrepsl nHcekTHOI anadunakcuu. Haubosnee onac-
HBIMM, C TOYKU 3PEHUS TPUTTEPOB TSI Pa3BUTHUST MHCEKT-
HOI aHatUIaKCUU, TPU3HAHBI TIPEICTABUTEIN OTpPSIa
MepeOHYaTOKPLIILIX  (Hymenoptera), TIpaKTUYECKU
UCKJIFOUUTEIbHO OTHOCSIIIIMECS K CeMeHCTBaM MTYETMHBIX
(Apidae: MenoHocHas Tyena, mMeb U ap.) u oc (Vespi-
dae: HACTOSIINE OCHI, IJTUHHBIE OCHI, IIEPITHU W Ap.),
MoaOTpsiAy Xansiux (Aculeata).

DTU HACEKOMbIE MUHBEIIMPYIOT SI71 BO BpeMsl yKaJleHUSI,
YTO MPWBOIUT K Pa3BUTHIO B OpTaHM3Me CEHCUOWIM3a-
LMW K cojepKalmMmcs B siie mpotemHaMm. Kpome Toro,
SIIT TIEPETIOHYATOKPBLUTBIX HACEKOMBIX COIEPKUT OOJTBIIIOE
KOJIMYECTBO OMOJIOTMUECKU aKTUBHBIX BEIIECTB, TAKUX
KaK HHU3KOMOJIEKYJISIpHbIE COeIMHEHUsT (OMOTeHHBIE
aAMMWHBI, aMMHOKHCIIOTBI, (HOCHOTUMUIBI), OCHOBHBIE
MenThabl (METUTTUH, allaMUH U JIp.) ¥ BBICOKOMOJIEKY-
JIsipHBIe OeNiKM (TMajlypoHMIa3a W Jp.), OKa3bIBAIOIINX
BBIpaXXEHHOE TMPOBOCTIAJIUTENIEHOE NeiicTBUe. BbuoreH-
HbI€ aMUHBI BBI3BIBAIOT pAaCIIMPEHNE U TTOBBIIIEHUE ITPO-
HUIIAeMOCTHU cocynoB, 0ouib. [lenTuasl n dhochoaumnumabl
BBI3BIBAIOT TOKCHYECKUE 3G (MEKTHI, (PepMEHTHI U BBICO-
KOMOJIEKYJISIPHBIE TIETITUILI MOTYT OBITh TPUYNHOM pa3-
BUTHS JIJIEPTUIECKUX PEaKIIUA.

B 1enom OOJBIIMHCTBO ajlJIEPTUUECKUX peakIuit
BO3HUKAET TOCTE YXaJeHUs TeperOHYaTOKPbUTBIMU
(ITYEJTBI, OCHI, IIIEPIITHM ), TIPU 3TOM UCKITIOUMTETLHO XKEeH-
CKMe 0COOM 3TOW TpyMIibl HACEKOMBIX 00JIaIaloT MOJIM-
(ULIMPOBAHHBIM SULIEKIAAOM, CIYXKAIIUM KaJISIIAM
armaparoM. [T4eTbl ¥ IIMeNTH KaJIIT TOJBKO TIPU 3alluTe.
M3 Bcex MepernoHYaTOKPBUIBIX TOJBKO IMUeTbl UMEIOT
3a3yOpeHHOe Kajo, KOTOpPOE OCTaeTcsl TpU yXKaJeHUU
B Tejie XEPTBBI, UTO MPUBOIUT K THOETM HACEKOMOTO.
[IImMenn kanaT KpaiiHe peaKo, OChl OOBIYHO HE TepsSIoT
CBOETO Xajla M TI0O3TOMY CITOCOOHBI YXaJIUTh >XEPTBY
HecKoJIbKO pa3. [Tuesbl BEIACHSIOT OOIbIIIOE KOJUUECTBO

Iamnypa A.H. u coasm. IHcexTHast aHadbuIakcust

sila BO BpeMsl OmHOKpaTHoro yxayneHust (50—140 wmr),
KOJIMYECTBO sa B JKaJie OChl CPaBHUTEIbLHO MEHbIIIE
(2—17 mr). AHaduIaKTUYECKUE peakluy MPU YXKaJIeHUU
MEIOHOCHOM TTYeJIbl pa3BUBAIOTCS 4Yallle, YeM TMpU yKa-
JIECHWU OCOM, TIPY 3TOM WHCEKTHasl aHa(bUIaKCUs Jale
BCTpeYaeTcss TP YXKaJleHUU OTpeAeIeHHBIM BHUIOM OC
(Vespula maculifrons). TlalimeHT MOXeT pearupoBaTh
Ha yXaJleHue HaceKOMBIMM OJHOTO W TOTO e BUIA
C PasBUTHEM pa3IMYHONW WHTEHCUBHOCTU CUMIITOMOB,
YTO CBSI3aHO ¢ Oosiee yeM 10-KpaTHOI BapnaOeIbHOCThIO
KOJINUECTBA S171a, BBOAUMOTO HACEKOMBIM BO BpeMsT yKa-
sneHust [10]. BTo MoXeT BbI3BIBATh y YelOBeKa CyObek-
TUBHOE OIIYIIIEHWE OTCYTCTBUS PeaKLUU U TTOTePIo Oau-
TEJbHOCTH, UTO, OE3yCIIOBHO, TIPEICTABIISIET OTTACHOCTD.

Kpome Toro, cyiiecTByeT Ce30HHBIN (haKTOp, BIM-
SO Ha PUCK KOHTaKTa ¢ HACEKOMBIM. Tak, TJesTbl
yalle HamnaJaloT BECHOW W B Havaje JieTa, TIpU TeTIoin
BJIAXKHOM TIOTOfIe OHM OCOOEHHO arpeCCUBHBI; HATIPOTUB,
KOJIMYECTBO YXKaJleHU ocaMy B HadvaJie JieTa HeBEJIUKO
M Bo3pacTaeT B aBrycte-ceHTsiope. Illepurnu, 6amskue
MO TPOUCXOXICHUIO K OCaM, THe3OATCS B KyCTapHU-
Kax, 4TO OMNpeIessieT BBICOKYIO BEPOSITHOCTD YKaJIeHUS
TIpU TIPOBEIEHUY CalOBBIX paboT.

Kmaunyeckas kapruHa. CUMITOMBI MHCEKTHOM aHa-
(urakcuu, Kak TIpaBUJIO, Pa3BMBAIOTCS CTPEMUTETHHO
B TeYeHUE HECKOJBLKMX MUHYT TIOC/IE YXKaJIeHUS, TIPU 5TOM
MO0 HEKOTOPHIM JaHHBIM, B TepBble 10 MMH pa3BUBa-
etcsa okoso 51% cnydaeB aHaPUIAKTUYECKUX PeaKIIvid,
a B teueHue 11—40 mun — 30% [11]. CKopocTh TosiBiie-
HUS ¥ HAapaCTaHWSI CUMITTOMOB MHCEKTHOM aHaWIaKCUK
CITY>KUT OTHOCHUTEIBHBIM MapKepOM TSIKECTU COCTOSTHUS.
CyliecTByeT KOPPENSys MEXIy MepruoIoM BO3IEHCTBUS
TPUTTEpa, HAaYaJIOM Pa3BUTHS TIEPBBIX CUMIITOMOB peaKIIuKi
W UX TSDKECTBIO, TIPU 3TOM CTPEMUTETBHOE Pa3BUTHE CUM-
MTOMOB OTIpeesisieT Ooee TsoKesoe TeueHWe aHauIak-
cuu [12]. Tak, peakumu, pa3BuBaroIIecs CycTs 1—2 MuH
TocJie yKaJleHUsI, OObIYHO OIIEHWBAIOTCA KaK TsTKeJTbIe,
OTCpOYEHHbIE — Kak Ooiee jierkue. KpoMe Toro, TsokecTh
peakiy MOXKeT YCYTyOJISITbCS OMHOBPEMEHHBIM YsKaJle-
HUEM HEeCKOJTbKUMM HaCEKOMBIMU WJTU TTIOBTOPHBIMU 31U -
30aMH yKaJleHUsl B TE€YEeHMe OIpeAeSIeHHOTO Ieproaa
BpeMeHU (Harpumep, B TeueHue 1—2 mec) [13].

CUMIITOMBI MTHCEKTHOM aHa(UIaKCHU COOTBETCTBYIOT
OOILENTPUHATHIM KIIMHUYECKUM KPUTEPUSIM aHaduIaK-
cuu [14]. BoBieueHre KOXM/CAUZUCTBIX 000104YeK (Kpa-
MUBHULIA, 3y, aHTUOOTEK W JIp.) y JAeTell MPU pa3BUTUK
aHa(UIAKTUYECKUX peaKlMil Ha yXaJeHUue OTMedyaeTcs
HaunboJiee 9acTo M BCTpevyaeTcs MpuoausuteabHo B 80%
ciyyaeB. AHa(MIIaKTHYECKUE PeakIIMi MOTYT COTIPOBOXK-
JIaThCs BBIPAXKEHHOM MECTHOM peakliveil B MecTe yxKaje-
HUS, B BUIE YPTUKAPHIiA, BE3UKYJI, HEKPOTUIECKUX U3Me-
HeHuit. [Toutn B 50% ciydaeB MHCEKTHOI aHa(UIaKCUKA
y JeTeil BOBHUKAIOT peCIpaTOpHbIe CUMITTOMBI (YIYIITbe,
JIMCITHOD, OXPUTUIOCTh, OTEK TOPTaHU, OPOHXOCITa3M, 1A~
HO3). Y OTIEeNBbHBIX MallMEHTOB MOTYT TOSIBJISIThCS TACTPO-
WHTECTUHATbHBIE CUMIITOMBI: TOIIHOTA, PBOTA, AMC(ha-
rusi, 6onu B XXuBoTe U T.1. [Ipn nHCeKTHOI aHadUIakcuu
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CUMIITOMBI TIOPaXXEHUsI CEpPIeYHO-COCYAUCTON CUCTEMbI
MOTYT MPOTEKaTh M30JMPOBAHHO U HE COIPOBOXIATHCS
KOXHBIMU MPOSIBJICHUSIMU, TIPU 3TOM TMIIOTOHUS Y eTei
BCTpPEYaeTCsl PenKo, B OTIIMYMU OT B3POCIbIX MAIIMEHTOB,
13 KOTOPBIX MPpUOIU3UTETbHO 30% WCTIBITHIBAIOT TUITOTO-
HMUIO C TToTepeii co3HaHust. Kpome Toro, BO3MOXHO pa3BU-
THE W JPYTUX CUMIITOMOB: HEIPOM3BOJIbHOE HelepKaHUe
MOYM U KaJa, KoJuiarnc u T.1. [1pyu nHcekTHO# aHaduIak-
CHUM YacTO BO3HMKAIOT SIPKUE CYOBEKTUBHBIE CUMITTOMBI,
Takie KakK AUCKOMMOPT B Tropjie WM TPYAM, OIBIIIKA,
TOJIOBOKpY:KEeHHMEe, JyBCTBO OecmokoiictBa [9]. CmepThb
MPY MHCEKTHOM aHaMIaKCUN OOBIYHO CBSI3aHA C pa3BU-
THEM KoJjutarica uiv acuKCUu B pe3ysibTaTe 00CTPYKIINKU
IIbIXaTeJIbHBIX TTyTEH.

JIuarnocTuka WHCeKTHOW aHadmunakcun. B nwmar-
HOCTMKE WHCEKTHOW aHadWIakcuyd TepBOCTEIIEHHOE
3HaUeHUE WMEEeT TIIATeJIbHO COOpaHHbBII aHaMHE3.
IMocnennuii mo/keH BKIOYaTh MH(pOpPMALMIO O BCEX
MPEbIIYIIUX peaKInsIX, BpeMEHU UX Pa3BUTUSI, CUMII-
TOMax W TpoBoaumMoil Tepanuu. Heobxomumo momuep-
KHYTb, YTO peaklusl Ha Jo0oe yXaJleHUe MOXET ObITh
BapuabeIbHOI B OTHOLIIEHUU YaCTOThI Pa3BUTHST U TIXKE-
CTH Jaxe y AeTel ¢ aJuIeprudecKUMM 3a00JIeBaHUSIMU.

OcHoOBaHUeM ISl TIOI03PEeHUST HA MHCEKTHYIO aHadu-
JIAKCHIO B MIEPBYIO OUepe/Ib CIIyKaT CIICAYIOLINE TTPU3HAKY:

— pa3BUTHE CUMIITOMOB aHa(WIaKCUU B HEIOCPEI-
CTBEHHOI BPEMEHHOI OJIM30CTH OT MOMEHTA YyKaJeHMUSI
HACEKOMBIMM (MJIM KOHTAKTa C HACEKOMBIM);

— HaJMyue CEeHCHOWIM3alluM K MpearojaracMbiM
WHCEKTHBIM aJjlJlepreHaM — BBISIBJIEHHUE crenudpuie-
cknx ummyHorooynuHoB kiacca E (sIgE) B ceiBopoTke
KPOBU, TIO3UTUBHBIE KOXHBIE TECThl C 3KCTpaKTamMu
U3 TeJl HACEKOMBIX U MIPOIYKTOB UX XKU3HEACSTETbHOCTH,
KoTopblie B PD MajonocTymHBbI.

COop aHamMHe3a MalMeHTa JT0KEeH 10 BO3MOXHOCTH
BKJIIOUaTh MACHTU(UKAINIO HACEKOMOTO-BUHOBHUKA.

B MOMOLLIb TPAKTUYECKOMY BPA4YY

BaxxHbiM (hakTOpOM, XapaKTepU3YIOIIUM MEeIOHOCHBIX
myes, sBJsSIeTCsl TO, YTO 3TO €IWHCTBEHHBIM BU Tepe-
MOHYATOKPBLIBIX, KOTOPHIH IMOYTH BCETIa OCTABIISIET CBOE
KaJlo B MecTe yXayieHus XKepTBbl. KpoMe Toro, B aHam-
He3e MalMeHTa CleAyeT YIUThIBaTh MH(pOpMaLIMIO O 1aTe
¥ KOJIMYECTBE peakluii Ha yKaJleHue, TSKeCTU CUMIITO-
MOB U BPEMEHU UX Pa3BUTHsI, a TAKKe OLIEHKY HATUYIUS
MOTeHUMATBHBIX (PAKTOPOB pHCKa, TaKUX KaK TpUEM
JIEKApCTBEHHBIX CPENCTB (HANpUMep, HECTePOMIHBIX
MPOTUBOBOCITAJIMTENIBHBIX TMpernapaToB, WHTHMOMTOPOB
aHTMOTEeH3MHITpEeBpallapiero GepMeHTa), CepaedyHo-
COCYIUCTBIE U Ipyrue 3a001eBaHusl.

B pamkax crneunduieckoro aujaeprorecTUpoOBaHUS
MaluMeHTOB C MOJ03pPEHNEM Ha MHCEKTHYI aHaduiak-
CUIO CYHIECTBYIOT CJTOXXHOCTU. [103UTUBHBIE pe3yabTaThl
onpenenenus sIgE mis amrepreHoB METOHOCHBIX ITYET
W IIEPIIHSI MOTYT OBITh CJIEACTBMEM TEPEKPECTHO pea-
TUpyoIuX yriaeBoaHbix AetepmuHaHT (CCDs), Haxons-
IIMXCS B HATUBHBIX ajulepreHax. S pasiuyHbIX oc obia-
JaeT BBICOKOI CTEMEeHbIO TMEePEeKPECTHONM pPeaKTUBHOCTU
JIPYT C IPYTOM U COJAEPXKUT TOMOJIOTUYHBIE aJlJIEPTEeHBI.
ITo HEKOTOPHIM TaHHBIM, JTUIIb Y 50% GOJLHBIX UMEETCS
ajuIeprysl Ha IIEpITHeN MpU HaJWYUM TOJIOXKUTETbHBIX
TECTOB Ha $IJ1 OCHI.

ITpuHuMNIMaTbHOE U3MEHEHWE BO3MOXHOCTEH auar-
HOCTUKW M Tepariuyi WHCEKTHON aHahuJIaKCUU TTOSIBU-
JIUCh C BBEJIEHWEM B KJIMHUYECKYIO TPAKTUKY OIpene-
neHus sIgE Kk akcTpakTaM MHCEKTHBIX aJlJIEPreHOB U UX
pekoMOuHaHTHBIM OesikaM (ImmunoCAP; cm. Tabnuity).
BaxxHo, 4TO 3TH peKOMOMHAHTHBIE aJJIEpreHHbIE KOMITO-
HEHTBI HE CO/IepXXaT TMEepeKpPeCcTHO pearupyroimx yrie-
BoAHbIX AerepMUHAHT (CCD), U 5T0 NPUHUUNUAIBHO
TMOBBIIIAET KAYECTBO TECTUPOBAHUSI.

Oomwmit IgE (tIgE) He pekomeHmoBaH B KauecTBe
MUATHOCTUKU WHCEKTHOW aJuIepruu, OJHAKO €ro usMe-
peHre B codyeTaHUM C peldyiabraramu sIgE moxker OBITH

Tabauya. JlocTynHble TMATHOCTHYECKHE TeCTbI 11 onpeneenns SIgE K 3KcTpaKTaM HHCEKTHBIX aJIJIePreHoB M PeKOMOMHAHTHBIM

oeakam (ImmunoCAP)

Table. Available diagnostic tests for the determination of sIgE to insect allergen extracts and recombinant proteins (ImmunoCAP)

ImmunoCAP DkcTpakThl ajlliepreHoB

ImmunoCAP AJieproKoMInoHeHTbI

rApi m 1 ®ochonnmnaza A2, muensa MegoHocHas (i208)
rApi m 2 'manypoHunasa, rmuejaa MmeaoHocHas (i214)

il SIm maenbr MenoHOCHOM (Apis melifera)

rApi m 3 KucnotHast hocdaTasza, muena MmegoHocHas (i215)

rApi m 5 JIunenTuauinentyaasa, miejia MegoHocHas (i216)
rApi m 10 MkapanuH, myesna MmegoHocHas (i217)

i2 Oca nsitHuctas (Dolichovespula maculata)

i3 Oca obbikHOBeHHas (Vespula spp.)

rVes v 1 ®ocdommnaza Al, oca o6bikHOBeHHas1(i211)

rVes v 5 Oca oobsikHOBeHHast (1209)

i4 BymaxHbie ocbl (Polistes spp.)

i5 Oca xentas (Dolichovespula arenaria)
175 llepmens (Vespa crabro)

i77 Oca 6ymaxHas (Polistes dominulus)
i204 Cnenens (Tabanus spp.)

