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B cTaTbe onucaHbl ITANbI IMATHOCTHYECKOTO MOMCKA OJTHOI 13 HauboJ1ee TSKebIX (JOPM HACJIEACTBEHHBIX MBIIIEYHBIX JUCTPOMId,
reHeTHYEeCKOr0 HEPBHO-MBIIMIEYHOTO 3200/1eBaHusi — MbleyHoi nuctpodun Tiomenna. CHHAPOM IUTONM3A, UMEIOUINIA BHeNe-
YeHOYHOEe NMPOUCXOXKIEeHHE, H NoBbleHne KpeaTuHgochoKuHa3bl B OMOXMMHUYECKOM AHAJIN3€ KPOBH MOTYT ObITh NMEPBbIM LIATOM
B IMATHOCTHKE 3200/I€BaHN elle HA JOKJIMHHYECKOM WM PaHHeM KJIMHUYecKoM dtamne. IlpencraBiiennslii ciyyaii npoaeMoOHCTpPH-
POBAJI OTCYTCTBHE HACTOPOKEHHOCTH Y Bpayeil MePBUYHOTO 3B€HA B OTHOLIEHUH IAHHOM NMATOJIOTHH. BhisiBIeHre HEBPOJIOTHYECKHX
CHMIITOMOB, NPOBe/IEHHE MOJHOTO MEAUIIUMHCKOTO OCMOTPA U OIEHKA YPOBHS KpeaTHH(OCHOKUHA3BI Y NAIMEHTOB C N30IUPOBAHHOI
TUNepTpaHCcaMUHA3eMUel MO3BOJIAT M30eKaTh TOPOroCTOSIIMX U JUIMTEJbHBIX UCCIEI0BAHUI HA mpenMeT 3a00/eBaHMil MeYeHn
M IPUBEIYT K CBOEBPEMEHHOI TMATHOCTHKE CKPbITIX HEPBHO-MbILIEYHbIX 3200J1€BAHUIA.
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The article outlines the diagnostic approach for one of the most severe forms of hereditary muscular dystrophies, a genetic neuromus-
cular disorder — Duchenne muscular dystrophy. Cytolysis syndrome of extrahepatic origin and elevated creatine phosphokinase levels
in biochemical blood tests may serve as initial diagnostic markers at preclinical or early clinical stages.

The presented case highlights a lack of clinical vigilance among primary care physicians regarding this condition. Detection of neu-
rological symptoms, comprehensive physical examination, and assessment of creatine phosphokinase levels in patients with isolated
hypertransaminasemia can prevent costly and prolonged investigations for liver diseases and facilitate timely diagnosis of underlying
neuromuscular disorders.
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MBIH_IC‘{HaSI nuctpodust [iolieHHa — TeHeThde-
CKO€ HEpPBHO-MbIIIEYHOE 3a00JieBaHUE, OTHOCS-
meecsl K HauboJsiee TsKeJbIM (hopMaM HacJIeCTBEHHBIX
MBbIIIEUHBIX aucTpoduii. HepBHO-MbIIIeUHBIE 3a00I1€e-
BaHWUS, BBI3BAHHBIE MYyTAllUsIMU B Te€He OUCTpOo(duUHa,
OO0BEIUHSIOT B TPYITY AUCTPOGUHOIATUI, K KOTOPBIM,
MMOMUMO MBbIIIeYHON aucTtpodum [rommeHHa, Takxke
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OTHOCSTCS MbllegHass nuctpodus bekkepa u mpomexy-
TOYHBIE (POPMBI MUOAUCTPODUIA.

MpbimieuyHast auctpogus JlromeHHa BbI3BaHA MyTa-
el TeHa IUCTpodMHA, OJHOTO M3 CaMbIX KPYITHBIX
reHoB 4esoBeka (79 0eJIOK-KOOUPYIOIIMX 3K30HOB
U TIpUOIU3UTENBHO 2,5 MJIH TIap HYKJIEOTHUIOB), paciio-
JIOXKEHHOTo Ha xpomMocoMe X B ydactke Xp2l. Hemenum
W AYTUTMKAIUA OJHOTO WM HECKOJBKUX 3K30HOB BO3-
HukaiwT B 70—80% ciydyaeB, a TOUKOBbIE MYTallMU pexKe,
B 20—30% [1]. Henenuu dalie BCETO JOKAJIU3YIOTCS
MEXIy 3K30HaMM 45 1 55, a AYTIIUKaIUU — MEXTY 3K30-
Hamu 2 u 10. VUIMeHHO TUIT M pacHoioXeHue MyTalun
OTPENeISIOT KITMHUYECKYIO KapTUHY, TeYeHUE U TTPOTHO3
3a00J1eBaHUsI, a TAKKE aJITOPUTM HEOOXOIUMOM Tepanuu
JIJISI KOHKPETHOTO TaiueHTa [1, 2].

B OompmmHcTBEe cilygaeB MyTauMsl IIepemaeTcs
Mo MeXaHu3My X-CIEIMJIEHHOTO PEeleCCUBHOTO Hache-
JNOBAaHUS W TIPOSIBIISIETCS TOJIBKO B TOMO- WJIW TeMU3U-
TOTHOM COCTOSIHUM. DTO OOyCJIaBIMBaeT ropasno 0oJjiee
BBICOKYIO PacipOCTPaHEHHOCTh MBIIIEUHOM TUCTPOGUU
Hromenna y MaapuukoB — B 1 u3 3500—5000 ciyuyaes.
V neBodek dYacTtoTa 3a00JIEBaHUSI COCTABIISIET TOJIBKO
1:50 000 000. MyTamusamu de novo BeI3BaHbI 0KOJIO 30%
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ciyyaeB, B TO BpeMs Kak 70% — yHacJieqoBaHbI OT reTe-
PO3UTOTHBIX MaTepeii-HocuTeIbHUI [2]. OO1ast pacmpo-
CcTpaHeHHOCTD cocTaBisieT 5,3 (95% AN: 5,1-5,5) ciyyas
Ha 100 000 MyX4YuH; pacrpoOCTPaHEHHOCTb TPU POXK-
neuvn — 21,4 (95% AW: 20,4—22,5) cayqas Ha 100 000
SKMBOPOXIEHHBIX MaJIbYMKOB COOTBETCTBEHHO [2].

benox mucrpoduH obecrieunBaeT B3anMMOAEHCTBUE
MEXIY IIUTOCKEJIETOM, KJIETOYHOI MEMOpaHOii 1 BHEKIIe-
TOYHBIM MaTpukcoM. OH 3KCIIPECCUPYETCS U Pacrotio-
JKeH Ha Tula3MaTU4YecKol MeMOpaHe KJIETOK IMoIepeyHO-
MOJIOCATOM M CepleYyHO MyCKynaTypbl. B 3HaunTeIHO
MEHBbIIIe CTereHW TUCTPO(PUH COAEPKUTCS B KIIETKax
TOJIOBHOTO MO3Ta U CeTYaTKe rj1a3a, MMEHHO 3TO U O0BsIC-
HSIET HEKOTOpbIC TIPOSIBJIIEHUS 3a00JIeBaHUsI CO CTOPOHbI
LIEHTPaJbHOM HEPBHOI CUCTEMBI. BesloK sIBsieTcsT Baxk-
HBIM KOMITOHEHTOM JIUCTPOMUH-TIUKOITPOTEMHOBOTO
KOMITJIEKCa B COCTaBe CTPYKTYPHOI €TWHMIIBI MBITIIIHI.
OrcyTrcTBUE  AUCTPOGUH-TIUKOIMPOTEUHOBOTO  KOM-
MJieKca TIPUBOANT K MOBBIIIEHUIO TIPOHUIIAEMOCTH MEM-
OpaH MHUOMPUOPUIII, OKHCIWUTEIHBHOMY ITOBPEXICHUIO
U Hekpo3y KieTok. [To Mepe mporpeccrupoBaHMsI MaTOJIO-
MU Y TTAIMEHTOB ¢ MBIIIEUHOM nuctpodueii JlromeHHa
CHUXAeTCsl pereHepaTUBHBIN MOTEeHIIMaT MUOGUOPUILI,
a MbIllIeYHasl TKaHb TTOCTETIEHHO 3aMEHSIeTCS] SHIOMU3U -
aJIbHOM COeMHUTEbHOMN U XKUPOBOM TKAHBIO C MH(WIIb-
Tpalueld MOHOHYKJIEapHBIMU KJIeTKaMu. Bce Bblle-
MEePeYnCIeHHOe COIPOBOXKIAETCS TPOTPECCUPYIONIEi
JiereHepalei v MoBpeXKIeHUEM MBbIIIIII.