1205 IlImens (Bombus terrestris)

rPol d 5 Oca 6ymaxHas (i210)
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MOJIE3HBIM JUTS YIYYIIEHWST W YIPOILIEHUST WHTepIIpeTa-
11U, DTO 0COOEHHO aKTyaJIbHO B CBSI3U C UCXOHO OYEHb
HU3KUMU BBISIBIIsIeMbIMU ypoBHAMU SIgE Kk smam. ¥V 54%
MallMEHTOB C KIMHUYECKUMU TIPOSIBICHUSIMU CEHCU-
OuIM3aluy K SAaM TIeperOHYATOKPBUIBIX COOTHOIIIE-
nue sIgE/tIgE coctaBnsino >4% [15]. Takum obpasom,
B JIMArHOCTUKE aJUIepTMU Ha MYEJTUHBINA ST M3MepeHUe
tIgE MOXeT CIIy>KUTb PYKOBOACTBOM IS KITMHMIIMCTA
B KOHTeKcTe olileHKU oTHoteHust sigE/tIgE.
ITpuGnusutensHo oT 9 10 42% B3pOCIOro HACEJIeHUS
WMEIOT CEHCHOMIM3ALUI0 K STy TeperOHYaTOKPBUTBIX,
BKJIOUasi Mmuyejal M oc, 0e3 MpealiecTBYOLIe UCTOPUU
peakunu Ha yxayneHue [16, 17]. I[TockonbKy Hanuuue sIgE
HeoO0s13aTeJIbHO ToJpa3yMeBaeT KIMHUUECKU 3HAYUMYIO
aJUTepruio Ha s, y OOJBIIMHCTBA U3 3TUX MAllIEHTOB,
BEPOSITHO, CEHCUOMIM3AIIMS TIPOTEKAeT OECCUMIITOMHO.
HenaBHee wccnenoBaHue I10Kas3ajao, UYTO MCXOAHBIE
ypoBHU sIgE K muennHomy simy muesnbl rApi m 1 u oc rVes
v 5 He pa3uyajuch MexXay 0eCCUMIITOMHO CEHCUOWIM-
3UPOBAaHHBIMU CYOBbEKTaMU, TMallMEHTAMU, UMEIOIIUMU
KJIMHUYECKYI0 CEHCUOMIN3AIINIo, U MallueHTaMU, TTOJTy-
YaBIIMMU SII-CITeInprUIecKyto nMMyHoTeparuio | 18].
IMameHTsl ¢ ayieprueid Ha s MYesa JeMOHCTPUPYIOT
IIUPOKUI CIeKTp Tpoduiieil ceHCHOMIM3auuu K pas-
JIMYHBIM KOMITOHEHTaM sina. MMerolmecst UccienoBaHust
HE TIO3BOJISIIOT ClejiaTh OKOHYATeJbHBII BBIBOIL O TOM,
MOTYT JI KOHKPETHBIE TIPOGUIN CEHCUOMIN3AIN KOoppe-
JINPOBATh C TSIKECThIO 3a00J1eBaHus. CyllIeCTBYIOT JaHHBIE,
yTo ceHcubummzanmst K Api m 4 (sIgE > 0,98 kE1 /) moxeT
OBITH (DAKTOPOM prICKa CUCTEMHBIX peaKIInii BO BpeMs (ha3bl
Habopa 1035l sII-crielnUIecKoil UMMYHOTEPAITUK 1 0oJiee
TSDKEJTBIX CUCTEMHBIX PeaKIInii TTOCIIe YKaICHUST MEIOHOC-
Hoii myenoit [19]. Hpyrum ajiepreHoM — WHTEPEeCHBIM
KaHIIMIATOM B Ka4eCTBEe Mapkepa /sl IepCOHATU3UPOBaH-
HOW OlLIEHKM 2(DMEKTUBHOCTU U PUICKA peaKIMii BO BpeMsI
MPOBEIEHNS SI/I-CITeUM(PUUECKON UMMYHOTEpATTAN — STBJISI-
ercst Api m 10. PetpocrieKTiBHOE MHOTOLIEHTPOBOE MCCie-
JIOBaHME Y TAlMEHTOB, TIOTYYaBIINX SI-CITEIN(MUUECKYIO
WMMYHOTEpanuio ajjiepreHaMu sifa Tuesbl, IoKa3alo,
YTO JOMMHUpYIoIIas ceHcubomimzanuss Api m 10 (ompe-
nensteMast kKak >50% ot sIgE k skcTpakTy) TipeactaB-
ssier  coboit  dakTop pucka Hed(h(EKTUBHOTO Jiedye-
Hust [20]. Her koppensiimu MexXmy TSDKECTbIO peakiuid
Ha yXajieHue W KoHieHTpauuei sIgE kak K skcTpakTam
714, TaK U K aJlJIepreHHBIM KoOMIToHeHTaM [16, 21]. YV psana
MalEeHTOB ¢ MUHUMAJTbHBIMU YPOBHSIMU SIEE K sy MoxkeT
pa3BUThCS TsoKenlasg aHadwiakcus. B 1ieom  corsymacHo
pesyJibTaTaM HEeKOTOPBIX UcciienoBaHuii yposHu sIgE 0,1—
0,35 kUA/n cnenyet cuutaTh IMarHOCTUYECKN 3HAYMMbIMU
JUTSI TTALIMEHTOB C YeTKUM KIIMHUYECKUM aHaAMHE30M peak-
LM Ha yXajeHus1 1 HU3KuM ypoBHeM tIgE [22]. Bto naer
OCHOBaHUE U30eraTb TECTUPOBAHMUSI MAIIMEHTOB C CEHCUOU-
JIM3alMel K sIaM C TIOMOIIBIO aJlJIeproYmuIioB, TaK Kak WX
YYBCTBUTEJLHOCTh HUKE, YeM Y EIMHUIHBIX TECTOB.
AJiepreHbl TM4esbl M IIMeJIsT 00JIafaloT BBICOKOM
MePeKPECTHON PEeaKTUBHOCTBIO, TaK KaK OHM OTHOCSITCSI
K OTHOMY TofceMencTBy muen (Apinae). HeT mocTyrmHbIX

Iamnypa A.H. u coasm. IHcexTHast aHadbuIakcust

MapKepHBIX aJJIepreHOB, KOTOPHIE TTO3BOJISIIOT pa3indyaTh
MEePBUYHYIO CEHCUOMIN3ALINIO K SIIY MEITOHOCHOM TTYesThI
u 1Meist. B HacTosiee Bpemst B 6a3e JaHHBIX BceMupHOI
opranuzanuu 3apaBooxpaHeHust [UIS (MexmyHapos-
HBII COI03 UMMYHOJIOTUYECKUX OOIIECTB) TT0 HOMEHKJIa-
Type aJJIEpreHOB BBIACIIIOT 12 pa3IM4HBIX aJJIepreHOB
MEIOHOCHO! ITYeJTbl. AJUIEPTeHBI IIIMeNIsT U3YYeHBbI XyXe,
¥ TOJIBKO JBa CeMeNCTBa aJlJIepreHOB MOXKHO OOHAPYKUTh
B yKa3aHHOI 0a3e, COrIacHO KOTOpPOH CEeHCHUOMIM3aIu
Y JIULI, CTpafalolIMX aJlJIepryueii Ha s m4eIbl MEJOHOCHOM,
nocTyrHb! 1t Api m 1 (57—97%), Api m 2 (28—60%), Api
m 3 (28—63%), Api m 4 (17-54%), Api m 5 (16—70%)
u Api m 10 (35—73%). Tlo-BummmMoMy, OHM — HauboJee
aKkTyaJlbHbIE aJJIepTreHbl JIJIs1 TOTO UCTOUHUKA [23].

Cencubunuzanus IgE x say ocsl Ves v 1 Koneonercst
oT 39 10 66% B pa3HBIX MOMYISLIUSIX MALIMEHTOB C aJlJIep-
rueili Ha s naHHoro Hacekomoro. CeHCuOMIM3alus
K Ves v 5 o6HapyxkeHa y 82—98% maiueHToB ¢ ajiepruei
Ha si1 oc B aHamHese [24]. U3BecTHO Takke, uTto Ves v 5
CBSI3aH C TIEPEKPECTHOM PEaKTUBHOCTBHIO MEXIY OCOM
OOBIYHOI, OCOIT OyMakHOM U IIepPIIHEM.

Anneprenst Apim 1, Api m 3, Api m4 u Api m 10 moryT
paccMaTpuBaThCs KaK MapKepHbIe aJlJlepreHbl ISl Orpe-
JeIEHUs] TIOMJIMHHOM CEHCUOWIM3AUN K SOy ITYEITBI
MenoHOCHOM. Hapsiny ¢ ceHcnOum3aimeii K ajjiepreHaM
ssmaoc Vesv 1l /Pold1uVesv5/PoldS5, onu ciyxar
MOJIe3HBIMU WHCTPYMEHTAMM ISl BBIICHEHUST TIEpBHUY-
HOI CeHCHMOMIM3alMu, OCOOEHHO Y TAllMeHTOB C JBOM-
HBIMU TTOJIOXKHUTETbHBIMUA PE3YyJIbTaTAMKM TECTa, KOTOPHIE
HE CMOIJIM UIEHTU(MUIIMPOBATh HACEKOMOE-BUHOBHMKA,
WY B CJIydasix MPOTUBOPEYNBON KIIMHUUECKOW MCTOPUM
1 Pe3yJIbTAaTOB UCTIBITAHUI C 9KCTpaKTaMU sifia.

ITpuMeHeHNe KOMITOHEHTHOM aJlJIeproguarHOCTUKKA
MOKAa3aHO B CIIyYasiX MOJMCEHCUOMIN3AIIUY UJTU OTPHIIA-
TEBHBIX aJUIEPTUYECKUX TECTOB Y MAIIMEHTOB C JOKA3aH-
HBIM aHAMHE30M MPEAIIeCTBYIOIIEe peakiuyi Ha yxKa-
snieHne HacekoMmbiM. Criennduueckuii IgE K akcTpakram
sima M OTHENIbHBIM KOMITOHEHTaM MOXHO OOHApYyXWUTh
cpazy TIOClIe yKyca, HO ONTUMAaJbHbIM BpPEeMEHHBIM
WHTEPBAJIOM JUTS AMATHOCTUKHY TIpU3HaH niepuon 1—4 Hep
nocJie peakuuu [16].

Takum 00pa3oM, KOMITOHEHTHasl JMarHOCTUKa
aJUTepTM Ha S TeperOHYATOKPBUTBIX TO3BOJISIET pa3-
JIETUTh TIEPEKPECTHYIO PEaKTUBHOCTh M IBOWHYIO CEH-
CHOMIM3AINI0 K TIEPEeNOHYATOKPBUIBIM; WHTEPIIPETH-
poOBaTh TOJOXUTEIbHBIE PEe3yJbTaThl TeCTa Ha OCHOBE
9KCTPaKTa C HESICHOU KIMHWYECKOW KapTUHOU; MOMOYb
B OTOOpE MAlMEHTOB JUIS siA-Ccreluduieckoil UMMYHO-
Tepanuy B COOTBETCTBUM C MPODUIEM CEHCUOUTU3AUN
MaryeHTa; MpoaHaJu3upoBaTh PUCKU JO M BO BpeMs
SIT-CIIe M (UIECKON MMMYHOTEPAITUN.

W3 HecnenmmpuyecKnx 1TabopaTOpHBIX TECTOB B paM-
KaX TUATHOCTMKM WHCEKTHOW aHa(MIaKCUM BBIIEISIOT
omnpeJesicHe YPOBHS TPUNTa3bl B CHIBOPOTKE KPOBU
MallMeHTOB KaK BO BpeMs aHa(pWIAKTUUECKOW peak-
1M1, Tak U BHe ocTporo snu3ona. [To manHsiM L.P. Van
M COaBT. [25], y MallMEeHTOB ¢ MHCEKTHOM aHadMIaKcuen
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YPOBEHBb TPUIITA3bl B IJIa3Me KPOBHM CTAHOBUTCST MaKCH-
MaJIbHBIM uepe3 15—120 MuH 1ocie yKaJeHUsI, TIpU 5TOM
MUK YPOBHST JAHHOTO MapKepa CHIKAETCST B COOTBETCTBUN
C TIEpUOJIOM TTOTYKU3HU pepmenTa — 1,5—2,5 4. Omnpene-
JIATh UCXOMHBIN Oa3albHBIN YPOBEHb TPUTITA3bl PEKOMEH-
JIyeTCsl BCEM TalleHTaM, UMEIOIIM B aHaMHe3e CUCTEM-
HBle peaklMW Ha YXaJeHUs IMeperoOHYaTOKPBUTBIMU,
TaK KaK ero TMOBBIIIEHNe CBUIETEILCTBYET O O0Jiee BBICO-
KOM PHUCKe pa3BUTHS aHa(UIAKCUM B 1IEJIOM U TTOBBIIIE-
HUU BEPOSTHOCTHU PAa3BUTHS TSIKENBIX PeaKIUid MPU Mpo-
BeJICHUU aJliepreH-crenn(puIeckoil MMMYHOTepariu,
B TOM YUCJIe C MTHCEKTHBIMHU aljiepreHaMu [26].

Heo6xonuMo momuepKHYTh, YTO yKe OTpeneseH psi
KIMHUYECKUX W J1ab0opaTOpHBIX (paKTOPOB pUCKa pa3BU-
THS TSDKeNnoit mHceKTHol aHadunakcun. [Ipexae Bcero
9TO BBICOKAsI YaCTOTA M TSKECTh MPEABIAYIINX SITU30/10B
aHaduIakcuu, HaJMuKe y 60JIbHOTO MAacTOLIMTO3a U/ Wn
MOBBIIIIEHHOTO MCXOIHOTO YpOBHSI Tpurnrtasbl. Kpome
TOTO, TO HEKOTOPBHIM JaHHBIM, HM3KWI 0Oa3aJbHBII
ypoBeHb MAT-alleTHITHAPOIA3bl B TIa3Me TMallMeHTa
C MHCEKTHON aHadWIIaKCHell KOpPeIUpYyeT ¢ TKECTHIO
U pa3BUTHEM (haTaTbHON peakIMy NP yKaJIeHUU Hace-
KOMBIX, a TIpMeM aHTUTUIEePTEH3UBHBIX IIperaparosB,
B YaCTHOCTU OeTa-aApeHOOJIOKATOPOB, TaKXe IMOBbI-
IIaeT PUCK Pa3BUTHUS TSIKEIOM ajlIepTUIECKOM peakiuu
Ha ykaJleHre HaceKOMBIX [26, 27].

Jlevenne mnpu uHCeKTHOH aHadwiakcuu. JleyeHue
TP WHCEKTHOW aHa(WIaKCUU B IIEJIOM HE OTIMYAETCS
OT Tepanuu aHa(hUIAKTUUECKMX PeaKInid, CBSI3aHHBIX
¢ JIpYrMMM TpUTTEpaMH, U TpeOyeT HeMeIJICHHOTO BBe-
JIEHUsT STMHe(MpPUHA ¢ TIPOBEIEHUEM BCEX TMOCIEMIYIONINX
MEPOTIPUATUI,  TIPEAYCMOTPEHHBIX  COMIACUTETbHBIMU
JOKYMEHTAMM 110 JIeYeHWIO aHa(PWIAKTUYECKUX peak-
muii [14]. BaxHo, 4yTo mpu 0O6pabOTKe MecTa yKaJeHUS
ITYEJION HeJIb3s1 YAAJISITh XKaJlo TaibllaMU, TaK KakK MPU 3TOM
TTPOMCXOIUT CHABJIEHNE MEIIIOYKA C SIIOM U BIPHICKMBAaHKE
OCTaBIIIeTOCs sia B paHy. 2Kajo ciemayer ynaisiTb CKOJIb3-
SIIUM JIBVKEHUEM HOXa, MUKW JJIST HOTTEH WU HOTTS
IO TTOBEPXHOCTH KOXM, TIepelaBiInBas, TaKUM 00pa3oM
KaHaJl B LIEHTpE XaJla ¥ TIPeAyNpexaast TeM caMbIM JalTb-
Helilllee MOCTYIUIEHUE SI/1a B paHy.

Brimucka snuHedprHa MOKa3aHa BCeM IMallMeHTaM,
paHee TepeHeCIINM CUCTeMHBIE peaklUu Ha yxkale-
HUE MepernoHYaTOKPbUIbIX [3]. YpoBeHb ChIBOPOTOUHOM
TPUTITA3bl >8 HT/MJI CIIY>KUT KPUTEPUEM, CBUICTETHCTBRY-
IOIIMM O HEOOXOIUMOCTH HAJIMYUS B JOCTYITHOCTH 2 103
snuHepuHa. AHAJIOTMYHOE TIOJOXKEHUE OTHOCUTCS
U K OOJbHBIM C CUCTEMHBIM MACTOLIMTO30M W CHHIPO-
MOM aKTUBAIIUH TYIHBIX KJIETOK.

CyllecTBYeT psil CUTYallWid, CBSI3AHHBIX C MHCEKTHOM
aJyIeprueit, Tpy KOTOPBIX BO3MOKHAsST BBITTMCKA MMHEM-
puHa auckytupyercs. Harpumep, oObIYHO He TpeOyroTcs
BBITIMCKA 3MUHEe(PUHA, €CITA paHee ObUIAa TOJBKO KOXKHAST
CUCTEMHAsT peaKlvsl WJIA BeIpaskeHHAsT JIOKaJTbHAs peaKIIust
K XaJsieMy HacekoMoMmy. B mociienHem ciydae pyck Bo3-
HUKHOBEHUS B OYIyIIeM CHCTEMHOM peakly KOXHU/CITU-
3MCTBIX 000JT0UeK cocTaBisieT MeHee 10%, a pucK pa3BUTHST

B MOMOLLIb TPAKTUYECKOMY BPA4YY

TspKesol aHadbvnakcun — MeHee 3% [9]. OmHako MHIWBU-
NyaJibHbIE TIPEATIOUYTEHUST U YPOBeHb KoMopTa pebeHKa/
ponuTesieil, a TakKe JOTOJHUTEIbHBIe (haKTOphl (HApU-
Mep, TIPOKUBAHUE BOJM3U K XKaJISIIIMM HACEKOMBIM) MOTYT
OBITh OTIPEIETISIONIMMU B BHITIMCKE SIMMMHE(PUHA.

K coxanenuro, B pamkax crieliupuueckoi Tepanuu
WHCEKTHOW aJJIepTuu, TIPOBeNeHUE sI-CrelnpuIecKoi
WMMYHOTEpATMU K sIaM TIeperOHYATOKPBUIBIX B P®
HE OCYIIECTBIISIETCS B CBA3M C OTCYTCTBUEM 3aperu-
CTPUPOBAHHBIX COOTBETCTBYIOIIMX JIEUEOHBIX ajiepre-
HoB. CrenyeT MOMYEPKHYTh, YTO B GOJIBIIMHCTBE CTpaH
WMEHHO sIA-Crienuduieckas WMMYHOTEpArust Tepe-
TMTOHYATOKPBUTBIX CIIY>KUT OCHOBOI Teparuu y GOJIbHBIX,
CTpajgalolX WHCEKTHON aHaduIaKcuell WU APYTUMU
TSKEJBIMUM peakIMIMU K MHCEKTHBIM ajuiepreHam |3, 6].