AKTUBHOCTb (DEpMEHTOB acraprar- U AJlaHWHAMMU-
HoTpaHc(depas Tpu MbIlIeuHoi auctpodum JlromeHHa
MOXET OBbITh MOBBIIIIEHA B IECATKU pa3 M UMEET MBbIIIIeY-
Hoe, a He TeyeHouHoe mpoucxoxneHue [3]. Ha panHux
CTaIMsIX pa3BUTUS MBIIIEUHOM auctpodum JlronmeHHa
MOBBIIIIEHUE TpaHCAMMHAJ, CBSI3aHHOE C pacrajgoM
MBI, MOXET ObITh eNMHCTBEHHBIM MTPOSIBJICHUEM 3200~
JIeBaHUSI, KOT/Ia ellle HET OCHOBHbBIX KJIMHUYECKUX CUM-
nromoB [3]. [ToMrMO MOBBIIIEHUST YPOBHS aJlaHUHAMM-
HoTpaHc(depa3sl M/WIM acliapTaTaMUHOTpaHCchepasbl,
MOBBIIIEHUE YPOBHS KpeaTWMH(MOCHOKMHA3BI — CIIell-
nudeckoro epMeHTa MBIIIEYHONW TKAHU, TaKXKe yKa-
3bIBa€T Ha TTOBPEXICHWE MBIIIL VI MBIIIeYHbIE 3200-
JIeBaHUs. AHAJIW3 YPOBHS KpeaTMHKWHA3bl y TMalueHTa
C TIOBBIIIIEHHBIM YPOBHEM TpaHCaMWHAa3 MOXET ITOMOYb
n30exaTh HEHYXHBIX, WHBAa3WBHBIX M JOPOTOCTOSI-
IIMX JWArHOCTUYECKMX J1abOpaTOPHBIX HCCIeA0BaHUI
W TIpOLIEAYp IJISI OTpPEeNeeHUs] STUOJIOTMN 3a00JIeBaHMS
rneyeHn. DKOHOMUUYECKOe OpeMst MbIIIIEYHOU AUCTpODUn
JIro1eHHa Ha CUCTEMBbI 3[paBOOXPAaHEHUST OYEHb BEJIMKO
U3-3a HEOOXOMMMOCTM OKa3aHUsi MHOTromnpoduIbHON
MOMOIIM U 3HAYMTEJIBbHO BO3pacTaeT Mo Mepe Mporpec-
cupoBaHMs 3a001eBaHMs [2—5].

B 2023 rony rpymnmoit ucciaenoBartesieii moa pykoBoi-
ctBoM A. Kansu ObLJ10 TPOBEIEHO MCClIeI0BaHKE, LIETbIO
KOTOPOTO SIBJISLIOCH OTIpe/ie/IeHue 4acTOThl MBIIIEUHOM
nuctpoduu iomeHHa/bekkepa cpenn 589 nereit Myx-
CKOTO TMoJla C M30JUPOBAHHOW TUIepTpaHCAaMUHa3e-
mueii [4]. YpoBeHb KpeaTuHbOCchHOKMHA3BI TPEBBIIIA

BEPXHIOIO TPaHUILy HOpMBI y 42,6% maneHToB. Mblleu-
Hasa nuctpodusi HromeHHa/bekkepa Oblla 1MarHOCTU-
poBaHa y 47% TallMEeHTOB MYKCKOTO poJa C M30JHUPO-
BaHHOW TunepTpaHcamuHaszemueir. CpenHue 3HaYeHUsI
aJJaHMHaMUHOTpaHchepas3bl, acrnapraraMuHOTpaHChe-
pasbl U KpeaTUH(HOCHOKMHA3BI B 3TOI TpyIine odciemy-
eMbIX ObUIM CTATUCTUUECKM 3HAYMMO BBIIE, a HEBPO-
JIOTUYECKUE CUMINTOMBI W JPYIM€ HEIOOLEHEHHBIE
MpU3HAKK Yallle BCTPEYAJMCh y TMAllMEHTOB C MBbIIIEY-
Holt muctpodueii dromenHa/bekkepa, yeM y maimmeH-
TOB 0e3 wMbleuHoi auctpodun [HromeHHa/bekkepa
(p<0,001).

C uenplo 1eMOHCTPALlUM aJTOPUTMa KJIMHUYECKOTO
MOUCKa OT MEPBBIX MPOSIBJICHUH 3a00JIeBaHUS 10 TTOCTa-
HOBKM OKOHYATeJbHOTO JMarHo3a MpUBOIUM KIMHUYE-
ckoe HabJoIeHue.

KnuHuyeckoe HabGnopeHue

Manbuuk I'. B Bo3pacte 3 jieT 8§ MecsieB MOCTYITII
B MHDeKIIMOHHYI0 KITMHIUYECKY10 00bHUILY Ne 1 B CBSI3U
¢ XajobaMM Ha TOBBIIIEHHYIO YTOMIISIEMOCTh, OOIIYIO
c1ab0CTh, CHUXKEHUE allleTUTa B TeYeHUe IMOCIeTHEro
Mecs1a.

H3 anamuesa ncusnu U3BECTHO, YTO peOGEHOK OT Tpe-
Theil OepeMeHHOCTU (1-51 GEpeMEeHHOCTb 3aBeplIniach
rubenplo TIoAa Ha JOHOIIEHHOM CpOKe, 2-s1 OepeMeH-
HOCTb — POXIEHMEM 3M0pOBO#l neBouku). Bo 2 Tpu-
MeCTpe XEHIIWHA TIepeHecsia OCTPYI0 PecrUpaTOpHYIO
BUPYCHYIO UH(EKIINIO B JIeTKOI (popme Oe3 JIMXopaaKu.
Ponpr  cpounble, (usmonornueckne. Macca Tena
npu poxaeHun 3670 T, poct — 54 ¢cM, 0TMeYaIoCh OJHO-
KpaTHOe OOBUTHE IeW MymoBHHONM. OlleHKa To IIKaje
Anrap — 8/8 6amtoB. HoBopokieHHbI ObUT BbIMTMCAH
M3 po/yioMa Ha TPETbU CYTKM XU3HU ¢ Mmaccoit 3450 r.
B pommome mposemena BakumHaumst BL2K m mporus
rermatuta B1. Co c10B MaTtepu HacjieACTBEHHBIX TTATOJIO-
T B CEMbE HE OTMEYAJIOCH.

B Bospacte 8 mHeil pebeHOK OBUI TOCHUTAIM3UPO-
BaH B CTallMoHap c¢ nuarHo3oM «HeoHaTanmbHas Xen-
TyXa, JAKpPUOIMCTUT», U TIOC]e Kypca CHUMMITOMAaTHYe-
CKOI 1 (poTOTeparuu ObLT BBIMTMCAH C BBI3AOPOBICHUEM.
Pannee pasButme 06e3 ocobeHHocTeil. BakumHupoBaH
10 MHAWBUIYaTbHOMY TpauKy.