B pamkax HacToseil cTaThy MPUBOIUM OIMCAHUE
HaIISITHOTO KJIMHWYECKOTO cJiydast peOeHKa, HaOJo-
natomerocss B MHctutyte BenbTHineBa ¢ cMMITOMaMu
CHCTEMHBIX peaKIWii MPH YKaJeHUM TIeperTOHYaTOKPHI-
JIBIMA HaCEKOMBIMU.

KnuHuyeckuin cnyyain

JInst yTOUYHEHWs OUarHo3a Ha TIpUeM K aJlJiepro-
JIOTY-UMMYHOJIOTY B KOHCYJBTaTUBHOE  OTIEJIeHUe
Hay4uHo-uccenoBaTeIbcKOro  KIIMHUYECKOTO  MHCTH-
TyTa MeIUaTpuyd M JIETCKOM XUPYpruu WM. aKajgeMmMuKa
I0.E. Benprumena oOpatwics mauweHT A. 3,5 rona,
¢ XajobaMu Ha OIHOKPATHO TIepeHEeCEeHHBIN B3IU30.
CUCTEMHOU aJJIepruyeckKoil peakiuu, MoTpedoBaBIIU
SKCTPEHHOM TOCTTUTAIU3AIUY B CTAlIMOHAD.

W3 aHamHe3a 3a060j1eBaHMsI U3BECTHO, UTO B BO3pacTe
3 et Ha (DOHE TTOJTHOTO 3M0POBST MATBYMKA YKATHIIO Hace-
KOMO€, BO3MOXKHO oca (CO CJIOB poauTesieit), B (anaHry
nayblia TIPaBOi KMCTH, TTOC/Ie Yero B TeueHne 5—15 MuH
OH PEe3KO TTOYYBCTBOBAJI ce0sl TJI0X0. Y pebeHKa oTMeva-
JINCh BbIpaXKEHHAs! C1a00CTh, OTEK B 00JIACTH 111eU, OOUIIb-
Hasl pBOTAa CO CJM3bIO, MPUCTYIOOOpA3HbIA Kallellb CO
CJIBIIIMMBIMU Ha PACCTOSTHUM CBUCTAMU B TPYIHOM KIIETKe,
CITyTAHHOCTh CO3HAHWs. PoauTelsiMM MajhbunKa BBEACH
BHYTPUMBIIIEYHO AeKcameTa3oH 0e3 addekra. PebeHKy
Obl1a BbI3BaHA Opuraga CKOpOW MEIMIIMHCKOW TMOMOIIIH,
Mpu (PUBMKAITEHOM OCMOTpE TOMOHUTELHO 3a(PUKCHPO-
BaHO TaJIcHUE apTepuabHOTO AaBieHus 10 60/40 MM pT.CT.
W TIOTeps] CO3HAHMSI, HEMPOM3BOJILHOE MOYEUCITYCKAHUE.
IMpoBomuiach MHQY3MOHHAST Teparusl KPUCTAIIOMIHBIMU
pacTBOpaMM, BHYTPUMBIIIEYHOE BBEleHUE aAHTUTUCTA-
MUHHBIX TIPENapaToB, KOPTUKOCTEPOMIOB, MAIMEHT ObLT
SKCTPEHHO TOCTIUTAJIM3UPOBAH B CTAallMOHAp B peaHU-
MallMOHHOE OTaesieHre. B craimoHape cMMNTOMBI ObUTH
KYIUPOBAHBI B TeUeHNE HECKOJbKUX YacoOB, B OTIEICHUU
peaHnMalM peOSHOK Haxomwics 24 4, B AaJlbHeHIIeM
TPU BBITIMCKE BBICTaBJICH IMAarHO3 aHTMOOTEKA.

B ceMeitHoM aHaMHe3e MalMeHTa OTCYTCTBOBAJIMN YKa-
3aHUS Ha aJulepruyeckue 3a00JIeBaHus, B TIEPCOHAIBHOM
aHaMHe3e Ha TMepPBOM TONIy XXU3HW UMEJICST aTOIMMYeCKUIA
JIEePMATUT KaK peakivs Ha KypUHOeE S0 C pa3BUTHEM
K IByM TO/IaM TTOJTHOI TOJIEPAaHTHOCTH K aJUIepreHy.
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MasbunKy TPOBENEHO alIeproo0cyieIoBaHNe, BKITIO-
yaBliee ornpeneneHue crnetuduueckux IgE (ImmunoCap)
K DKCTpaKTaM HaubOojee pacrpoCTpaHEHHBIX WHCEKTHBIX
aJIepreHoB: oca 00bIKHOBeHHas (Vespula spp.), oca Oymaxk-
Hast (Polistes dominulus), mimens (Bombus terrestris), 1iep-
weHb (Vespa crabro), cnenenns (Tabanus spp.), sSin TYebI
MenoHocHol (Apis melifera). Tlo pe3synbrataMm o0cCieno-
BaHUSI BBIBIIEHA CEHCUOWIM3AIUS K OKCTPaKTy ajiiep-
TeHOB ochl 0ObIKHOBeHHOI (Vespula spp.) — 3 kEnmA/n
U siIa TUesibl MemoHoCHOM (Apis melifera) — 0,67 KEnA/n.
BazanbHbIi ypoBeHb TpUMTa3bl (BHE 3MM300a aHabMIaK-
CUU) OTIpeNiesisIcsS B TIpeenax pedepeHCHBIX 3HAUYCHUI
(3 mxr/n, npu HopMe 0—11 mxr/1). [To TaHHBIM JTaGopaTop-
HBIX 1 THCTPYMEHTAJTbHBIX UCCIIEIOBAHUI ,COITYTCTBYIOIINX
MaToOTWiA  (HACJIENCTBEHHBI aHTMOOTEK, MAaCTOIUTO3
U JIp.), CTIOCOOHBIX MIPOBOIIMPOBATE/YCYTYOJISITh CUMITTOMbI
TepeHeCeHHBIX CUCTEMHBIX PEaKIIii, He BBISIBIIEHO.

Ha ocHoBaHMW TMOJYYeHHBIX HAHHBIX OOCIeI0Ba-
HUI, C yIETOM COOTBETCTBUSI CUMIITOMOB TTepeHECEHHBIX
CHCTEMHBIX PeaKIMi KIMHUYECKUM KpUTepUsiM aHadu-
JIAKCUU ¥ HAJTMUYWsI OYeBUIHOTO TPUTTEPa B BUIEC yKaJle-
HUST OCBI peOEHKY OBLT BBICTABIIEH TUATrHO3: «MHCEKTHAST
aHadumakcus». IlallMeHTy peKOMEHIOBaH KOMILIEKC
MEpOTPUSITAI, HAMpaBJIeHHBIX Ha WCKJIIOYeHUE KOH-
TakTa C SKaJAIIUMM TIePEeMOHYATOKPBUIBIMUA HaceKo-
MBIMH, MPEXKIE BCETO C OCAMMU:

— BBIXOOUTH Ha YJIWIy B JIETHEe BpeMsl B OJEXKIE,
MaKCUMaJTbHO 3aKPBIBAIOIIEH TEJIO;

— HaZeBaTh OIEKIY CBETIBIX TOHOB, N30EeTaTh SIPKUX,
TEMHBIX TKaHell (OHM B OOJbIIIEi CTeMeH! MPUBIEKAIOT
HACEKOMBIX);

— wu3beratb MpPUMEHEHWS] B CE30H BBLIETA Tepe-
IMOHYATOKPBUIBIX KOCMETUKH, ITYyXOB, ONEKOJIOHA, JaKa
IUTSI BOJIOC;

— 00s13aTeTIbHO HOCUTH 00YBb, HE BEIXOIUTD Ha YJIUILY
0OCHMKOM (HAaceKOMbIE YacTO KaJsIT HACTYIUBIINX
Ha HUX 0OCOIi HOTOI1);

— TIpY HAXOXICHWM Ha OTKPBITOM BO3Iyxe O00sI-
3aTeJIbHO HOIIIEHWE TOJOBHOTO yOopa (3amyTaBleecs
B BOJIOCAX HACEKOMOE 00SI3aTeNIbHO YKaJUT);

— IparMpoBaTh OKHA B JIOME MEJIKOI CeTKOI, He Mpo-
MTyCKalolleil HaCeKOMBIX MPU OTKPbIBAHUM OKOH;

— TIpU  TIOSIBJIEHUM TIOOJIM3OCTH  HACEKOMOTO
He JenaTh Pe3KUX IBMKEHWI, He XeCTUKYJIMPOBaTh,
OTTOHSIST OCY VUM TTYENTy, TaK KaK 3TO MOOYKIaeT HaceKo-
MoO€ K HaITaIeHUIo;

— He €CTh U He TOTOBUTH MUIIY Ha YJIUIIE;
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Oco0enHocT 00ecneYeHHOCTH M MOAXO0/IbI K MpuMeHeHHI0 BuTamMuHa D y nereii
B IOCTKOBHIHOM TepHo/ie

UK. boecomonosa, B.H. Ilepecoedosa

®re0yY BO «HYutmHckas rocynapcTBeHHas MeamumHekas akagemus» MuHsgpasa Poccuu, Yuta, Poccuns

Features of supply and approaches to the use of vitamin D in children
in the post-COVID period

1.K. Bogomolova, V.N. Peregoedova

Chita State Medical Academy, Chita, Russia

Buramun D — BaxKHbII KOMIIOHEHT UMMYHHO# (DYHKIMH, 2 ero Je(UIMT B JeTCKOM BO3PACTE CBA3AH C MOBbILIEHHBIM PUCKOM OCTPBIX
PeCnMpaTOPHBIX BUPYCHBIX HH(EKIIMii.

Ienb uccnenosanusi. OueHKa AMHAMUKH 00ecrieyeHHOCTH BUTaMuuoM D y eteii mocJie HOBOit KOPOHABUPYCHO# MH(eKImH Ha (hoHe
npuMeHeHus XoJeKaabuudepoa.

Marepuansi 4 MeToabl. Oocnenosansl 55 nereii B Bospacre 0—17 et (10,0 [9,2; 10,6] roxa), 52,7% manbuukos ¢ COVID-19,
KoTopbie nosyyanu xojekaasuugepos B 1o3e ot 1000 1o 3000 ME B Teyenune 30 queii B 3aBUCHMOCTH OT MCXOAHO KOHIEHTPALMI
25(OH)D. Yepes 30 aneit npuema Buramuna D, 1oBTOpHO onpesie/ieHbl ypoBHu 00mero BuraMuna D B cbIBOPOTKE KPOBH.
Pe3yabraTel. Memnana yposus 25(OH)D y neteii c COVID-19 cocraBuna 24,5 [23,9; 26,7] ur/ma. Y 34,5% nereii umesncs cratyc
nedunura Butamuna D (< 20 vr/ma), y 32,7% — uenocratounocts (21—30 ur/mi), y 30% naumeHToB MMeiach HOpMabHas odecrie-
yeHHOCTb BUTaMUHOM D (=30 Hr/mun). B pe3ynbraTte neyenus xoiekanbuud)eposiomM 4uciio aeTeii ¢ runmoBuTaMuHo3oM D ymenbmmnoch
B 2 pa3a (35,4%; p<0,05), c aneKBaTHbIM YPOBHEM — YBEJIMYWIOCH B 2 pa3a (65,5%; p<0,05). B 3apucumoctu ot yposus 25(OH D
He YCTAHOBJIEHO CTATHCTHYECKH 3HAYMMBIX Pa3JIM4Mii OT CTeNEeH! TSKECTH KopoHaBupycHoi nadexumu (1>=0,872; p=0,929).
3akmovenue. B 2/3 ciyyaeB y nereii, ungumupoBannbix SARS-CoV-2, ormeyasics runosuramuno3 D. Y nereii miaaie 6 jier yame
BBISIBJISUIA HEIOCTATOYHOCTh BUTaMuHa D, Torna Kak y manueHnToB B Bo3pacte 7—17 jer — nedunur Butamuna D. Pacnpenenenune
ypoBHs Butamuaa D He pa3imuasoch B 3aBUCHMOCTH OT (DOPMBI TSZKECTH KOpPOHABUPYCHO# HH(peKnyu. [IpunnMaeMbIx 103 X0/IeKab-
mugepona B Tedenue 30 qHel CKA3aMI0Ch MOJIOKHUTEILHO JUIsl MOBbILIEHUS] KOHIEHTPALUN BUTAMUHA D B CHIBOPOTKE KPOBH Y JeTeil
C HEJJOCTATOYHOCTBIO, HO He 00eCHeYIIO JOCTUKEHHS HOPMAIBHOTO YPOBHS Y NAIMEHTOB ¢ NedumuTom BuTamuna D.

Karoueswte caosa: demu, COVID- 19, nosas koponasupycnas ungexyus, sumamun D, xosexanrvyugepon, SARS-CoV-2.

Ansa untuposanms: Goromosnosa U.K., MNMeperoeaoBa B.H. OcobeHHOCTY 06ecrne4YeHHOCT 1 NoAXoAbl K MPUMEHeH0 ButammuHa D y neteri
B MOCTKOBUAHOM niepuoge. Poc BecTH nepuHaron n neguatp 2024; 69:(4): 109-115. DOI: 10.21508/1027-4065-2024-69-4—-109-115

Vitamin D is an important component of immune function, and deficiency in childhood is associated with an increased risk of acute
respiratory viral infections.

Purpose. To assess the dynamics of vitamin D supply in children after a new coronavirus infection with the use of cholecalciferol.
Material and methods. We examined 55 children aged 0—17 years (10.0 [9.2; 10.6] years), 52.7% boys with COVID-19, who
received cholecalciferol in a dose of 1000 to 3000 IU for 30 days in depending on the concentration of 25(OH)D. After 30 days
of taking vitamin D3, the levels of total vitamin D in the blood serum were re-determined.

Results. The median 25(OH)D level in children with COVID-19 was 24.5 [23.9; 26.7] ng/ml. 34.5% of children had vitamin D defi-
ciency status (< 20 ng/ml), 32.7% had insufficiency (21—30 ng/ml), a third of patients had normal vitamin D status (> 30 ng/ml). As
a result of treatment with cholecalciferol, the number of children with hypovitaminosis D decreased by 2 times (35.4%, p<0.05), with
an adequate level — doubled (65.5%, p<0.05). Depending on the level of 25(OH)D, no statistically significant differences were found
in the severity of coronavirus infection (x*=0.872, p=0.929).

Conclusion. In 2/3 of cases, children infected with SARS-CoV-2 had hypovitaminosis D. Children under 6 years of age were more likely
to have vitamin D insufficiency, while patients 7—17 years of age had a deficiency. The distribution of vitamin D levels did not differ
depending on the severity of coronavirus infection. Doses of cholecalciferol taken for 30 days were sufficient to increase the concentration
of vitamin D in the blood serum of children with deficiency but did not reach standard values in patients with vitamin D deficiency.

Key words: children, COVID- 19, new coronavirus infection, vitamin D, cholecalciferol, SARS-CoV-2.
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MnpobJieMy  OOIIECTBEHHOTO  3paBOOXPaHEHUS
BO Bcex Bo3pacTHBIX Tpymnmax [1, 2]. CorilacHO pe3yib-
TaTaM CTAaTUCTUKU B MUpe AeULUT BUTaMUHA D nMeroT
oonee 1 mupna yenoBex [3].

l[eqmum BuTaMuHa D TipencTaBisieT  Cepbe3HYIO

MUTaTeIbHOI paboTe, 3aB. Kadeapoii meraTpin JIeueGHOTO 1 CTOMAaTOJIOTHYe-
cKOro (haKy/IbTeToB YUTHHCKO TOCYIapCTBEHHOI METUIIMHCKOM akaieMuH,
ORCID: 0000—0003—4668—6071

672000 Ywura, yi1. Fopbkoro, 1. 39 A

Butamun D — mmiopunoTeHTHBIN TOPMOH, UMEIOIIM I
BaXKHbIE CBSI3M C MMMYHHBIM OTBETOM M MOIYJUPYIO-
1M aganTUBHBIA U BPOXKIEHHBIN UMMYHHBIN OTBET [4].
Butamun D BxomuT B uncio 3¢p¢GeKTUBHBIX BUTAMUHOB
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MPU BOCTTAJIUTENIBHBIX PeaKIUsIX UMMYHHOU CHCTEMBI,
MoJie3eH B CHIWDKEHUW YacTOThI Pa3BUTUST MUKPOOHBIX
WHGEKIUH 1 CMEPTHOCTH TTOCPEICTBOM pa3INYHbBIX KJie-
TOYHBIX MeXaHU3MoB [5, 6]. Baxna ponb ButammHa D
MPU BUPYCHBIX MHQEKIUSIX, TaK KaK OH WHIYIUPYET
KaTeJUIUANHBI U Je(hEeH3UHbI, CIIOCOOHBIC CHUXATh
CKOpOCThb permkauuu Bupyca [7]. B psme ucciemoBa-
HUI TOKa3aHa CBSI3b MEXAY KIMHUYECKUMM CUMIITO-
Mamu, TsekecTbio 1 ucxonamu COVID-19 B 3aBucumocTtu
OT KOHLeHTpanuu ButamuHa D B kposu [§8, 9]. Bomee
TOTO, Hapsiy C TIOAABJIEHUEM THUIEePBOCIATUTETbHBIX
peakiuii, BuTaMuH D yckopsieT mpoliecc 3aXKUBJIEHUS
MOpakeHHBIX YIaCTKOB, 0COOEHHO JierouHoi TkaHu [10].
Butamun D yBenuumBaeT KOHIIEHTPALIUIO MTPOTUBOBOC-
MaJIMTEJIbHBIX Y CHUKAET colepKaHue TPOBOCHATUTEb-
HBIX IIUTOKMHOB, BHI3BIBAIOIIX THEBMOHUIO U TTOBPEXK-
neHue JIeTkux [7].

ONUAEeMUOIOTUYECKUE MCCIEAOBAaHUSI  COOOIIMIN
O CBA3M MeXay AedUIUTOM BUTaMMHA D M OCTpBIM
MTOBPEXICHNEM JIETKUX BHUPYCHBIMU PECTTUPATOPHBIMU
nHdexkuusamu [11]. deduumrt Butamuna D criocoGcTByeT
BBICOKOMY PHUCKY BOCIPUUMYUBOCTU K WH(MEKIIMOH-
HOMY areHTy, a TakKe OTPUIIATeJIbHO BIUSIET Ha TEUCHHUE
u ucxon 3aboneBanus [12]. B mpenbiaymx ucciaenoBa-
HUSIX TIOKa3aHO, YTO AeUIUT BUTaMMHa D yBeamau-
BaeT PUCK Pa3BUTHST PECTTMPATOPHBIX MHMEKIINIA, BKITIO-
yast BBI3BaHHYIO peCTTMPaTOPHO-CUHIIUTUATLHBIM
BUPYCOM, TyOepKyJie3 W TPUIII, U SIBIsIeTCs] (DaKTOpoOM
pUCKa pa3BUTUSI OCTPOTO PECHUPaTOPHOIO JIUCTPECcC-
cuHzIpowMma [4].

Huskne KoHmeHTpanmuu BuTamMuHa D TOBBIIIaIOT
pUCK 3aboyieBaHUsSI KOPOHABUPYCOM Y NIeTeit, 00yCIIOB-
JmBaloT Oosiee HeOmarompustHoe TeyeHue COVID-19
U CBSI3aHBbI C OOJIBIIIMM YHUCJIOM CMEpTEIbHBIX MCXO-
noB oT mHbekunu, Bei3BaHHO SARS-CoV-2 [13, 14].
Hedbuuur ButamyuHa D cBSI3aH C TSIXECTbIO TeUEeHUS
u cmeptHocThio o1 COVID-19, nipu 3TOM y manmneHToB
¢ COVID-19 u octpoii npIxaTeTbHOI HETOCTaTOYHOCTHIO
oOHapyXeHa BbICOKasl paclpoCTPaHEHHOCTb TMITOBUTA-
muHo3a D [10]. AnekBaTHbIe YPOBHM BUTaMHUHA MOXKHO
MPEUTIOXKUTH B KaUeCTBE MOTEHIINAIbHOMN CTpaTeruy mpo-
GWIaAKTUKY 1 JIedeHUsI KOpOHAaBUpPYyCHOM 0ojie3Hm [13].

PannomMusupoBaHHOE UCCIeNOBaHKUE, TPOBEIECHHOE
B Kwurae, mokasano, 4yTo OJaroTBOpHOE BO3IEUCTBUE
BuTaMrHa D moaxonuT st MpodUIaKTUKA CE30HHOTO
TPUIIINA, YTO MOATBEPXKIaeTcsi 00JerdyeHueM CUMITTOMOB,
OBICTPBIM CHIKEHHEM BUPYCHOI HArpy3KU W BBI3IOPOB-
JieHreM ot 6one3nu [15]. pyroe ncciaegoBaHue 1o mpu-
MEHEHUIO €XEeIHEBHON BBICOKOW M03bl BUTaMWHA D
B CpaBHEHMU CO CTaHOAPTHOM Yy KaHAJACKUX JeTei
1MoKasajao, 4TO 4YacToTa pa3BUTUSI MH(EKUUI Tpurra
B TpyIIe, ToJydyaBIIeld BBICOKWE H03bl, CHU3WJIACh
Ha 50% [16]. UMMyHHBII OTBET TPOTUB PECTTUPATOPHBIX
BUPYCHBIX MH(PEKIINIT MOXET OBITh YIYYIlIeH TIPU T0CTa-
TouHoM ypoBHe 25(OH)D B cbiBopoTKe KpoBH [16].

MzyueHo BiMsiHME YpoBHSI BUTaMuHa D Ha TeueHue
nHpekunu, BbI3BaHHOK SARS-CoV-2, nenecoobpas-

B MOMOLLIb TPAKTUYECKOMY BPA4YY

HOCTb €r0 HasHauyeHUs ISl MPOMUIAKTUKUA U JICUYEHUS
HOBOIM KOPOHABUPYCHON MHMEKIUU Y JIUL[ MOXUIOrO
M cTapyeckoro Bo3pacra [2]. JleTu mpencraBissioT coOoit
0CO0YIO TPYIIY HAceJeHUsI ¢ BBICOKMM PUCKOM (hOPMMU-
poBaHUsI HeAOCTAaTOYHOCTH BUuTamuHa D. C yyeTom Biu-
SHUSI BUTaMMHA D Ha MMMYHUTET U BOCHaJEHUE, BaXK-
HOCTb 3I0pOBbsI JeTeil B OOIIeCTBe, a TakKKe BBICOKYIO
yacToTy medunmra ButTamMmHa D B Mupe 3T0 mcciemoBa-
HUeE TIPOBEJAECHO MIJIsi U3yUeHUs 00eCIeueHHOCTH BUTAMMU -
HoM D neteit ¢ COVID-19 B mOCTKOBUIHOM TIepHOIIE.

Ienb uccaenoBanus: olleHKA TMHAMUKKA OOeCTIeYeH-
HOCTM BUTaMMHOM D y JeTeil mocjie HOBOI KOpPOHaBM-
pycHOI MH(peKIMKU Ha (PoHE MPUMEHEHUS XOJIeKaTbI[-
depoia.

XapakTtepucTtuka petei U MeToabl UCCNeaoBaHUS

Hacrosiiee uccnenoBanue Bkitoyasno 55 aeteit B BO3-
pacte 0—17 net, u3 Kotopbix 29 (52,7%) MaTbunuKOB 1 26
(47,3%) nesouek ¢ nmuarHozoM COVID-19, rocnuranu-
3MpPOBaHHBIX B MH(eKIIMOHHOe oTaeneHue I'Y3 «l'opo-
ckag kiaumHuveckass 6oipHua Nol» 1. Uutel B mepuon
¢ anpesist o nioyib 2020 T.

Kputepnu BKTIOYeHUS B UCCIIeAOBaHWE: IETH, MHDU-
nupoBaHHble SARS-CoV-2, He npuHUMaBIIMe 100aBOK
BUTamMuHa D ¥ mpolennve TeCTUpOBaHUE Ha OIpele-
snenue koHueHtpauuu 25(OH)D B chiBopoTke KpoBU
BO BpeMsl TOCMUTAIM3allMi; BO3pacT Moyioxe 18 Jer;
MoANucaHHOe MHDOPMUPOBAHHOE TOOPOBOJILHOE COTJIa-
cHe 3aKOHHBIX TIpeICcTaBUTENei aeTeit 1o 15 et u mamu-
eHTOB cTapiie 15-JeTHero Bo3pacra Ha yyacTue B UCCIe-
TOBAaHWMU.

Kpurepuu HeBKIIOUEHUSI B MCCIIeIOBaHUE: CIIydyau,
korga koHueHTtpauuu 25(OH)D B chiBOpoTke KpoBU
He OMpeAeNisyINCh B TEPUON TOCTUTAIM3ALNN; TIPUEM
npenapaToB BUTaMuHa D; Bo3pact crapiie 17 jeT; oTkas
OT y4acTUsI B UCCIICIOBAaHUH.

Bce pommtenu mammeHTOoB Mitamiie 15 JeT U getm
crapiie 15 net moanucanu Gopmy MHGOPMUPOBAHHOTO
corjiacusi Ha ydacTue B HCCIIEIOBaHWUM, OJ0OPEHHOTO
koMuteToM 1o 3tuke ®I'bOY BO «UuruHckas rocygap-
CTBEHHasI MeIUIIMHCKas akaneMusi» MuH3apaBa Poccun
(mpotoxkoa Ne101 ot 15.04.2020 rona).

JluarHo3 «HOBasi KOPOHABUPYCHast MHMEKIUS
COVID-19» ocHOBaH Ha KOMIIJIEKCE KJIMHUKO-3MH1-
NEeMUOJIOTUYECKMNX, JTabOpaTOPHBIX W PEHTIeHOJIOTH-
YEeCKMX JaHHBIX COTJIACHO METOAWYECKUM pPEeKOMEH-
nauusiM - «OCOOEHHOCTH  KITMHUYECKUX TIPOSTBICHUI
U JedeHUs 3aboJieBaHMsI, BBI3BAHHOTO HOBOW KOpO-
HaBupycHoit nuHdekuueit (COVID-19) y nereii» (Bep-
cust 1 ot 24.04.2020 t.). Popma TSKECTU KOPOHABU-
pycHoit nHbekuun y 13 (23,6%) manueHTOB, KOTOpPHIE
npouutu TecT [P TonbKo n3-3a KOHTaKTa B aHaMHe3e,
6e3 MPU3HAKOB BUPYCHOM MHGMEKIINU, PEHTTeHOJIOT-
YeCKMX WU3MEHEHUI W He TPeabsSBISUIM XaloO, Kiac-
cudunmrpoBaHa kak OeccumntomHasg. Y 31 (56,4%)
pebeHKa aMarHOCTHpOBaHa Jierkas ¢opMa TSXKECTH,
MpY KOTOPOM OTMEYEeHBI peCclUpaTOpPHO-KaTapaabHbI
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boeomonosa U.K., Ilepecoedosa B.H. OcoOeHHOCTH 00ECTIEYEHHOCTH M MOIXO0/IbI K TPUMEHEHUI0 BUTaMKHa D y ieTeil B MOCTKOBMIHOM Mepuojie

CUHJIIpOM (Kalesb, 00Jb B TOpJie, 3aJJ0KEHHOCTh HOCA),
CUHIPOM WMHTOKcuKauuu (auxopanka <38,5 °C, cia-
60CTb, MUAJITUM), CUMIITOMBI TIOPAXKEHUS JKeJTyTOIHO-
KWIIIEYHOTO TpaKTa (TOIIHOTa, pBOTa, abIOMWHAbHAs
00/1b, pa3XMXKEeHHEe CTyja) 0e3 TMPU3HAKOB BUPYCHOM
MHeBMOHUM uiu tunokcuu. Y 11 (20%) nereit cocto-
STHUE OBIJIO CpemHel TIKECTH, MMEIUCh TMOATBEpK-
JIeHHasl THEBMOHUSI 0e3 MOTpeOHOCTU B KUCIOPOJE,
nuxopanka >38,5 °C, cyxoil HENMPOAYKTUBHBIN KallleJib;
Ha KOMITBIOTEPHOI TOMOTpaMMe IPYIHOM KJIETKHU BBISIB-
JIEHbI U3MEHEHUSI, TUITMYHbBIE JUIST BUPDYCHOTO TTOpaXKe-
Hus gerkux (KT 1-2).

Jlereit ¢ HOBOI KOpPOHABMPYCHOI WHEKIMen pas-
JIeJIMJIM C YYETOM TTOPOTOBBIX 3HaueHui ypoBHs 25(OH)
D commacHO peKoMeHIAUWsM HaIMOHAJbHON TIpo-
rpammbl «HemoctatouHocTs BUTaMuHa D y neTeit 1 moa-
poctkoB Poccuiickoit Menepaiyn: cCOBpeMeHHBIE IO~
XOmbl K KOppeKiuu» Ha rpynmsl [17]: amekBaTHBII
ypoBeHb BUTaMMHa D, ompenensieMblii Kak KOHIEHTpa-
uust 25(OH)D B chiBopotke kpoBu > 30 Hr/ma (n=18),
HEJI0CTaTOYHOCTh BUTaMUHA D, Mpu KOTOpOil comepka-
Hue 25(OH)D cocrapnstet 21—-30 Hr/ma (n=18); necoumur
25(0OH)D <20 ur/mn (n=19). JlonoJHUTETbHO NETH TT0/Ie-
JIeHHI 110 Bo3pacty: 0—6 et (n=13) u 7—17 net (n=42).

CornacHO HallMOHAJIBHOM TIporpaMMe peKOMeHIye-
MBIM TIpernapaToM JJisl JedeHus aecdunmra ButaMuHa D
sisieTcst xonekanbiugeporn (D,) [17]. M3 o6iueit rpynmbl
37 MalMeHTOB ¢ HEeIOCTATOYHOCThIO U Te(PUIIUTOM BUTA-
muHa D nonyvyanu nepopanbHo 2000 u 3000 ME BuTta-
muHa D, B IEHb COOTBETCTBEHHO B JIEKAPCTBEHHOI (hopMe
B TeyeHue 30 nmHeit. OctayibHble 18 TAlMEHTOB C aneK-
BaTHBIM ypPOBHEM BUTamMuHa D mpuHumanm sutamuH D,
B mpodmiaktuyeckoir mozuposke 1000 wim 1500 ME
B 3aBMCHMOCTHU OT Bo3pacTa pebenka. IlpueM mpenapa-
TOB XoJieKaJIbldeposia Ha3HAYAIN YTPOM BO BpeMsI €1Ibl,
JUTUTETbHOCTD AOTAIlUN cOocTaBmIa 1 Mec.

OO6pa3s1bl CBIBOPOTKY KPOBH JIJISI UBMEPEHMST KOHIIEH-
tpauuu obuero 25(OH)D cobupanu 2 pasa: 1o Havyana
noTalny XoJleKanbundepona u yepe3 30 gHelr mpuema
nperapaTta. YpoBeHb 001Iero 25-ruapokcuBuTamMuHa D
B CBIBOPOTKE KPOBU U3MEPSIIM C TIOMOIIBIO KOMMeEp-
YecKoro Habopa Ha MMMYHOXMMHMUYECKOM aHaM3aTope
Access-2 (Beckman coulter, CLLIA).

CTaTUCTUUYECKUI aHAJIN3 MOJYYeHHBIX JaHHBIX OCY-
LIECTBJISUTM C MCIOJb30BaHMEM TakeTa mporpamMm IBM
SPSS Statistics Version 25.0 (International Business
Machines Corporation, CIIIA). KonuuecTBeHHbIE Tepe-
MEHHBIe BBIpaXkaJu B BHIE MeIuaHbl, 1-To 1 3-To KBap-
useii: Me [Q; Q,], a KaueCTBEHHbIE XapaKTEPUCTUKU
ONMUCHIBAJIM KaK abCONIOTHBIE 3HAYEHWUS W TIPOIICHT-
Hole gomu (%). Kpurepuit xu-kBaapat ITupcona (y?)
WCTIOJb30BaIA UTSI CPaBHEHMSI Ka4eCTBEHHBIX NTaHHBIX.
CpaBHeHMe ypOBHell BUTaMUHa D B CHIBOPOTKE KPOBU
y MallMeHTOB J0 U TI0C]Ie TIpreMa MperapaToB XoJeKallb-
nrdeposia TPOBOAWIN C WCIOJIb30BAHUEM KPUTEPUS
Bunikokcona. Paznuuus npu p<0,05 cyurtanu ctaTucTv-
YeCKU 3HAYMMBIMH.

Pesynbrathbl U 06cyXxaeHue

BospacT o6cnenoBanHbIx aeteit cocraBua 10,0 [9,2;
10,6] roma. Menuana yposHs 25(OH)D y Bcex 55 obcie-
nyembix aeteit ¢ COVID-19 B teueHue mepBbIX 3 CyT
Mocjie TOCTIUTAIM3alMU 0 Hayvajia JIeYeHUsl XOJeKalb-
mudeposoMm coctaBuna 24,5 [23,9; 26,7] ur/mn. donsa
MalMeHTOB ¢ JOCTAaTOYHBIM YpOBHEM BHUTamMuHa D
B cbhIBOpoTKe KpoBu (> 30 Hr/mu) Ha QoHe moranuu
xonekaabludeposa yBenuuuiaach B 2 pasa (65,5%)
MO CpaBHEHUIO C TIepBOHAYaAJIbHBIMU JaHHBIMU (p<0,05).
YacroTta BBHISIBIEHUSI TUTIOBUTaMUHO3a D Ha ¢doHe Tpu-
ema mpemapatoB D, ymeHbmmmace B 2 pasa (35,4%;
p<0,05). Menuana yposHst 25(OH)D y neteit ¢ kopoHa-
BUPYCHOU MHEKIMel 1mocie J0Taluu XoJieKaablinde-
pouia coctaBwia 33,3 [32,4; 35,4] ur/mo.

Camast HU3Kasl 006ecIe4YeHHOCTh BUTAMMHOM D ycra-
HOBJIEHa Y JeTeil co cpeaHeTsDKeloil (opmoii HOBOI
KOpoHaBupycHoi mHbekunu (tabdn. 1). DddekTnBHOCTh
moTauuM mipenapata D, mponemMoHcTpupoBaHa y meTeit
¢ pa3Hoii creneHbio Tspkect MHbpekunu SARS-CoV-2.
Tak, menuana yposHs1 25(OH)D mpu GeccumritomMmHoO
dopme COVID-19 cratuctiyeckn 3HaAYMMO YBEINIMIIACh
B 1,3 paza (Z = —2,83; p=0,005), ipu snerkoii ¢hopme —
B 1,5 paza (Z = —4,409; p<0,001), ripu cpemHeTsKeIoM
TeueHun — B 1,4 paza (Z = —2,667; p=0,008) oTHOCHU-
TEJHHO MepBOHAYATbHBIX MOoKa3aTesei (cM. Tao. 1).

TTpuHATBIX 103 X0OJeKaTbLKbeposia 0Ka3aaoCh JOCTa-
TOYHO, YTOOBI 3HAYUTENILHO TTOBBICUTH OOIINI YPOBEHb
25(OH)D B cbIBOpOTKE KpPOBU B TPYIINE AETeil ¢ HEmO0-
craToyHocThio BuTamMuHa D (p<0,001; Tabma. 2). B To xe
Bpemsi menuaHa ypoBHs 25(OH)D B rpynmne marumeH-
TOB ¢ jaeduunuTtom BuTamMuHa D yBenumuunaach mocie
npueMa xojekanbuudepona (p<0,001; cm. Taba. 2),
HO He JOCTUIJIa YPOBHSI 3MOpOBBIX HeTeil. Hecmotps
Ha TOBBIIIEHUE KOHIEHTpAIlMU OOIIero 25-TUIPOK-
cuBuTaMrUHa D B TpymIe AeTeil ¢ TOCTAaTOYHBIM YpPOB-
HeM BuTamMmHa D Ha ¢oHe mpuema xosekanbrudepoiia
MO OTHOUIEHWIO K MCXOAHON KOHILIEHTpAILIMU, He TOJy-
YEeHO CTaTUCTMYECKM 3HauuMbIx pasnmuuii (p=0,078;
cMm. Tabn. 2). Mcxomst u3 maHHBIX, TPenCcTaBICHHBIX
B Tabj. 2, HE YCTAHOBJIEHO CTATUCTUYECKU 3HAYMMBIX
pasznuunit Mmexay yposHeM 25(OH)D u popmoit Tsikectu
HOBOI KOpoHaBUpYcHOI nHpekunu (p=0,929).

Tlpy aHanm3e oOecreyeHHOCTH BUTaMUHOM D
nereii, nHuuupoBaHHbBIX SARS-CoV-2, oOHapyxkeHO,
YTO B BO3pacTe Muladiie 6 JieT HeJOCTaTOYHOCTh BMTa-
muHa D guarHoctupoBaHa B 61,5% ciyuaeB, neuLAT
3apeructpupoBaH y 15,4% maumenToB (ta6ma. 3). Cpenn
neteit B Bozpacte 7—17 et HepoctaTouHocTh 25(OH)D
otMeueHay 23,8%, a nepuumt — y 40,5% nereii (tabu. 4).
CTaTUCTMUECKN 3HAYMMBIX Pa3IMUUii MEXIy KOHIIeH-
Tpamueid BUTaMuMHA D B CBHIBOPOTKE KPOBU U TTOJOM
neteit B Bo3pacte 0—6 jet (x*=0,26; p=0,877; cm. Tab. 3)
u 7—17 net (x*=0,68; p=0,710; cM. Tab11. 4) HE TTOTYICHO.