Jo 3 met 7 MecsleB poouTeNIM He 3aMedanr KaKhX-
MO0 OTKJIIOHEHUWI B pPa3BUTUM, XKaJloO He ObLIO.
B Bospactre 3 nmer 8 wMecsieB pebeHOK o0caeno-
BaH B TOJUKJIMHHUKE IO MECTY SKUTEJIbCTBA B CBS3U
c MOSTBJICHUEM TTOBBIIIIEHHOM YTOMJISIEMOCTH.
Ilo manHBIM OOcyIemoBaHUs OBUIO OOHAPYKEHO ITOBBI-
IIeHWe TpaHcaMUHA3: aJlaHMHaMUHOTpaHc(epaza —
no 697 en/n (mpu Hopme < 33 enm/m), acmapraTaMUHO-
TpaHchepasza — nmo 363 en/n (mpu Hopme < 36 enm/m);
MoKa3aTeJ KIMHWUYECKOTO aHajiu3a KpPOBHM, YPOBHU
oburero ounupyouHa (6,9 MKMOJb/7) U TIIIOKO3bI (4,8
MMOJTb/JT) OBUTH B TIpeieiaX BO3PAaCTHOW HOPMBI.

PeGeHok ObIT HampaBjieH Ha KOHCYJIbTAlIMIO Bpada-
WHOEKIIMOHNCTA B KOHCYJIbTATUBHO-TIOJUKINHUUECKOE
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oTIeIeHne MH(MEKIIMOHHOM GONBHULBI, U C TpeaBapu-
TeJbHBIM TMaTHO30M «I emaTuT HeyTOYHEHHBIN, Oe3Kel-
TyirHas hopMa, CpeTHeTSIKeI0e TedeHe» ObLT TOCITUTAa-
JIM3UPOBAH ISl yTOUHEHUS AuarHo3a. CortacHo TaHHBIM
SMUAEMHUOJIOTUYECKOTO aHaMHe3a, KOHTaKTOB pebeHKa
¢ MHGMEKIMOHHBIMU O0JTLHBIMU HEe OTMEYANIOCh, TTOE3M0K
3a MpeJiesibl TopoJa 3a MOCAeIHUN To/l He ObLIO.

CocTosiHME MallbyuKa TpU TOCTYTUIGHUU CpeaHei
CTeTieHM TsKecTU. PebeHOK B SICHOM CO3HAaHWU, ¢ HOP-
MaJIbHOU TeMItepaTypoii Teia. OCMOTP KOXKHBIX TTOKPO-
BOB, CJIM3UCTHIX W TAJbIALNS TTepudepruecKux Jumda-
TUYECKUX Y3JI0B, a TAKXKE ayCKyJbTallMs JIETKUX U ceplia
He BBISIBWJIM TATOJOTMYeCKMX M3MeHeHui. [Ipu majb-
Maly KUBOTA OMNpEAessINCh HOPMaJbHBIE pa3MephbI
reyeHu u cene3eHKU. Co CJI0B poauTeseil IU3ypudecKux
SIBJICHUI, HapyIIeHN OedeKaluy paHee He 0TMEYaloCh.

Crenenb pa3BUTHS MYCKYJIaTyphl olleHEeHa
KaK «XOpollasi», MBIIIIEYHBII TOHYC B HOpMe. BusyalibHO
oTMeuajach yMepeHHasi TUMepTPOMUs MKPOHOXHBIX
Mbi. Bo BpeMst ocMoTpa oOpamrano Ha cebs BHUMa-
HUe, YTO peOeHOK OoJbllle JIIOOUT CUAETh, HE JIOOUT
Oerarb, TpU TIOTIBITKE BCTaTh — MOMOTraeT cede (B30upa-
ercs) pykamu (tipuem ['oBepca).