Ilpy Tepamuu HEIOCTATOYHOCTM BUTamMuHa D
y neteil B Bo3pacte 0—6 JeT 3apUKCUPOBAHO TTOBbBI-
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IIeHWe YpPOBHS oOmero 25-ruapokcuBuTaMuHa D
B 1,5 pasza 1o cpaBHEHUIO C UCXOIHBIMM TapamMeTpamu
(p=0,012; cM. Tabxa. 3). [Ipu 3TOM, HECMOTPS Ha TOJIO-
KUTENBbHYI0  JIUMHAMMKY KoHHeHTpauuu 25(OH)D
Ha (hoHe Teparuny XoJeKalbII(pepoIOM, YPOBEHb BUTA-
muHa D y gereit B Bo3dpacte 0—6 jeT ¢ neULIMTOM
He noctur Hopwmbl (p=0,180; cM. Tab. 3).

Kak mpencraBieHo B Tabn. 4, Ha (oHe mpuema
xosieKkanbuudepona yposeHb 25(OH)D B cwiBopoTKe
KPOBU CTAaTUCTMYECKM 3HAYMMO YBEJTUYUJICS Y IeTeid
7—17 ner ¢ HemoctatrouHocThio (p=0,005) u neduiu-
toM (p<0,001) ButammHa D. OmHako KOHIEHTpalLUs
25(OH)D B chIBOpOTKE KPOBU Yy MALIMEHTOB IIKOJIBLHOTO
Bo3pacTa ¢ Ae(UIUTOM BUTaMUHa D He JoCTUTIa TToKa-
3aTesier 3I0POBBIX NETEH.

B MOMOLLIb TPAKTUYECKOMY BPA4YY

PacrnipocTpaneHHoCTh AeduimTa BUutamMuHa D B nccre-
noBanun R.T. Pinzon [18] cocrasuna 90% cpenu B3poc-
aeix ¢ COVID-19 B WHpone3uu, y ocranbHbix 10%
Habmonanach HemoctatouHocTh ero. G.A. Sanchez-Zuno
n coanT. [19] omybnuKkoBayM JaHHBIE O HEIOCTATOYHOM
ypoBHe BuTamrHa D y 81% B3pocCbIX MAlMeHTOB, MH(MU-
mupoBaHHBIX SARS-CoV-2. B pabote, mpoBeneHHOI
M. Alipio u coasrt. [20], oTMe4YeHO, UYTO YpOBEHb BUTa-
muHa D okazajncs Ae(ULUMTHBIM WIM HEIOCTATOUHBIM
y 74,1% nainyeHTOB BO B3pOC/ION BO3PACTHOM TPYIIIIE C I1a-
THO30M KOpOHAaBUpyCHast WHMekums. Hamm pesymbrars
COOTBETCTBYIOT CBEACHMSIM, TOJYUYeHHBIM B XOIE HCCIIe-
noBaHus K.Yilmaz u coaBsr. [21], B KOTOpOM TOKa3aHO,
YTO JOJIST IETEl ¢ IeUIIMTOM U HEIOCTaTOUHBIM ColepKa-
HMeM BUTaMuHa D B ChIBOpOTKe KpoBU cocTaBuia 72,5%.

Tabauya 1. Ilunamuka odecneyeHHocT Butamuaom D nereii B Bo3pacte 0—17 et Ha ¢oHe npuMeHeHUs XoJieKaibiudepoJa B 3a-

BUCUMOCTH OT (bOprl TSDKECTH HOBO#M Koponasupycnoﬁ l(lHd)el(lll/ll/l

Table 1. Dynamics of vitamin D provision in children 0—17 years old with the use of cholecalciferol, depending on the severity

of the new coronavirus infection

®opma Tszkectn COVID-19

Ty TecroBas
Gecc?::g;{ Ha nerkas (n=31) cpen:lne:;);()enau CTATHCTHKA
25(OH)D, ur/mn
H=0,51
JIO JICUeHUST 26,4 [22,7; 30,2] 23,4 123,4; 27,3] 21,6 [20,6; 26,4] df=2
p=0,775
H=2,66
TocJjie JeYeHUS 33,6 [31,4; 35,8] 35,0 [32,9; 37,7] 30,5 [28,2; 31,9] df=2
p=0,265
OlneHKa TMHAMUYECKIX N3MEHEHUI Z=-2.283 7Z=-441 Z=-2,67 .
ypoBHs 25(OH)D »=0,005 »<0,001 »=0,008

Tabauya 2. Jlunamuka odecniedeHHOCTH BUTaMUHOM D y eteii B Bo3pacte 0—17 jieT mocJie HOBOii KOPOHABUPYCHOI MH(DEKIHN

Ha ()oHe MPUMeHeHHs X0JIeKaIbIudepoa

Table 2. Dynamics of vitamin D supply in children 0—17 years old after a new coronavirus infection with the use of cholecalciferol

Hccnenyempie rpynmnbi

25(OH)D T
Tapaverp 30-100mr/w1— 250D 20-30mr/ma— o _ng)?lgﬁ?] I iy
aJleKBATHDIIYpPOBEHb He0CTaTOYHOCTH (n=18) _
_ nepunur (n=19)
n=18)
6eccumnToMHast (n=13) 27,8% (5/18) 22,2% (4/18) 21,1% (4/19) £=0,872
Tcﬂiigs;‘; nerkas (n=31) 55,6% (10/18) 61,1% (11/18) 52,6% (10/19) df=4
cpemenmReman (r=11)  16.7% (3/18) 16,7% (3/18) 26,3% (5/19) p=0,929
v*=0,334
My3KCKOW IOt 55,6% (10/18) 55,6% (10/18) 47,4% (9/19) df=4
p=0,846
25(OH)D, ur/mn
15.9 H=48,0
10 JIEYEHU S 33,0[33,0; 33,9] 25,323,9; 25,5] (15 3_’17 1 df=2
b2p 200 p<0,001
2.6 H=19,37
MOCJIe JICUeHUS 35,7 135,7; 39,1] 33,6 [33,0; 40,3] 126 2.’29 2] df=2
e p<0,001
O1neHKa IUHAMUYECKUX U3MEHEHUI =—1,764 =-3,724 =-3,823 _
ypoBHs 25(OH)D p=0,078 <0,001 p<0,001
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Tabauya 3. Junamuka o6ecnedeHHocTH BuTaMuHoM D nereii B Bo3pacte 0—6 Jiet noclie HOBOii KOPOHABUPYCHOIT HH(pEKIMK

Ha (hone npuMeHeHus XoneKanbiudepoaa

Table 3. Dynamics of vitamin D provision in children 0—6 years old after a new coronavirus infection against the background

of the use of cholecalciferol

Hccnenyembie rpynnbl

25(0H)D T
25(OH)D ecToBas
ITapamerp 30—100 HE‘/MJI — 25(OH)D 20—-30 ar/ma — 10-20 nr/ma — LT
aJIeKBaTHBIN yPOBEHb HEeJ0CTATOYHOCTH (n=8) _
_ et (n=2)
(n=3)
6eccumnTomHas (n=3) 33,3% (1/3) 25,0% (2/8) 0 =3,06
%igff; nerkast (n=8) 66,7% (2/3) 62,5% (5/8) 50,0% (1/2) df=4
cpenHeTsXenas (n=2) 0 12,5% (1/8) 50,0% (1/2) =L
1*=0,26
My:KcKoit ot 33,3% (1/3) 50% (4/8) 50% (1/2) df=2
p=0,877
25(0OH)D, ur/™mn
18.6 H=9,07
IO JICUCHUST 32,6 [29,8; 37,8] 26,2 [24,7; 26,9] [14 5,’22 8] df=2
T p=0,011
27 4 H=4,32
MOCJIE JIEUEHUS 35,7 [33,6; 37,4] 39,8 [35,0; 49,3] 120 4.’34 3] df=2
T p=0,116
OlLieHKa AMHAMUYECKUX U3MEHEHU I Z=-0,54 Z=-2,52 Z=-1,31 _
yposHs 25(OH)D »=0,593 »=0,012 p=0,180

Tabauya 4. lmnamuka odecnedeHHocTn BuTamuHoM D nereii B Bo3pacre 7—17 JieT nocJjie HOBOii KOPOHABUPYCHOU MH(EKINH

Ha ¢oHe NpuMeHeHNns XoJieKaabuudepona

Table 4. Dynamics of vitamin D provision in children 7—17 years old after a new coronavirus infection with the use of cholecalciferol

Hccnenyembie rpynimbl

25(0H)D TecroBas
IMapaverp 30-100ur/wa —  25(0H)D 20-30 ur/ma— 0_2%?{5121 . CTaTHCTHKA
aJIeKBaTHBIii YDOBEHb HexocTaToyHoCcTh (n=10) _
_ nedunur (n=17)
(n=15)
GeccumnTomuas (n=10)  26,7% (4/15) 20,0% (2/10) 23,5% (4/17) =0.24
veeny  Terkan (1=23) 53,5% (8/15) 60,0% (6/10) $2,9% (9/17) d=4
cpenHetspkenast (n=9) 20,0% (3/15) 20,0% (2/10) 23,5% (4/17) »=0,993
*=0,68
MysKCKoii ot 60% (9/15) 60% (6/10) 47,1% (8/17) df=2
p=0,710
25(0OH)D, Hr/m1
) H=35,88
110 JIeueHusT 33,1[33,0; 33,7] 22.222,2; 25,01 15’156[19‘]"9’ df=2
’ »<0,001
; H=16,62
roce nevenus 35,7 [35,7; 39,8] 30,6 [29,2; 35,3] 26’269[2?’0’ df=2
’ p<0,001
OreHKa TMHAMUYECKUX M3MEHEHMIT Z=-1,76 Z=-2,80 7Z=—-6,62 .
yposHsi 25(OH)D p=0,078 p=0,005 p<0,001

T.JI. KaponoBa wu coaBT.

OIMMCaJIn KOHUECHTpa-

mio 25(OH)D B ceiBOopoTKe KpoBUM B mpeaenax 12,6

rpynre 3n0poBbix geteir (21,5£10,0 n 28,0+11,0 ME

COOTBETCTBECHHO,

p<0,001)  [3].

nccjaeaoBaHnn

[8,90; 23,23] Hr/min y rocnuTaaM3vpOBaHHBIX B3pOC-
JIBIX ¢ KopoHaBupycHoi uHbekuuen [22]. B Typuum
OOHApYXXWJIM, YTO YPOBEHb 25-TMApoKcuBUTaMMUHA D
B CBIBOPOTKE KPOBM Y TOCIHUTAIM3UPOBAHHBIX HeTei
¢ COVID-19 3HauuTenbHO HUXE, YeM B KOHTPOJIbHOM

K. Yilmaz, V. Sen [21] mennaHa ypoBHsI BUTamuHa D
B rpynne aeteit ¢ COVID-19 cocraBuna 13,14 Hr/mn
[4,2; 69,3], uyTO B 2 pa3a MeHbIIle aHAJIOTMYHOTO TOKa-
3aTesisi B HACTOSIIEM uccienoBaHuu. PacnpeneneHue
ypoBHS BuTaMuHa D He 3aBUCENIO OT CTENEHM TSIKECTH
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COVID-19 B HacToOsIIIEM MCCIIEIOBAaHUU, YTO COTJIACy-
ercs ¢ uHdopmanueit K. Yilmaz, V. Sen [21]. B To xe
BpeMsl y B3POCIBIX TSKEIO0€ TeueHHEe KOPOHABUPYCHOM
MHGEKIMU aCCOMUPOBAIOCH ¢ NeUIIMTOM BUTaMruHa D
(11,9%£6,4 nur/mu) yaimie, 4yeM cpeaHeTsLkenas dopma
3aboneBaHus (18,5£14,0 ur/mn; p=0,027) [22]. B pabote
E.B. Ulpaiinep u coaBt. [23] oOHapy:XeHa acCcOLMaTUB-
Has CBSI3b MEXIy KOHILIEHTpalneit BuTamuHa D B miazme
KPOBU M TSIKECTHIO TeUEHUST TTEpeHECEHHOM HOBOM KOPO-
HaBupycHoW WHpexuuu. KopoHaBupycHass MH(pEKIMS
Ha HavyaJIbHBIX 3Tamnax 3a00JieBaHUS Y B3POCIBIX TMalv-
€HTOB C HU3KUM YpOBHEM BHTaMHHA D, HaXOIUBIIMXCS
B OTHEJICHUM peaHuMallny, IpoTeKaja TsoKenee [24].
OTCYTCTBUE CTATUCTUYECKU 3HAUYMMBIX Pa3Tuduii
MEXIy KOHIeHTpalnueir BuTamMuHa D B CHIBOpOTKE
KpoBU U (OpMOIT TSIKECTU HOBOW KOPOHABUPYCHOM
MHOEKINY y JAeTel B HallleM MCCIIeJ0BAaHUM, B OTJINUNE
OT B3POCJIbIX, BEPOSITHO, 00YCIIOBJIEHO PsiioM (DaKTOPOB.
Bo-nepBbIX, HU3KUII YpOBeHb BUTaMUHa D y B3pOCIBIX
acCOILIMUPOBAH C YBEJIMUYEHHWEM 4YHUCJa COMYTCTBYIOIIMX
3a00JIeBaHUI, KOTOPBIX B JETCKOM BO3pacTe ropasiio
MeHbIlle. Bo-BTOPBIX, TsDKeTble M KPUTUYECKUE (hOPMBI
COVID-19 Bo B3pociioii MOMyJIsIliuK CBSI3aHbI C aedu-
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B MOMOLLIb TPAKTUYECKOMY BPA4YY

BupTtyanbHas TMarHOCTHKA COYETAHHOI MATOJOTMH IIMTOBUIHOI JKeJie3bl Y peOeHKa
¢ IJIUTeIbHBIM (DeOpHIuTETOM

A.H. [Iymunyes, M.II. Cagonosa, /I.A. Huxoavckuii, E.M. Kopoaenox, T.C. Kypcosa, KA. [yces

OCI1 «Hay4HO-mnccnenoBaTenbCkUn KIMHUYECKUIA MHCTUTYT NeAnaTpmmy 1 AeTCKOM xmpyprm M. akagemuka tO.E. Benstuesa»
(MHcTuTyT Benbtuwesa) ®rA0Y BO PHUMY um. H.U. NMuporosa MuHsapasa Poccuun, Mocksa, Poccust

Virtual diagnosis of a combined pathology of the thyroid gland in a child with prolonged
febrility

A.N. Putintsev, M.P. Safonova, D.A. Nikolsky, E.M. Korolenok, T.S. Kursova, K.Ja. Gusev

Veltischev Research and Clinical Institute for Pediatrics and Pediatric Surgery of the Pirogov Russian National Research
Medical University, Moscow, Russia

Lens nccienoBaHus — AeMOHCTPALMsl NPUMEHEHUsI Kefic-MeToa [Uisi 00yJeHHsl ANATHOCTHKE PeIKUX 3200/1eBaHUil HA KOHKPETHOM
npumepe. B cTaThe npencraBiieHbl BO3MOKHOCTH BUPTYAJIbHOI TMATHOCTHKH HA MPHMepe KJIMHUYECKOro CJIyyas pedeHKa ¢ BPOXK-
JIeHHBIM THIIOTHPEO30M, OCJIOKHEHHBIM JIMXOPAIKOil HESICHOTO TeHe3a. ABTOPAMH MPEICTABICHO BeO-NPHIIOKEeHHE, T03BOJISIONIEe
BBINOJHUTD () (epeHIHaTbHYI0 JUATHOCTHKY C LeJIbI0 YTOUHEeHHS reHe3a AIuTelbHoro cyodedpumrera. Ha kaxknom atane Bup-
TyaJIbHOIi INATHOCTUKH HEOOXOIMMO NMPOAHATN3HPOBATD MPETOCTABICHHYIO HHGOPMAIINIO O ALUEHTE ¥ IPHHSTH PelleHne: onpee-
JIMTD IUIAH JAJbHeiIero 00c/e10BaHus, «<HANPABUTb> NANMEHTA HA KOHCYJIbTALMH K CHIEHUATNCTAM, ¢()OPMHUPOBAB PU ITOM 1UAr-
HOCTHYECKHe TunoTe3bl. B pe3yibTaTe NpoXoKaeHns Keiica BHIYUC/ISIETCS U BBIBOIUTCS HA SKPAH UHTETPAIbHAS OEHKA — CyMMa
0aJ1J10B 32 MpaBIIbHbIE OTBETHI HA 3a1aHHbIE BONPOChI. [I0BTOpHOE MPOX0K/IeHNEe BUPTYAIbHOIl ANATHOCTHKHU, KAK MPABHJIO, TOBbI-
aeT KOJIMYeCTBEHHbIi KpUTePHii, a IJ1aBHOE, IOMOraeT 3aKpeNnnTh 3HAHUS, He00XO0AUMbIe LIS PABUIbHOI TuarHocTuku. Murep-
AKTUBHBIN KJIMHWMYECKHUIl CITy4ail MOXKeET ObITh MCIOJIb30BAH B Mpolecce 00yYeHHs: KIMHIYECKUX OPIAMHATOPOB, CTYIEHTOB MeIu-
HUHCKHUX BY30B B KAYeCTBE JOMOJIHUTEIbHOT0 HHCTPYMEHTAJIBHOTO CPEICTBA, 2 TAKXKE /IS MOBBILIEHNS KBaTu(uKanum nexmaTpos,
KOTOpBI€ B CBOEii IPAKTHKE MOTYT BCTPETUTHCA € JaHHOI naroJorueii. [Ipumenenne keiic-merona B yueOHOM nporecce Mo3BoJsieT
MPOBECTH 00YYAIOLIETOCS BPaya MO 3TANAM BUPTYAIbHOI ANATHOCTHKH, OLIEHATh NPABUILHOCTD €r0 AeiCTBUIl M 00BSCHUTD, B YeM
OIMOKA NP HEBEPHOM PeIleHHH CUTYALMOHHOM 321241,

Katouesvie caosa: demu, pedxue 6oae3nu, HacredcmeerHvie 3a001e6aHUS, BUPMYANbHASA OUACHOCMUKA, Kelic-Memo0, OUCMAHUUOHHOE
obyueHue.

Ansa untnposanns: [ytuHues A.H., Cagporosa M.T1., Hukonsckuii [.A., KoponeHok E.M., KypcoBa T.C., l'yces K.5. BupTyanbHas auarHoctu-
Ka co4YeTaHHOV naTosiornm LMTOBUAHON Xeneabl y pebeHka ¢ AnTesbHbIM ¢ebpunmteTom. Poc BecTH nepuHaton v neavatp 2024; 69:(4):
116-121. DOI: 10.21508/1027-4065-2024-69-4-116-121

The aim of the study is to show the application of the case method for studying diagnosis of rare diseases on a specific example.
The article presents the possibilities of virtual diagnosis of a clinical case — a child with congenital hypothyroidism complicated by
fever of unclear genesis. The authors presented a web application that allows reproducing the process of differential diagnosis in order
to clarify the genesis of prolonged subfebrile fever. At each stage of virtual diagnosis, a user is supposed to analyze all the information
about the patient and make a decision: plan further examination, «refer» the patient to specialists for consultations, while forming
diagnostic hypotheses. As a result of passing the case, the integral score — the sum of points for correct answers — is calculated and
displayed on the screen. Repeated performing of virtual diagnosis usually increases the score, and, most importantly, helps to consol-
idate the knowledge necessary for correct diagnosis. Interactive clinical case can be used in the training process of clinical residents,
medical students as an additional tool. It can also be applied for pediatricians’ professional upgrade for they can be exposed to this
pathology. Application of case method in education allows to guide the learning physician through the stages of virtual diagnosis,
to evaluate the accuracy of his decisions and to explain the mistakes made while solving the case.

Key words: children, rare diseases, hereditary diseases, virtual diagnosis, case based learning, e-learning.
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Ilymunyes A.H. u coaem. BupTyajibHas IMarHOCTUKA COYETAHHOM MATOJIOTMK LIMTOBUIHOM XeNe3bl Y peOeHKa ¢ UTUTENbHBIM (heOPUIUTETOM

BHaCTOHH_[eC BpeMs1 ISl OOy4eHMSI CTYIEHTOB MeIu-
IIMHCKUX 00pa3oBaTeIbHbIX YUPEXKICHUI aKTUBHO
npumeHsiercst  keiic-meton [1]. MenuumHckre Keichl
SIBJISIIOTCSI  MHTEPAKTUBHBIM CPEJACTBOM aHajnM3a KOH-
KPETHON KIMHWYECKOM CUTyallul, TIpoBeleHUsT Aud-
depeHIMaIbHOM  AMAarHOCTUKM U BbIOOpA TaKTUKU
JIeYeHUS TTallMeHTa B AUCTAaHIIMOHHOM (popmare. MHTep-
aKTUBHBIC KJIMHUYECKWE CJIydyau TIpelCTaBIeHbI B BUJIE
BEeO-TIPWJIOKEHUIT Ha MEIMIMHCKUX TOpTajiaX, a TakxKe
Ha caiiTax HEKOTOPbIX O0pa30BaTENIbHBIX YUYpPEKICHUN
U MEIUITMHCKMX XypHasioB [2—35]. Mcronb3oBaHuEe MyiTb-
TUMEIUINHBIX TEXHOJIOTMI TOMOraeT OOydJarolmmcs
BU3YaJIM3UpPOBaTh KJIMHUYECKWE TIPOSIBJICHUSI PEIKOTO
3a00J1€BaHMSI, TOCTUYb JIyYIlIEr0 MOHWMAaHUS CJIOXHOTO
rnmaroreHesa, 4ro BaXkKHO NMpu AuddepeHImanbHOR nuar-
HocTtuke. Ha kaxmom 1are BUPTyaJIbHOM JTMArHOCTUKU
MpeAcTaBlieHa BO3MOXHOCTb BbIOpaTh TO WJIM MHOE Jeii-
CTBME€ — Ha3HAYWTbh OOC/eNOBaHUE, «HAMPABUTh» TallM-
€HTa Ha KOHCYJIbTALIMIO K CIELUAIUCTY, TPEIOXUTh
JIMaTHOCTUYECKYI0 TUIIOTe3y. BupTyaibHasi mruarHocTuKa
MO3BOJISIET OLEHUTh JACHCTBUSI MOJIb30BATEIsI, MOIIAroBO
oToOpaxkasi BepHbIe UM HEBEpHbIE OTBEThl. B pesynbrare
MPOXOXIEHUS Kelica BBIYMCIISIETCS] U BBIBOAMTCS HA KpaH
WHTeTpaJibHasl OlleHKa — CymMMa 0aJlloB 3a TpaBUJIbHBIC
OTBETHl. B BuUAE WMHTEpPaKTUBHOTO Kekica TIpeacTaBieH
KJIMHWYECKUI cilydaii COYeTaHHOW MaTOJOTMU IIIUTOBUI-
HOI1 KeJIe3bl Y ITOAPOCTKA C IINTEJIbHBIM (heOpUIUTETOM.

TepMuH «1uxopaaka HEsICHOTO TeHe3a» B TPaKTHUKe
nenMaTpa BCTpevyaeTcsl AOCTaTOYyHO 4acTo. [lomoOHbIe
MalMeHTHl TIPEACTABJISIIOT IJIs Bpaya HeMmasble KJIMHM-
yeckue 3amaur. CriekTp mpobJieM, Jexaliux B OCHOBE
JIMXOPAKU HESICHOTO TeHe3a, JOCTaTOYHO IITMPOK
U BKJIIOYAET pa3W4yHbIe TATOJOTUU WH(MEKIIMOHHOMN
MPUPOIBI, 3JI0OKAYECTBEHHBIC OITYXOJIM, CHUCTEMHbIC
0oJie3HU, a TaKXKe Jpyrve pa3HooOpa3Hble 3a00JIeBaHUSI.
B mnpencraBneHHOM Kelice pacCMOTPEHBI aJIrOPUTMBbI
nuddepeHInaTbHO-IMAaTHOCTUYECKOTO MOUCKa Ha TIpU-
Mepe MalreHTa ¢ COYeTAaHHOW PHIOKPUHOITATUEN.

3abojieBaHMS M TOBUIHON XKeJie3bl ITMPOKO PaCIIpo-
CTpaHEeHbI B MUPE 1 HAXOSITCSI HA BTOPOM MECTE B CTPYK-
Type 3HIOKPUHHOI naToysioruu. OgHo u3 HanboJjee 4acTo
BCTpeYaeMbIX — BPOXKIEHHbBII TUIOTHPeo3. B ocHoBe
9TUOJIOTUW 3TOM IMaTOJOTUM, KaK MPaBWIO, JIEKUT MOP-
dodyHKIIMOHANIBHAST HE3PEJOCTh IIMTOBUIHON KeJIe3bl
(TIepBUYHBIN TUTIOTUPEO3), PeXKe — TUIOTAIaMO-TUIIO-
(uzapHOIT cUCTeMBI (BTOPUYHBII TUTIOTUPEO3) [6].

B xome TmiaTeNbHOrO IMArHOCTUYECKOTO TOMCKA
y TIOJPOCTKA C BPOXIECHHBIM TUITOTUPEO30M, ITUPPy3-
HBIM 3000M JMArHOCTUPOBAaHBI Y3J0BbIe HOBOOOpAa30-
BaHUsI, Mopdoyiorndyeck (OJUTUKYJISIpHAsT HeoIIa3us,
MpeacTaBisionasi cobOoil TeTEepOreHHYI0 MaTOJIOTUIO
IIUTOBUAHOW XeJie3bl KakK ¢ TO3ULMU MOPGhOJIOTUH,
TaK M B TUlaHe KJIMHUYecKoro teueHus. Llenb maHHOit
paboThl — MPOAEMOHCTPUPOBATH BO3MOXHOCTb MIPUMe-
HEHMSI BUPTYaJbHOW MMAarHOCTUKM ISl OOy4YeHUsT aud-
depeHIMaIbHOM NMAarHOCTMKE B Ciydae COYETaHHOM

MaTOJIOTUY IIUTOBUIHOM Keye3bl Y peOeHKa C JTUTEb-
HBIM (heOpUITUTETOM.

Knunnyeckuii coayvaii. Hamu HaOGmonanach neBouyka
13 ner ¢ xanobamu Ha JUIUTEJbHBIN (HheOPUIUTET, IMO-
LIMOHAJIBHYIO JIAOMJIBHOCTh, YTOMJSIEMOCTh, TOJIOBHbBIC
6oy, M3OBITOUHYIO MpuOaBKy Macchl Tena. [lo mecrty
KATEJbCTBA HEOTHOKPATHO OOCJieoBaHa C JTMAarHO30M
«IMXOpajiKa HesiCHOro reHe3a». CeMbsl J1€BOYKU MOCTO-
STHHO TIPOKMBAeT Ha TEPPUTOPUHU PETMOHA C YPOBHEM
3arpsisHeHust moussl 1o ’Cs 1665 kbk/km2. Ha nepBom
Mecslie KU3HU YCTAaHOBIIEH OWAarHO3 — BPOXKICHHBIM
TUTIOTUPEO3, Tskeynoe TedyeHue. [loayyana 3amecTuTeb-
HYIO Teparnuio: JeBOTUPOKCUH B 103€ 15 MKI/KI/CyT.

C 13 neT npenbsaBisieT Xajioobl HA HEMOTUBUPOBAH-
HbIE TTOILEMBI TEMIIEpaTyphl TejIa 10 (heOpUIbHOM, HayaB-
1Mecsl Tociie TepeHEeCeHHON OCTpOi pecrMpaTOpHOM
BupycHoit nHpekmu. Konedanust remrnepatyps (ot 37,2
no 39,3 °C) compoBOXIawTCsSI CIabOCThIO, TOIITHOTOM,
rojioBokpyxkeHrem. [IpumMeHeHUEe KapOMOHMKAIOIINX
HeaddexkTuBHO. [lalmeHTKka Toaydnsia HECKOIbKO Kyp-
COB aHTUOMOTUKOB: 11e(hOTaAKCUM, a3UTPOMUILIMH.

OOBEKTUBHO:  (pM3MUYECKOE pa3BUTHE  BBICOKOE,
MACTAPMOHUYHOE 3a CYeT WM30bITKA MacChl: 68 Kr
(SDS = +1,5). Manmekc Maccel Tema 25. Poct 166 cm
(SDS = +0,9). llutoBumHasi xeje3a pacrooxeHa
TUITUYHO, TIPY Maibmanuu auddy3Ho yBenndyeHa, I cre-
nenu. Illeitnple MMMdbaTnyeckue y3iabl He M3MEHEHHBI.
KoxXHble TTOKpOBBI M BHUIUMbIE CIU3UCTbIE OOOJOUKU
0JIETHO-PO30BOI  OKpPAacKM, YUCThle. 3€B CITOKOEH.
B jerkux Be3WKyJIsIpHOE ObIXaHWEe, XPUTIOB HeT. TOHBI
cepana puTMUYHBIE. 2KMBOT MSITKMi, 0e300J1e3HeHHBIN
npu najapnauuu. [leyeHs v cene3eHKa He yBEJIUUYEHBI.

Ilo maHHBIM yJABTPA3BYKOBOTO WCCIEAOBAHMSI LIUTO-
BUIHOM Kene3bl MO TepeaHell TOBEPXHOCTH MpaBO
NIOJIM, Ha YpPOBHE HWXHEW TpeTh OOHapyXeHO obOpaso-
BaHME OBaJbHON (POPMBI, M303XOT€HHOE C TUITOPXOTeH-
HBIM 000JIKOM, C POBHBIM YETKMM KOHTYPOM, pa3MepaMu
0,77x0,38x0,62 cM, HEOTHOPOIHOE IO 3XOCTPYKType
32 CUET MEJIKUX TMIIePIXOTEHHBIX Y9aCTKOB, MPU I[BETO-
BOM JIOTITIJIEPOBCKOM KapTUPOBAaHUU OTIPEIEIISUICS TIepU-
HOMYJSIPHBIA KPOBOTOK. B HIDKHEN TpeTW JIeBOM IOIHU
BUY3aJIM3MPOBAJIOCH TUTIO3XOTEHHOE 00pa30oBaHNE OBaJIb-
HOI (hOPMBI C POBHBIM YE€TKMM KOHTYPOM, pa3MepaMK
1,4x0,8%1,2 cM, HEOTHOPOIHOE TT0 IXOCTPYKTYpPE, C KPYTI-
HBIM aH3XOTeHHBIM ydacTkoM (,6x0,3 ¢cM W MeITKUMHU
TUTIEPIXOTeHHBIMU yJ9acTKaMu. [Ipy 1IBETOBOM JOMILIE-
POBCKOM KapTUPOBAHWM OTIPEAESIICS MHTPa- U MIEPUHO-
IYJISIPHBINA KPOBOTOK. TaknM 00pa3oM, BBISBIECHBI Y3JIbI
B 00EWX MOJISIX IIIUTOBUIHOM 3KeJie3bl U HeBBIpaKeHHBIE
I hy3HbIe UBMEHEHUS IMUTOBUIHOM JKeIe3bl.

PeGeHoOK KOHCYIBTUPOBAH 3HIOKPUHOJIOTOM C JMar-
HO30M <«BPOXIEHHBIH THMIOTHpeo3. HeTokcnueckumii
MHOTOY3J10BOIi 300». Bo3HMKIA HEOOXOAMMOCTH IIPO-
BElEHUs JTOTIOJIHUTEbHOTO MCCIIeNIOBaHUSI — TOHKOM-
TOJIbHOM acTMpallMOHHON OMOIICUU C LIEJIbI0 YTOUHEHUS
reHesa y3j10BbIX oOpa3oBaHuii. [1o maHHBIM OOcCsenOBa-
HUS Y IEBOYKH C BPOKIACHHBIM TUTIOTUPEO30M 1 HealleK-

POCCUVCKWIA BECTHUK MEPUHATOJIONN U MNEANATPUM, 2024; 69:(4)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2024; 69:(4)

117




BaTHOI MeIMKaMEHTO3HOI KOMITeHcalnell oOHapyKeHa
donnukynsipHas Heoruiasusi. PekomeHmoBaHO ormepa-
TUBHOE JIeUeHNE — TUPEOUAIKTOMUS B YCIOBUSIX CIIEIIN-
aJIM3MPOBAHHOTO OT/EJICHUSI.

B yueOHBIX 1LIensIX OblT pa3paboTaH clieHapuil BUp-
TyaJbHON TUATHOCTUKM, CONEPXKAIIMIl TOocaeaoBaTelb-
HOCTb 3TaroB, Ha KaX/IOM M3 KOTOPbIX HEOOXOAMMO TTPO-
aHaAJIM3UPOBATh MOJYYEHHYIO MH(POPMALINIO O TIallUeHTe
U TIPUHSTH pellieHue: ONpeAeSUTh TUIaH JabHEHUIIero
0o0cieToBaHusI, «HATPAaBUTh» IMallMEHTAa Ha KOHCYJbTa-
LIMU K crieluainucTaM, cchopMrUpoBaB MPU 3TOM JTUArHO-
cThYecKMe TUnoTe3bl. B mpoliecce pa3pabOTKu UHTEpaK-
TUBHOTO KJIWHUYECKOTO CiIydass ObUTM MCIOJb30BaHbI
pe3yNbTaThl 00CeIOBaHNUST peOeHKa, B3SIThIe U3 UCTOPUM
Oosie3HU, ciaelaHbl (oTorpaduy KIMHUYECKUX TTPOSIB-
JIEHUH, OTCHSTBHI BUAEO3alUCU KOHCYJIbTAllMA CIEIN-
aJTMCTOB Ha Pa3IMYHBIX dTarax HaOIIOIeHNS 3a TTallueH-
ToM. BbL10 MosyyeHo nHhopMUpoBaHHOE TOOPOBOJILHOE
corjlacue poauTeNieil Ha MCIoJb3oBaHue (hOTO U BUIIEO
JTaHHOTO pebeHKa B yueOHbIX 1ensix. Kpome Toro, ObLt
pa3paboTaH oOy4amIInii OJOK IO pa3jIMYHBIM acIieK-
TaM 3a00JieBaHUI IIMTOBUIHOM Xese3bl. st mporpam-
MHOW peaan3aliMy JaHHOTO KIMHUYECKOTO CiIyvasi ObuIo
pa3paboTaHO BeO-TPUIIOKEHUE, KOTOpOe TIpeICTaB-
JIsieT co00l MHTEPAKTUBHYIO OOydYarollylo Mporpammy,
MTO3BOJIAIONIYIO TIPOBECTH BUPTYAJTbHYIO IUATHOCTUKY
B peXMMe TUCTAHIIMOHHOTO HoCTymna. MIHTepaKTUBHBIN
KIMHUYECKUI CTyJail onmyoJuKOBaH, TOCTYIEH ISl CBO-
OOIHOTO TIPOCMOTpPA U COAEPXUT BUIEO-, TEKCTOBYIO
U rpaduyecKyro WHGOpPMaIUio, aHUMAaIUIO, TECTOBBIC
3alaHus, a TakKXe OILIEHKY JeWCTBUIl 00ydJarolerocs
B Ipoliecce BUPTYaJbHOM AUAarHOCTUKM [7].

B MOMOLLIb TPAKTUYECKOMY BPA4YY

Ha nmepBowMm starre ysieyaniuii Bpad B (hopMaTe BUIEO-
COOOIIEHWST TPEACTaBIsAeT CBEICHUS O TallUeHTe,
obpaiiasi BHUMaHWE Ha XaJoObl M JaHHBbIE aHaAMHe3a.
B MHTEepakKTUBHOM peXuMe OOyJaronIuiicss 3HAKOMUTCS
C JaHHBIMU OCMOTpa TaiureHTa. HeobxonuMo mpoaHa-
JIN3UPOBATH TTOJIYYEHHYIO K JAaHHOMY MOMEHTY WHGbOP-
MalMio O MalMeHTe W OMPEC/INTh TIIaH JajlbHEHUIIero
obcnenoBanus. Ilocie o3HaAKOMIIEHMSI ¢ pe3ylabTaTaMU
KJIMHUKO-JTA00PAaTOPHBIX MCCIACIOBAHUA, B TOM 4YHUCIIE
¢ TIOKas3aTeNsIMU TUPEOUTHOTO Mpoduis, obydarolie-
Mycs Mpeiaraetcst copMyIupoBaTh TUarHOCTUYECKYIO
rurnoresy (puc. 1).

JI1st TpOBEpKY 3HAHWI O TOM, KaK IO THPEOUTHOMY
MPOMITI0 MOXKHO OLIEHUTh Ka4eCTBO pabOTHI IIUTOBU/I-
HOI XeJie3bl M TTPOBECTU JAUATHOCTUKY IUTSI BBISBICHUS
TUTIOTUPEO3a U TUPEOTOKCUKO3a, 00yJalomeMycs TIpe-
JlaraeTcs 3aJaHue: TPW TOMOIIM MBI PACCTaBUTD
MaHeIW U3 TIepeyHsl B MPAaBWIBHOM TMOPSIKE Ha CXeMe
(puc. 2). INocne o3HaKOMIJIEHHUSI ¢ 3aKTIOYEHUEM YJIbTpa-
3BYKOBOTO WCCJIEMOBAHUST IIMTOBUIHOM Kelle3bl Tpe-
JlaraeTcsl onpeAesIUTh AalbHelllee IeiCTBHE IO YTOUHe-
HUIO AMATHO3a, B YaCTHOCTH HEOOXOAMMO JIV TIPOBEICHIE
TOHKOUTOJILHOM acTMpalOHHON OWOTICUM U KaKOBBI
rnokasaHusl K ee npoBeneHuto (puc. 3). s uckiaodeHust
natonornu LIHC oGyuaromemycs mpeajaraeTcs Ha3Ha-
YUTH JOTIOJHUTEIbHBIE UCCIETOBAHUS W TI0 UX PE3YJib-
TataM OIpeNenuTh, K KaKUM CIelaaucTaM HarpaBUTh
MaryeHTa JUIsk KOHCYJIbTalliH.