I[To pmaHHBIM JTAGOPATOPHO-UHCTPYMEHTATHHOTO
obcenoBaHUsT TIpU TIOCTYIUIEHWM TTOKa3aTeln KIIH-
HUYECKOTO aHaju3a KPOBU OBUIM B TIpeaesiax BO3-
pacTHOM HOPMBI; B OMOXMMHUYECKOM aHalln3e KPOBH
COXPaHSIJIOCh MOBBIIICHUE aJJTaHMHAMHWHOTpPaHC-
depassl g0 593en/n, acmapraTaMuHOTpaHC(hepasa
1o 326 en/mn, BBIABICHBI YBeJIMYeHUEe aKTUBHOCTH JIaK-
tatnerunporeHassl 10 3459 ME/an (npu Bo3pacTHOIt
Hopme o 300 ME/n), obiieit kpeatnHhOCHOKMHAZH —
no 13712 ME/n (npu Bo3pacTHoit HopMe a0 149 ME/n),
oCTaJIbHbIE TIOKAa3aTesiv, BKJIYas O0IUi OUIMpyouH
(5,2 MKMomb/n), obmwuit 6erok (63,4 1/1), ramma-
rnytamuntpancgepasy (7 ME/n), menounyio ¢ocda-
tasy (119 ME/n) u o6mumii xonecrepuH (3,9 MmMoib/m),
COOTBETCTBOBAJIM HOPMAaJIbHBIM BO3PAaCTHBIM 3Have-
HusaM. C 1eidbl0 MCKIIOYEHUST BUPYCHOUN TIPUPOJIBI
MTOBBINIEHUST TpaHCAMWHA3 UCCIeA0BaHa KPOBb MallM-
eHTa Ha HaJM4yue aHTUTeNl K BHpycaM Tematuta A, B,
C, E. IlonydyeHnl oTpULIaTEIbHBIE PE3yJbTAaThl. AHTH-
tena u antureH HIV He obnapyxennl. MccienoBanue
kpoBu Ha JIHK reprecBupycoB (1iuromeraioBupyca,
Ommreitna — bapp Bupyca, Herpes simplex 1,2,6 Tima)
MOKa3ajd OTpUIATEIbHBIN pesynbrar. Cepojioruye-
CKOE McClIeoBaHe KPOBU METOIOM MMMYHOMEPMEHT-
HOTO aHaJiu3a BBISIBUJIO TOJBKO MapKep JaTeHTHOM
dopmbl uTomeranoBupycHoit mHbekunu IgG (59.6
KIT) npu orcyTcTBUM cniennpuUIecKnX aHTUTEN Klacca
M (0.39 KITI). ITaronornueckux U3MeHEeHU B 00OIIEM
aHanmu3e Moum He BoIsBIeHO. Ha DKI' peructpupo-
Basicst cuHycoBbiii put™M ¢ YHCC 105 yn/mMuH, HOpMaJib-
Hoe monoxkeHnue DOC, ocoOeHHOCTE! TIpoliecca pero-
JIIpU3allii OTMeYeHO He OblIo. [Ipu yIbTpa3ByKoOBOM
HCCIIeNOBAaHUM TeNaToOOMINapHON 30HBI IMATOJIOTUU
He ObLIIO BBISIBJIEHO.

OBMEH OlbITOM

Takum 06pa3oM, B pe3ysibTaTe POBEIEHHOTO 00CIe-
NMOBaHUSI oOcCTpasi WHGEKIIMOHHAs TIaToJIOTHsl, B TOM
yucie BupycHsie renatuthl A, B, C, E u repriecBupycHast
nHdekuus (DnrteiiHa-bapp BUpycHast U IMTOMeETao-
BUpYCHasl MH(EKIMN), KaK MOTeHIIMaIbHasl 3TUOJOTH-
yecKasi TPUYMHA TOBBIIIEHUST TICUEHOYHBIX (PepPMEHTOB
y pebeHKa OblUT MCKIoueHbl. OaHAKO, COYeTaHUE U30-
JIMPOBAHHON TUIEepTpaHCAMUHA3eMUU (CUHIPOM LIMTO-
J3a) 6e3 MPU3HAKOB XoJIecTa3a U TUMepoOnINpyoOnHEMU I
CO 3HAYMTEJIbHBIM TOBBIIIIEHUEM KpeaTUHKUHA3BI 1 JTaK-
TaTAeTUIpOreHasbl TO3BOJIMJIM BIIEPBbIE 3arol03pUTh
MUOTE€HHOE TTPOMCXOXICHNE MOBBIIICHUST TpaHCAMUHA3.
PeGeHok ObIT KOHCYJIBTHPOBAH HEBPOJOTOM, MaHHBIX
32 OCTPYIO HEBPOJIOTMYECKYIO MATOJIOTUIO HE BbISIBIECHO,
3aro0/103peHa MbllieuHast auctpodust JromeHHa.