Takum 00pa3oM, MPOBEACHHBIN MOCIEIOBATETBHBIN
JMUArHOCTUYECKUIA TTOMCK TTO3BOJIMI UCKITIOYUTH WH(DEK-
LIMOHHO-BOCTIAINTEIbHBIN TeHe3 JIMXOPAIKU U BHISIBUTH
MPUYMHY HapYIIEHUST TEPMOPETYISIIUU — JTUCPETYIIsI-

& Nepsuunbiit runeptupecs
NpaBMAbHBIA OTBET BBl OTBETHAK NPABHABHO
MnoTtmpeos

npasmnbhbii orser [ Bui oTeernmn npasunbHo

B Heobxoauma KOPPEeKL1A 3aMeCTUTENbHON Tepanun

NPaBMNbHBIA OTBET Bl OTBETHAK NPABKALHO

npaswnsusii orser (| Bui ovsemamn npasunbHo

(anpdy3HbIi  TOKCHMYecKkuit 306, TOKCUYECKUiA

Bonpoc 6

Kakwe BbIBOAbI MOXHO CAENaTh NO AaHHbIM TpeouagHoro npo¢vmﬂ?

TopMOHanLHbIi NPOGUAL NaLMEHTa HE COOTBETCTBYET FTMNOTUPEOo3y

HeT nokazaHuit AnNA KOPPEKUUHA 3aMECTUTENbHOR Tepanun @

CHuxeHue yposHa TTI HabniofaeTcs NpW cnenylowmnx 3a60NeBaHUAX WATOBUAHON XENelbl: NEPBUYHbIA rMnepTUpeos
MHOroy3nogon 306,
YHKUMOHUPYIOUIME TUPEOUIHBIE Y3Nbl), CYyBKNMHWUYECKUA rMNepTUpeos 1 Ap.

®|

@

©]
TOKCU4Yeckas

afeHoma, ABTOHOMHO

HA3AL l | BNEPEQ

Puc. 1. OTBeT HA BONPOC C MOSICHEHUSIMH.
Fig. 1. Answer to the question with explanations.
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110 pabOTHI IIMTOBUIHOM KeJie3bl. Hu3kast koMriaeHT-
HOCTH TIpWBeia K IpUeMy HealeKBAaTHOM 3aMECTUTENhb-
HoOIi Tepanuu. bojyiee Toro, B Xome AMAarHOCTUKM OBLIN
0oOHapyXeHbl HOBOOOPA30BaHMS B IIIMTOBUIHOM XeJie3e,
YTO TIOTPeOOBAJIO JOTOJHUTEBHOTO HCCIIeIOBaHUs
¥ KOHCYJIbTAlIM OHKOJIOTA.

YroObl monyuyuTh Oo0Jiee TIyOOKOE TIpelcTaBlIeHNe
0 3a00/IeBaHMSAX IIUTOBUIHOU XKeJIe3bl, B MHTePAKTUB-
HOW TIporpamMme TIpeAyCMOTPEH OOyYaroluii MOIYb,

B KOTOPOM B TIOJTHOW Mepe MCMOJIb30BaHbI MYJbTUME-
NUITHBIE KOMITOHEHTHI: BUJIEO, 3BYK, aHUMalus (puc. 4).
Hanuyre aHMMAaIMOHHBIX POJIMKOB MOMOTAeT HATISITHO
nokasatb OOYYaIIIMMCSl CJIOXHbBIC JJIsI BOCTIPUSTUS
SIBJIEHUSI, TIPU 3TOM AocTuraercst 06Jbiiasi 3¢hGheKTuB-
HOCTb YCBOGHMSI Marepuajia. AHUMAIMOHHBINA POJIMK
WLTIOCTPUPYET KJIMHUYECKUE TTPOSIBIICHUSI TUTIOTUPEO3a
Y HOBOPOXJIEHHBIX, @ TakXe IMO3BOJISIET BU3yaU3UPO-
BaTh MEXaHU3M HacJIeOBaHUs 3200J1€BaHUSI.

Bonpoc 5 S

MpU NOMOLLK MbilIK PaccTaBbTe
naHenu U3 NepevHa B NpaBUNLHOM
| ' NOpAAKE Ha CXeMe.

<0,4 mEn/n |

l

T4+ T3

l |

MoBbilWeH oAvH Hopwma
| M3 HWX Unu o6a l

CyBrnuHuyeckun
TUPEOTOKCUKO3

> 4,0 mEa/n |
|
i -
| |
CHukeH

l l

ManudcpecTHeIi
mMnoTupeos

MaHundecTHbii
TMPEOTOKCMKO3 OtBeTnTbL
- l HA3AL I [ @
Puc. 2. 3anaHue Ha MHTEPAKTUBHOE TIOCTPOEHHE CXEMBbI.
Fig. 2. Task for interactive construction of the scheme.
Y3U WMTOBMAHOM Xenesbl X
LU,WTDBH,C[HBS! wenesa pacnonomeHa 2] TUNUYHOM mecTe, BU3yanu3auma i

3XOCTPYKTYpa

YAOBNETBOPUTENBHO, KOHTYPbl POBHbIE, Nepeweek
1,6 cM, wrpKHa 1,8 cm, anuHa 6,1 cM, 06bem 8,4 cm®, nesas AoNs: TONWMHA 1,3 CM, WMpMHa
1,9 cm, anuHa 6,8 cM, o6bem 8,1 cm, CYyMMapHbIii o6bem - 16,5 cM?, IXOreHHOCTb O6bIUHas,

- 0,26 cm, npaBasa ponA: TOAWMHA

HECKONbKO HEOAHOpPOAHaA 33 CYEeT HEMHOTOMUCNEHHbIX MENKUX

TUNO3XOreHHbIX Y4acTKOB, LLAK: KPOBOTOK HE U3MEHEeH.

Onucanue wuccnenosanus: Mo nepeaHeit NOBEPXHOCTW NPaBOW [ONW, Ha YPOBHE HIKHEW TPETH OOHapyXeHO o6p
W303XOTEHHOE C FMNO3XOreHHbIM OGOIKOM, C POBHbIM YETKUM KOHTYpOM, pasmepamun 0,77 x 0,38 x 0,62 cm, HEOAHOPOAHOE NO 3XOCTPYKTYPE 3a CYeT
MENKMX rMNep3XoreHHbIX y4acTkos, npu LIK- nepuHoaynapHeli KpOBOTOK. B HuKHe TpeTu nesocit aonu - r ]
$OpMBI C POBHBIM YETKUM KOHTYpOM, pasmepamu 1,4 x 0,8 x 1,2 cM, HEOLHOPOAHOE NO IXOCTPYKTYPE, € KPYNHBIM aH3XOreHHbIM yyacTkom 0,6 x 0,3 cm.
W MENKMMM T1Nep3XoreHHsIMK y4acTkamu. npu LUK - uHTpa- 1 nepuHOAYNApHbIA KPOBOTOK.

TR

eHHOe

3aknouenHue: O6bem - 16,5 cm?. Yansl B 06eMx A0NAX WWTOBUAHON Xenesbl. HesbipaXeHHbIe Anddy3HbIE U3MEHEHWS LUMTOBUAHON XENnesbl.

Ansa ncknovenns meaynnapHoi kapuuHomsl LUK 6bin nccnenoeaH ypoBeHs KansuutoruHa: 1,2 (Hopma <6,4 nr/mn)

EcTb nu Heo6xoammocTh nposeaerus TAB (TOHKoWronbHas acnupaumnoHHas 6uoncus) no pesynstatam Y3W LLDK?

BEPHO

[o Da
Her

[ | l HA3AL | l BMEPEQ I

Puc. 3. Pe3ynbTaTsl yIbTPa3BYKOBOIO HCC/IEJOBAHNUS IUTOBUIHOI XKeJie3bl.
Fig. 3. Results of ultrasound examination of the thyroid gland.
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Duanonorus

Yanoebie 06pazoBaHus
WMTOBUAHOM }eneabl

JAuarHocTuka

OCHOBHbIE XapaKTEePUCTMKN
BPOXAEHHOTO rMNoTHpeo3a

QIR

B MOMOLLIb TPAKTUYECKOMY BPA4YY

O6yuyatowme BULEOPOSIMKH

Knaccudukaums v pakTopbl pucka

Mopbonormece se aci mbure i

Moka3aHWs K XMpYPruieckoMmy
BMeLaTenbCTay

Peverse w 20101

BMELATENCTEO pmmope

MMECTATE A
o CCreas Tepari

ronma
COKTORS M TA

VCTasORC

=i l HA3AL l | BMNEPEQ

Puc. 4. O0y4aromuii 610K M0 3200/1€BAHUAM MIUTOBHIHOM 2KeJIe3bl.

Fig. 4. Teaching block on thyroid diseases.

IMpu 3aBepiieHNM pabOTBI ¢ WHTEPAKTUBHBIM KITU-
HUYECKHUM CJIydaeM Ha 3KpaH BBIBOAUTCS MHTETpabHAasT
OllEHKa — CyMMapHOe KOJMYECTBO PallMOHATbHBIX Aeii-
CTBHUI1 00yYaroIerocs B Mpoliecce BUPTYaTbHON TUarHo-
CTUKU ¥ TIPaBUJILHBIX OTBETOB Ha BOMPOCHL. [1o HamreMy
MHEHUIO, 11eJIeCO00Pa3HO MOBTOPHO MPOBOAWTH BUPTY-
aJTbHYI0 TUArHOCTMKY WHTEPAKTUBHOTO KIMHUYECKOTO
ciaydast C IeNblo YIyYIIeHUST WHTEeTrpalbHOM OLIEHKH.
DTO BaxXHO I 3aKpeTUIeHWsT 3HAHUi, HEOOXOIMMBIX
st audbepeHIMaTbHOM TUarHOCTUKU CIIOXKHBIX KITH-
HUYECKHUX CIyJaeB, KOTOPBIE MOTYT BCTPETUTHCS B TTpaK-
TUYECKO paboTe Bpaya.

BbiBOAbI

1. BI/IDTyaJTBHaH JMArdHoCTuKa Ha NpuMepe KIMHUYEC-
CKOTro cJjiy4das malueHTa € J'[VIXODa,Z[KOVI HCESACHOIO Ir€¢HE3a
ITO3BOJIACT IMPOBECTU Bpaya IO BCEM 3TallaM peanLHoﬁ
JUarHoCTUKH pe6eHKa C pa3/IMYHBIMU TTPOABICHUAMMN
33.6OJ'ICB3HI/IH, UMHUTUDPYIOIIMMU  Cpa3y HECKOJbKUX
MaTOJIOTUYCCKUX COCTOHHHVI, BKJIIO4ass réTeporcHHYyIo
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UCTOPUA NEOUATPUU

K 165-1eTuio co nusa poxaennsa Ainekcanapa Anapeesuya Kucens

(31.08.1859 r. — 08.03.1938 r.)

JI.A. Moposos, FO.JI. Musepnuuxuii, A.B. Kanycmun

OCI «Hay4yHO-nccnenoBaTenbCKUn KIMHUYECKUA MHCTUTYT NeamMaTpum n AeTCKOM XMPYPrum M. akagemMmmka
10.E. Benbtuwiesa» (MHctutyT Benstuwesa) @ra0yY BO PHUMY um. H.U. Muporoea Munagpasa Poccun, Mockea, Poccus

On the 165th anniversary of the birth of Alexander Andreevich Kisiel

(08/31/1859 — 03/08/1938)

D.A. Morozov, V.V. Dlin, Yu.L. Mizernitskiy, A.V. Kapustin

Veltischev Research and Clinical Institute for Pediatrics and Pediatric Surgery of the Pirogov Russian National Research

Medical University, Moscow, Russia

3 1 aprycrta 2024 r. ucniojHsercst 165 et co THS poxk-

JeHUsT JOKTOpa MEAMIIMHCKUX HayK, mpodeccopa,
3aciayxeHHoro gestenss Hayku PCOCP  Anekcanmpa
AnnpeeBnya Kwucens. A.A. Kucenb OKOHYMII MeIWIIMH-
ckuit daxynbrer Kuesckoro yHusepcuteta B 1883 T.
u nepeexan padorath B CaHkT-IleTepOypr B KIMHUKY
NeTCKUX 0Oojie3Heit BoeHHO-MenMIIMHCKOM aKaaemMuu,
rae B 1887 r. 3alMTIII JOKTOPCKYIO AUCCEPTALIMIO. 3aTeM
B TeueHue 48 et (¢ 1890 r.) padotan B Mockse B OsIbIMH-
CKOI neTcKoi 0obHUIIE (TTO3XKe TaM Obljla pacrioiokeHa
1-a Herckast TyOepKyje3Hasi OOJIbHUIIA), TIe €My HbIHE
yCTaHOBJIECHa MeMopHuajibHas Jocka. OIHOBPeMEHHO
B 1892—1911 rr. cayxun noiieHToM MOCKOBCKOTO yHU-
BepcuteTa, a ¢ 1910 r. — mpodeccopoM M ITUPEKTOPOM
Kimnnkn getckux 6oe3He MOCKOBCKUX BBICIINX KEH-
CKUX KypCOB (BITOCIIENCTBUU Kadenpa AeTCKUX OoJe3Hel
Btoporo MOCKOBCKOTO TOCYTapCTBEHHOTO YHUBEPCHU-
teta, ¢ 1930 r. — Bropoit MocKOBCKMiT rocy1apCcTBEHHbBI
MEIUIIMHCKUIM MHCTUTYT). A.A. Kucenb pykoBoaui Kage-
npoii 1o 1933 1. u B reuenue 10 jet, ¢ 1928 r. 1 10 KoHIIa
CBOMX JTHEl, ObLT HAay4HBIM pyKoBomuTesieM LleHTpaiib-
HOTO MHCTUTYTa OXpaHbI 3M0POBbS JAETEil M MOIPOCTKOB
(HbiHe MHcTuTyT Benbruinena).

ITpodeccop A.A. Kucenp Bolea B UCTOPUIO MEIM-
LIMHBI KaK BBITAIOIINICS Bpad-TieAuaTp, y4eHbIi-TTeaaror
U OOIIeCTBEHHBIN AesATesb B 00JIACTH MEAMIIMHBI U 3/Ipa-
BooxpaHeHMsl. OH TipumaBaj OoJIbIIIOe 3HAYeHUEe paboTe
CO CTyJIEHTaMH, OpIUHATOpaMU U aciiupaHTaMu. [1o MHe-
Huo A.A. Kucenst, Tpu TnaBHeWIIMe 3agaydl TOJDKHBI
BXOAUTH B paboTy Kadenpbl: 00yuyeHUe CTYIEHTOB, TMOMI-
TOTOBKA HAYYHBIX KaJpOB W HaydyHas pa3paboTKa reaua-
tpun. «IIpenonaBaHue OyneT HEYOSTUTETHHO U MaJOWH-
TEPECHO, eCJIN B KIIMHUKE He OyIeT BEeCTUCh OXKUBJICHHAS
HayuyHast paboTa. Haykoit MOJKHBI 3aHUMAThCSI HE TOJBKO
KAMHUKU. Kaxaplii Bpad TOJKeH ObITh M HAYyYHBIM paboT-
HukoMm. Kaxnplii Bpau MOJKeH yMeTh HaOItonaTh, uK-
CHUpOBaTh CBOW HAOJIONEHMS, IeaTh BHIBOABI M3 CBOMX
HaOmonenuit». Ilog mpencematensctBoM A.A. Kwucens
eXeHeNeTbHO TIPOBOIMINCH KIMHUYECKHE KOH(pepeH-
1IUU C TIOAPOOHBIM Pa3dOpOM U OOCYXIEHUEM OOJIbHBIX,
0 KOTOPBIX JOKJIAABIBAIM OpAVMHATOPBL. B obcykmeHUU

A.A. Kucenanr — nepsblii HayyHblii qupekTop MHCTHTYTA
B 1928—1938 rr.

JIEMOHCTPUPYEMBIX OOJTBHBIX MPUHUMAIN aKTUBHOE yda-
crue TmiperiofaBatenu Kadenpol. A.A. Kwucensem ObL10
onyoKkoBaHo 6ojiee 600 HayYHBIX pabOT MO Pa3TUIHBIM
3a00J1€BaHUSIM U X MIPO(UIAKTUKE y neTelt (Ty0epKyes,
peBMaTH3M, DPaxWUT, MUKceoema, OpOHXMajibHasi acTMa,
€CTeCTBEHHOE BCKapMJIMBaHUE, TUTaHUE HETel cTapiie
roga, pu3NUecKoe BOCITUTAHME, PEXUM KU3HU pebeHKa,
CaHATOPHO-KYPOPTHOE JICUCHNUE IETei).

A.A. Kucenb 060cHOBam M MPOBO3IJIACWII TIPEUMY-
IecTBa MPOMWIAKTUIECKOTO HampaBJIeHUsT B Teaua-
TPUU Yepe3 TaTPOHaX AeTel M JeTCKUEe KOHCYJIbTAllUM.
OH mpuIaBaj 60JIbIITI0e 3HAYCHME JICUCHUTO IeTel B caHa-
TOPUSIX U MHOTO CIIeJiall TSI CO3MAaHMST B CTpaHe IETCKOM
CaHATOPHO-KYPOPTHOM CITy>KOBI M JIECHBIX IIKON. Pa3z-
paboTaHHBIE MM KPUTEPWU AUATHOCTUKU pPEeBMaTU3Ma
(kputepun Kucensi—/I>koHca) akTyaJlbHbl U B HACTOSIILIEE
Bpemsi. Ilo cioBam A.A. KonaTeimuHa, ogHOro u3 OJIM-
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Mopo3oe JI.A. u coasm. K 165-1eTiio co qHs1 poxnenust Anekcanapa Anapeesnya Kncensi(31.08.1859 r. — 08.03.1938 1.)

e

A.A. Kucem — crynent KneBckoro yHuBepcu-
Tera (1882).

xkaimux yueHukoB A.A. Kucens, «A.A. Kucenb ocra-
BWJI HAM TaKOE€ OTPOMHOE KOJIMUECTBO OJIECTSIIUX UICH,
TOHYANIIMX HAOMIOACHUI, YIUBUTEIbHBIX OMUCAHUI
OoJsie3HU, 00Opa3loB 3aMeyaTeIbHOTO aHajiu3a U KpU-
TUKH, YTO TIOHAIO0UTCSI, OUeBUIHO, BeChbMa TPOIOTIXKM -
TeJIbHOE BpeMsl, YTOOBI COOpaTh, MOABITOXUTh, CUCTEMa-
TU3UPOBATh U OCBOUTH BECh 3TOT OTPOMHbBIN MaTepuall,
KOTOpBI Ha JOJTMe Tonbl OyneT HACTOJbHOW KHUTOM
nenuatpa». B cBoeil HAyYHO! U MPaKTUUECKON NesITeb-
Hoctn A.A. Kwucenp mpumaBan pemiaioniee 3HaYeHUE
npoduIakTrKe 3a00eBaHni. Bl aKTMBHBEIM TOOOPHM -
KOM O3[IOpPOBJICHUST OBITOBBIX YCIIOBUIA ETE, CO3MaHMSI
TSI HUX TIPaBWJILHOTO peXuMa, MUTaHus U T.1.
Kopudeit oreyecTBeHHOI TeAMaTPUU, OH IIUPOKO
MpornaraHaAupoBal UCIOJIb30BaHUE (U3NYECKUX (DaK-
TopoB, duszuorepanuu. [Ipodeccop A.A. Kucenb «Ben
YIIOPHYIO paboTy 3a IIMpoyYaiiliiee UCTIOIb30BaHUE eCcTe-
CTBEHHBIX (hU3MOTEparneBTUYECKUX Onar... — COJHIIA,
CBETa, YMCTOTO BHEIIHEro Bo3ayxa. OH MPUBOIUI 3TOMY
MOCTOSIHHBIE J10KA3aTeIbCTBA, JIEMOHCTPUPYS MHOTO-
yucyieHHble mpuMepbl U3 OJBIMHCKON AETCKON O00JIb-
HUIIbI, KOTOPYIO TIEPBBII JaBHO M PaHbILIe BCEX MpeBpa-
TWI B OOJIbHUILY-caHaTOpuii». Tak Hamucana B MmamsTh
0 cBoeM yuutese u apyre rnpod. A.A. KonaTeinuH B cTa-
The «Mnen Anexkcannpa Auapeesuuya Kucenst B obmactu
YUeHUsI O NETCKUX OoJyie3Hsx» B XypHane «[lenuaTpus»
(1938). IlopasutenbHO, HACKOJBKO MYAPBIM M TOY-
HBIM OBLIO 3TO BbICKa3biBaHME. WM3BECTHBIN AETCKUI
Bpau HasblBaJl (pU3UOTEPaAIreBTUYECKYIO MPOLENypy
OTHIONIb HE YCJIYTOl M JaXe He MEIUIMHCKONW MOMO-
b0 Uit 00JbHOTO pebeHKa M paToBaj 3a IIMpoYaii-
1ee HMCIoJb30BaHMEe 3Toro Ojara. BeizmopoBieHue
JeTei mociie JIeYeOHUIIbI TIPEAIoNarajJoch MpOaOKUTh

A.A. Kucenp — mpuBat-noneHT MOCKOBCKOro
YHUBepCHTETa BCKope nocJie npue3snia u3 [lerep-
oypra (1891).