Hns BepuduUKalMM JTaHHOTO JMarHo3a IMpPOBEAeHO
TeHETUYECKOE UCCIIeNOBAHUE B MEAUKO-TEHETUUYECKOM
HayyHOM ILieHTpe uMeHM akaaemuka H.I1. Boukosa.
Metogom MLPA (MynbTUIJIEKCHAsl JMrasHas lLiemn-
Hasl peakiusi) MPOBEACH TMOUCK JAeJIeIUi/ayTInKaui
5k30HOB 1—79 rena DMD (NM_004006.2), BapuaHTHI
B KOTOPOM MPUBOAAT K MUoauctpoduu omenHa/bek-
kepa. OGHapy:keHa aenenust 5k30HoB 46—50 rena DMD
(NM_004006.2: c.(6614+1_6615—1) (7309+1_7310—1)
del) B reMU3UTOTHOM COCTOSIHUM, TIPUBO/ISIIAS K CABUTY
paMKU CYMTBIBAHUS, YTO XapaKTEPHO ISl KITMHUYECKOMN
¢dopMbl MuoauctTpoduu JdromneHHa.

Takum o0Opa3oMm, Ha OCHOBaHUM kajaobd peOeHKa
Ha c1aboCTh OOIIYI0 M CJ1abOCTh B HOTAX, NaHHBIX 00b-
€KTUBHOTO OCMOTpa B BUJIE MCEBAOTUNEPTPOGUU UKPO-
HOKHBIX MBI, CTIEIM(UUECKUX MMPOSIBIIEHUH, BKITIOYASsT
npueM ['oBepca, yCTOMUMBBIX U3MEHEHUI B OMOXUMUYE-
CKOM aHajiu3e KpOBM, a TakXKe JaHHBIX T€HETUYECKOTO
uccienoBaHusi, Obula JIUMArHOCTUPOBAHA Yy pebeHKa
MbllieyHast auctpodus lromeHHa. s nanbHeiero
o0cenoBaHusl, HaOTIOAEHUS 1 JIeYeHUST PeOCHOK B YI0B-
JIETBOPUTEJIBHOM COCTOSIHUM ObUT BBIMIMCAH M3 MH(pEK-
LIMOHHOTO CTallMoHapa TMona HabJIofeHue HeBposiora
U TEHETHKA IO MeCTY KUTEIbCTBA.

OOcyxaeHue

BoablIMHCTBO CilyyaeB IIOBBIIICHUSI TpaHCAMU-
Ha3 B CHIBOPOTKE KPOBU MOXKET YKa3bIBaTh Ha OCTphIE
WIM XpOHUYecKue 3abojieBaHUsI I€UeHU WU ObITh
pe3yIbTaTOM  MEIMKAMEHTO3HOro JiedeHus [6—8].
st yTOUHEHUS 3THOJIOTUYECKON TPUPOIBI IOBBIIIE-
HUg TpaHCaMMHa3 KakK IpaBUJIO Ha3HAYalTCI IOTMOJ-
HUTEJIbHBIE METONBl WCCIENOBAaHUS: paCIIUPEHHBIN
OMOXMMUYECKUII aHajlu3 KPOBM, VJIBTPa3BYKOBOE
HCClIeIOBaHE OPTaHOB OpPIOIIHON TOJOCTH, coOupa-
IOTCSI JTOTIOJIHUTEIbHBIE JaHHbIE aHaMHe3a, IT03BOJIsI-
IOlI1€ UCKIIOUUTh TOKCUUYECKYIO TIPUPOIY MOPAXKEHMUS
MEYEeHOUHOM TKaHU, DPEKOMEHAYETCS KOHCYJIbTALMS
Bpava-uHdekunonucra. OgHAKO HECMOTpST Ha TO,
YTO OOJIBIIMHCTBO CJIy4aeB OOBICHSIETCS BBILIEHA3-
BaHHBIMU TIPUYMHAMMU, Y TTALIUEHTOB C 3a00J1eBAHUSIMU
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MBIIIII TAKXe PETUCTPUPYIOTCS clydanl 6€CCUMITOMHOM
runeprpaHcaMuHazemuu [2, 9—11].

Paznumuuth TpaHcaMWHAa3bl TTEYEHOYHOTO M MBIIIIEY-
HOTO TIPOUCXOXIEHUSI TPHU MBIIIEYHONW TUCTpOhUU
HromenHa n bekkepa cioxno [12]. CtaHmapTHBIN aua-
THOCTMYECKWIA aJTOpUTM y JeTeil ¢ TuIepTpaHcaMu-
HazeMmueil TMepBOHAYaJbHO BKJIIOYAET KOMIUIEKC J1abo-
paTOpHBIX WCCIEOIOBAaHWN W, TIPU HEOOXOIUMOCTH,
WHBa3WBHbIE MPOLEAYPHl (BKIIIOYAs OWOIICHIO TTeYeHU)
JUIST UCKITIOUEHMST XpPOHUYECKO TMTeYeHOTHOI IMaTOIOT .
W s 3aTeM paccMmaTpuBaeTcsl TOTEeHIMATbHBIN ara-
THO3 «3a00JIeBaHKEe MBIy, HATIPUMEp, MbIIIIeYHast IUC-
Tpocus HromeHnHa wim bekkepa [12].

IIpencraBieHHbII HAMU KIMHUYECKUI cyvall Toj-
TBEPKIAET, UTO MALMEHTOB C M30JMPOBAHHOI/OeccuM-
NTOMHOW  TUIlepTpaHCAaMUHAa3eMUell  1eJecooOpa3Ho
Oosiee THIATEILHO OOCJENOBaTh Ha TMPEIMET BO3MOX-
HOTO HEPBHO-MBIIIEYHOTO 3abojeBaHus. [legmaTpam
U JIETCKUM TacTPOIHTEpOJIoTaM, K KOTOPHIM HampaB-
JISIIOT JIeTeil ¢ M30JIMPOBAHHBIM TTOBBIIIIEHHBIM YPOBHEM
TpaHCAaMMHAa3 C 1IEJbl0 HUCKIIOUYEHUS OECCUMMIITOMHOTO
3a00JIeBaHUST TIEYEHU, CJEAYET TMPOBOAUTH MOIPOOHBIN
cOop aHaMHe3a, B TOM YUCJIe HeBPOJOTUUECKUX CUMIITO-
MoB. [lpoBeneHue 6a30BOro HEBPOJOTMYECKOTO OCMO-
Tpa M PYTMHHOE OMpeesieHre YPOBHS KpeaTMHKUHA3bI
IMOMOTAa0T B JMATHOCTUKE KOHKPETHBIX MBIIICYHBIX
3a00JIeBaHUI, CITOCOOCTBYIOT 0OoJjiee paHHEMY Haydaiy
JIeYeHUsT W TIPENOTBPAIlalOT UIMTEbHBIC 3adepsKKU
B IMAarHOCTUKe. AHAIN3 Ha KpeaTUHKWHA3Yy Bceraa D0J-
)KeH OBbITh BKJIIOYEH B TIEPBBI 3Tam J1abopaToOpHOTO
WCCIIENOBAaHUST TIPU M30JIMPOBAHHON THUIEpTpaHCAMU-
Ha3eMUM, Jaxe O MOSBICHUS KaKUX-JIM00 CUMIITOMOB
MBIIIIeYHOTO 3a0oyeBanus [13].
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