B IIIKOJIE-CAaHATOPUU, KOTOPAsi MMeJlach B CTPYKTYpPE €ro
uHctutyta. [lo cyTr, 3T0 OBLUT MPOTOTUN COBPEMEHHBIX
peabunuraiimoHHbIX nporpamM. [lpod. A.A. KoaTsi-
nuH otMeyan: «A.A. (Kucenb) Obu1 ropssunii 3alllUTHUK
"MECTHBIX KYypOpTOB", yKasbIBas Ha TO, UYTO HET pa3-
HUIIBI B TEYEHUU TIpOlIecca Ha [ore, B ropax WK B Hallei
MoJIoce U Jaxe Ha ceBepe — MbIC/b, UMetoNIast 00JbIIoe
MpakTUUecKoe 3HaueHue, U0o peanusalius ee Mo3BOJISIET
Pa3BEepHYTh IIMPOKYIO PabOTy MO YKPEIJIEHUIO 300POBbS
NeTel, HE YBO3S UX TAJIEKO».

OpraHmuzatop psila Cbe3IoB U KOH(EepeHIInit
no meauatpuu, A.A. Kucenb OblT OECCMEHHBIM TIpe-
cenatenieM MOCKOBCKOTO OOIIECTBa JETCKUX Bpaydei,
3aMecTuTesieM Tpencenarensi  Bcecoio3HOro  Komu-
Tera 1o OopnbOe ¢ peBMarusmoMm. [lox pykoBomcTBOM
A.A. Kucens BeIpociia OrpoMHast Hay4yHasi 1KoJja, MmoJjy-
YWIM KJIMHAYECKYI0 M HayyHYI ITOATOTOBKY MHOTME
M3BECTHBIE Y4YEHbIe MenauaTpbl U NEeTCKUE (TU3MATPHI:
A.A. Konteimuu, C.U. ®enbrackuii, H.W. JlaHroBoi,
B.I. Mapky3oH, M.II. [laxuronoBa, M.M. BbyGHOBa,
3.A. JlebeneBa, H.U. CaBBaTuHcKas u ap.

3acnyru mipogeccopa A.A. Kucens tpyaHoO mnepe-
oreHutb. C 2005 1. exXeromHo BpydyaeTcsl TpeMUs
A.A. Kucens naubosee BbITAIOIIMMCS YYeHBIM-TICoM-
aTpaM, BHECIIMM BECOMBbIN BKJaJ B pa3BUTHE TEIU-
arpuueckoid Hayku. A c¢ 2023 1. yupexaeHa TpeMus
umeHu npod. A.A. Kucens «JleTckuii Bpau-HacTaBHUK»
M yXe Ha3BaHbl TIepBbIE JlaypeaTbl B 00JIACTM TEIM-
aTpum M JeTCKoW xupyprum. MMu crtamm BeTepaHbl
Cc BpaueOHbIM cTaxeM OoJsiee TOJNyBeKa: 3aBedyIOLINiA
orepalMOHHbIM OoTAesieHreM BbpsiHCcKoit 0bacTHO aeT-
cKoil OonbHULIBI Bragumup AHaTONbeBUY ACTAllIKUH
U 3aBelyiolllasi OTAEJOM paJvallMOHHON 2KOMaToJo-
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; UIEH AJIEKCAHIPA AHIOPEEBHYA KMCE/ISI B OBJACTH YYEHHA
e O JETCKHX BOJIE3HHX
' Mpod. A A Koamsnus

Cx .

&aiﬁiﬁza;ﬂt:ﬂiécﬁé_ Hrn::e:m. Tponineceunoe A, A, Kosrenanes 4.V.1938 ka zocemammm
. 1 ]gﬁ.qql.,rcacnx Bpauch @ npasdensn  [lenuarpiyeckoro afimecTen
*CF, nocenmennom namaty A&, A, Kuceas)

Al :
i 'Itﬂ‘!ﬁ:ﬁ-]ﬁ]-:; U::fgﬁ:ﬂé'ﬂ?f% TaKOe OrpOMHOe KONMMECTBO GAOCTAWIHX
o aametaam-.mmm :Iuarr 3{3 YAHEHTEADHMX onucanuit Goxeaued, of-
B S r:pnﬂmmméﬁhnm “H3d H KPHTHKH, 970 NOHaAO0HTCH, OMEBHAHO,
: R e o Bﬂfpﬁﬂﬁ; t{z*:iuﬁm__cr}_f}pam, NOARITOMHTD, CHOTEMa-
bl b POMIOBR MaTeDHAN, KOTOPHA Ha Ao
Cmﬂ: 2 H}n I HACTOABHON KHHMOH COBETCROMD neluaTpa.
e A.HHEESELK;E}H{:; It-]::l?t?u ;r:a{;mn t:gc;u BL}T[P"?E'L‘IIJ-, pazpadaTHRan-
ey st 5 ATOPHIHOAOTHYCCKHN B Tepanep.
" OuHO® W3 OCHOBHBIX Meicae 2 g
Hamnan GoAesHs HMeeT :ﬁi?cihé{:ﬁﬁfﬂz 3(:1;:1}_:1&::[41 tia ?HM
; AEKD OIH0H cBoficTseH-
HOE THUO, 9Tg neppofl ofR3aqH00TRiD BPEYA-HCCHBIOBATENA, A TAKAM
MHEHHI0 A, A, noamen OkTh Bosril MEUETHA npaalmiqefmﬂ ;’ a:]r?
ABMAETCA CAMBIM TIIATEALHEIM OGPaszobt H3YUHTL BTH HENOBTOPHMEE B J'[f'lj:l]..fi
rof ﬁl:u.':f:a.mr{. 0COGeRHOCTH. M 0B caMm nepeuft faa Gaectamme noIreep-
HIEHHE B3TOH MEICIH, QORHCAR MUOrD TAKHX CEMOTOMOR, KOTOpRIE :-IH‘!E-
HTCA 00R3aTEALHON NpHEAZIeMEOCTLID COpereneHHosl fomesni Hf:;nj»
! BTOPHME B uHpyrex, -Hm on ganr mazeanme «R0COMI0 THEIE CHMATOML D {pen-
§ MATHUECKHS y3earH — enoduli» — npy peBEMaTHaME; 0CoGEHHOCTH mgue_a
i npe TyGeprydede H Godeadu ]“ﬂ'-nc}{r-i:%-—-:rmmy[utm», AMELRIOK ¢ Kﬂp?tlru.l-
Koiir; «foposaxar s AdMpasennTe op To e O0aesHH; oTCyTCTBME -
i TOBHIHOR JMENEIH NIPH MHKCEAEME; OCGEEHHOCTH FpYIHON KIETHH -sfp;r
i OpOoHXHATEHOR acTMe W MHEOrHE Apyrae). Ao A, yxazad, uTo Ha BTOM 3Ha-
HHH H ZHACHRTCH BOH HAWA HayHA PACTO3INABIHHS OTIEMbIIRY @upn_tTa,
EOg sHaHHe HaBan0 KAMHHUHCTY YOeRIEHHOCTE TEERIAO CTOATL HA CRBOHX
. KTHEAYECKHX NOBHUHAX M OTCTAHBATH MLICAL 0 HO3OMOTHYECKON caMo-
i CTOATENLHOHW CYUIHOCTH pama ﬁ[‘-'.’I'L'HEII'.‘.I‘I, KOTOPLIE TIO0 BIHAHHEM €£M00-
: HBEIX» HAEH BADPYT nepectadd OmTh «OONEINAMHE, & AeJaIHCh {pﬁﬂ]{]lu;p
0T Mue, BoyactrocTH, A, A KHcean TUERALD GTCTAHEAA HOIGAOTHYLCKYID 0060
COOARHHOCTL DEBMATH3MA KaK OTAcapHail HEEKAHOHRON GONeINH u Go-
aerAd ['OukHHA, e sasdcHMoR ot Tyfepryacsa, IMpnsepon, koHeyng
MOHEO Oblro Ge npusects SoAbmoe uyuexo, ’
' A. A.'Kuceab TBEPRO OTCTAMBAN enfe APYTYI0 CHOK) OCHOBUYID MECIE —
v, D NOPA3UTENEHOA 3AKOHOMEPHOCTH B JIDMMEHHH GOAESHN, TO, YTO OH Of-
- PA3HO HA3LIBAL €ECTECTECHHEM TeqoHHCM ﬁﬂ.ll,l:_‘.'jﬂjl‘s-,
On yrasuisanr, 470 OrpOMHOE YHCAO safoaepanuf OKaHuHEdeTes Gaaro-
MOAYYHO- H3TeYEHHEM MPOUECCa HE3ARHCHMO OT NPHMEHNEMEHY Bpadamy
TepaneBriyeckHx mep. On TpeboRan rayfoqaliiero Hayuennn STHX 3aK0-
HOMEPHOCTEH, HOO TOABKO NPH 3HAHHH HX, KaK Yroepanan A, A, M MOKHD
OUEHHTE 3MMEKTHRHOCTE TEPaNEBTHULCKOTO BMEIIATEAbCTES,
i Croasko owubox JenainT BpadH, Yiasmpan A. Al He 3HAT STOMO XO-
EF'L'LID, H KikK JErKd OHH NPHOHCLIBAKIT F]E[{ﬂpl.".'l'ﬂ}' T, Yero OHO He Daer.
C wawof sHeprued OH BCErLA OTCTAHBEAN STH HJEH W NOCTONHHG npHED-

a

T4, 4TDr

Wneun Anekcannpa Annpeesuda Kucens B 00s1acT yueHHs 0 JeTCKUX 00JI€3HSIX.

IIpod. Konremun A.A. (CnoBo mamsatu A.A. Kucensi, npousnecennoe A.A. Koaroimunbiv 4 mast 1938 r. na 3acenanun O6aactaoro
o0IecTBa 1eTCKUX Bpaveid u npasjenus [Tennarpuyeckoro odmecrsa PCOCP, nocssmenHom namsatu A.A. Kucess). OnyosmkoBa-
HO B )KypHaje «[lenuatpus» 1938, Ne 10, cTp. 3—7.
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Mopo3oe JI.A. u coasm. K 165-1eTiio co qHs1 poxnenust Anekcanapa Anapeesnya Kncensi(31.08.1859 r. — 08.03.1938 1.)

MU JeTCKOoro Bo3pacta MHcTtuTyTa BenbTuiesa qoKTop
MEIUIIMHCKUX HayK, npodeccop Jlapuca CrenaHoBHA
BaneBa. Kak mepBblii HayYHBIN PYKOBOIUTETb WHCTHU-
TyTa A.A. Kiicenb 3aman MOLIHBINM TBOPUYECKUIT UMITYJIBC
B JIETCKOM 3IpaBOOXpaHEHWUM Ha MHOTHE TOIbI Brepes.
IToaTomy B rom HactaBHMYecTBa M B mpemaBepum 100-
netusi MHcTuTyTa BenbruilieBa OyneT yMECTHO YIOMSI-
HYTh O BBIAAIONINXCS HaCTaBHUKAX W Telarorax B UCTO-
pUM OTEUeCTBEHHOU JETCKON MEeAWIIMHBI, paboTaBIINX
B 0003pMMOM BpeMEHM B CTE€HaX JaHHOTO WHCTUTYTA.
Dto mpodeccopa A.A. Ananenko, H.A. benokoHsb,
I''M. JementbeBa, H.B. J[lorear (Betepan BOB),
M.C. UrnaroBa, H.H. Posmnosa, O.H. Mwu3zepHuii-
kas (Betepan BOB), K.A. CorHukoBa (Betepan BOB),
0.A. bapamues, B.I1. Berpos, C.}O. KaraHoB (BeTepaH
BOB), A.1. Knem6osckuii, M.b. Ky6eprep, I1.B. HoBu-
koB, I.B. Credann, A.Jl. Llaperopoaues, .M. Yucrs-
koB, F0.A. fxynun (Betepan BOB). DT1o BhImatomuecs
nerckue xupypru, npodeccopa: B.M. lepxaBuH (Bete-

IMocryrmna: 04.06.24

CMUCOK UCNOJIb3OBAHHOW JIUTEPATYPbI

1. UeHtpanbHblil ucropuyeckuit apxuB Mocksbl (LIMAM).
®. 459. Om. 5. . 6392. J1. 3—12.

2. UeHtpanbHblii apxuB ropoma Mocksbl (LIATM). @. 714.
On. 2. 1. 1.J1. 244; 1.115. J1. 34; 1. 462. J1. 14.

3. OO6o3peHue mnpernogaBaHusi Ha MeEAMIIMHCKOM OTIEJIEHUU
MOCKOBCKMX BBICIIIMX KEHCKUX KypcoB B 1914—1915 1. M.,
1914: 17 c.

4. Cnepanckuti I.H. MocKoBckue TieMaTpUIecKUe IIKOJIbI.
(Mctopuueckuii ouepk). M., 1949.

5. Komnioc 3.M. AA. Kucenb u ero mkona. M.: MuH3apas
CCCP, 1949. 346 c.

OrtaenbHbie TPYAbI:
*  Kuceavb A.A. O yacToTe aHIIIMIICKON 00Je3HU B T. MOCKBe
cpenu neteii B Bo3pacte 10 3 j1eT. M., 1897; 14 c.

*  Kuceav A.A. TlpoGnema npenyrnpexaeHus Tyoepkysesa. M.:
Tunorpadwus A. [letumana, 1917; 8 c.

pan BOB), E.JI. Bumnenckuii, C.1. Bo3nBrmkeHCcKMiA,
K.I1. Kupnan (Berepan BOB), B.M. Ceprees, C.J1. Tep-
HoBckuii. U, xoneuHo, akanemnk PAMH, mpodeccop
10.E. BeabTuines.

IToxoponen A.A. Kwucenp Ha HoBomeBmubem Kiiam-
oume. HakanyHe TpamuumoHHOro exerogHoro KoH-
rpecca «MHHOBaIlMOHHBIE TEXHOJOTMU B TIeAMATPUN
W ETCKOW XUPYpPTUM» B MOCJIEAHUN AeHb Jieta 31 aBry-
cTa C.T. B JIeHb poXIeHMs AJieKcaHapa AHIpeeBUYa
corpyniHuku MHcrturyra BenbruineBa coOuparoTcs
MOYTUTh MAMATh W BO3JOXUTbH LIBETHI K MEMOPHAIIBHOM
mocke A.A. Kucens, yctaHoBiaeHHO# Ha tome B OpiioBo-
JlaBBIIOBCKOM Tiepeysike MOCKBBI, THe XU W paboTai
3TOT BBIIAIOIINIICS Bpay, HeAAIEKO OT TEPPUTOPUM ObIB-
et OJIbTUMHCKOM NeTCKOI OOJTbHUIIBI.

Nmenem A.A. Kucenss Ha3BaHO MOJIOIEXKHOE Hayd-
HOe MeTuIIMHCKOoe obmiecTBo B MHcTuTyTe BenbTuiiena,
a Ha ero TepPUTOPUHU TJIAHUPYETCS] YCTAHOBUTH IMTAMSITHUK
3TOMY TAJAHTJIMBOMY Bpady 1 He3aypsi/THOMY YeJIOBEKY.

Received on: 2024.06.04

6. Cmydenuxun M.A., E¢umosa A.A., Tamouenxo B.K. Ilytu
pa3BuUTHUsI nienuaTpuu. MTOrn M nmepcreKTuBbl HayYHBIX MC-
ciaenoBanuii. M.: MeauuuHna, 1974, 281 c.

7. Poccuiickuii rocygapCTBEHHBIN MEIUIIUHCKUM YHUBEPCU-
TeT — 100 sieT Bo uMd xus3Hu. M.: PTMY, 2006; 83.

8. Kucenp Anmekcanmp AHapeeBud. B KH.: Drambl 00JIBIIOTO
nmytu (1927—-2012). M.: Ipeccapr, 2012; 399—400.

9. Musepnuykuii FO.JI. Jleunts He Gone3Hb, a 6onbHOro (CTpa-
Huubl ucropuu. — A.A. Kucenp). CoBetckuit mequk. 1988.
22 maprta; C. 2.

10. Koamovinun A.A. Unen Anexcanapa AnnpeeBuua Kucenst B 00-
JTaCTH y4eHMs 0 eTcKux 6ose3nsix. [Mequatpust 1938; 10: 3—7.

*  Kuceav A.A. OuepKu COBPEMEHHOTO COCTOSTHUST PYCCKUX KY-
popTtoB (YepHoMopckoe mobepexnbe KaBkaza): IlyreBomu-
Tesb. M.: Turnorpacdust A.M1. MamonToBa, 1913, 82 c.

*  Tpyasl 3acaykeHHOTO JesTesst HayKu mpodeccopa A.A. Ku-
censt B 2-x TT. T. 1. PeBmatusm y gereii. T. 2. TyGepkyie3
y mereii (Boim. 2). M.—J1., 1940—1944.
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