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Ilenb: aHAIM3 CTPYKTYpPbI HAC/IEICTBEHHOI NMATOJOIMM U Pe3YJIbTATOB reHeTHYECKUX HCCIeJOBAHMIA y JeTeil B cnelUaIu3upo-
BAHHOI KJIMHUKeE.

Pesyabratel. B 2018 r. B neiMaTpuueckoM OTIEe/IEHMH BPOXKIEHHBIX M HACJIEACTBEHHBIX 3200/1eBaHMii 00C/IeI0BAHbI U TOJYYHIN
neuenne 1045 nereii u3 79 pernonos Poccuiickoit ®enepanun. [Tanuentsr u3 Mocksbl 1 MOCKOBCKOIi 061acTi coctaBuwmm 25%,
u3 apyrux Teppuropuii — 75%. Ilo pe3ynsraram o0ciie0BaHus BCe MALMEHTHI ObLTM Pa3Jesienbl HA 2 oJbIINe KOropThl: HACEI-
CTBeHHbIE 3200J1€BaHNs, YCTAHOBJICHHbIE HA OCHOBAHMH KIMHHYECKHX M JIabopaTopHbix naHHbIX (737 nereii; 70%) u nemuddepen-
HMPOBAHHBIE MATOJIOrHYECKHE COCTOSIHHUSA, TeHe3 KOTOPBIX 0CTABAJICSA HesiCeH K MOMEHTY Bbimucku u3 ctaumonapa (308 nereii; 30%).
B Koropre HaclieICTBEeHHbIX 3200JeBaHuii HandoJiee MHOrouncjaeHHbIMI (0K010 100 meTeii B KaxKoii) ObLIM IPYNNbI MALKEHTOB
¢ cunapomom Daepca—/lanio, HeCOBEPIIEHHBIM OCTEOTeHe30M H reTepOreHHbIMU PeIKUMU reHeTuyeckumu cunapomamu. Ot 50
10 70 GOMBHBIX BXOAWIM B TPYIIIbI PAXUTONOAO0HBIX 3200/1€BaHMIi, XPOMOCOMHBIX CHHIPOMOB U cuHapoMa Pertra. [Ipyrue rpynmbt
ObLIM 00J1e€ MAJIOYMCIEHHBIMHU.

TTouytn 50% rocnuTAIM3MPOBAHHBIX OOJIBHBIX HYKIAIMCH B IPOBEIEHUN TeHeTHIECKHX ncciaenoBanuii. Hanbosee BbICOKHMIT MPOLEHT
MOJIEKY.ISIPHO-TeHeTHYECKH /IIMTOTeHeTHIECKH MOATBEPKIEHHBIX AHATHO30B OTMEYeH B IPYNNaxX XPOMOCOMHBIX 0oJie3Heil, peaKux
FeHeTHYECKHX CHHIPOMOB, JIM30COMHBIX M MHTOXOHIPHAIBHBIX 3200JeBaHuii, cunapomMa Perra, amuHoamumonatuii. Q0pamanio
BHUMaHKeE, 4T0 y 57 (18%) nereii U3 001Ieil KOTOPTHI NAIMEHTOB € HAC/IEACTBEHHBIMH 00JI€3HAMHU NP FEHETHYECKOM MCCIIeN0BAHUN
NePBHYHBII TMATHO3 HE ObLT MOJIyYeH,  3TO 00YCIOBIIO HEOOXOAMMOCTH IPUMEHEHHS IPYTHX METO/IOB AHAIM3A Wi OuouHdopMa-
THYECKOTrO MEePecMOTPa Pe3yIbTATOB.

3akmovyenue. BoisaBieHo 6o/1bioe pasHoo0pa3ue reHeTHIECKUX 3200/1eBaHMil y AeTeil, HYKIAIOIUXCS B 00C/1eJOBAHUH 1 JIeYeHUH
B CHEUATM3APOBAHHOM CTAIMOHAPE. YCTAHOBJEHO, 4T0 Y 1/5 00c/e0BaHHBIX JeTeii TpeGyeTcs: MPOBeAeHHE OMOJHUTETLHOTO
reHeTHYECKOro TeCTHPOBAHMS UM MIOBTOPHOI 0MOMH(POPMATHYECKOIi MHTEPIPETAINH NOIYYeHHbIX JAHHBIX.

Karouesvte caosa: demu, nacaedcmeentvie 604e3HU, CMPYKMYpPa 3a001€8aAHULL, CREUUANU3UPOBAHHAS KAUHUKA, 2eHemu1ecKas oua-
CHOCMUKA.

Ansa umtupoBaHns: Hukonaesa E.A., boyerkos C.B., [aHues U.C., KypamaromenoBsa P.I"., bnoxuHa M.A., 3abpoanHa A.P., Xapabaase M.H.
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Purpose: to analyze the structure of hereditary pathology and the results of genetic studies in children in a specialized clinic.
Results.1045 children from 79 regions of the Russian Federation were examined and treated in the pediatric department of congenital
and hereditary diseases in 2018. There were 25% of patients from Moscow and Moscow region and 75% from other territories. After
examination all patients were divided into 2 large cohorts: patients with hereditary diseases diagnosed by clinical and laboratory data
(737 children; 70%) and patients with undifferentiated pathological conditions with unclear genesis at the time of discharge from the
hospital (308 children; 30%). In the cohort of hereditary diseases there were the most numerous (about 100 children in each) groups
of patients with Ehlers—Danlos syndrome, imperfect osteogenesis and rare heterogeneous genetic syndromes. The groups of rick-
ets-like diseases, chromosomal syndromes and Rett syndrome included 50-70 patients. Other groups were smaller.

Half of the hospitalized patients required genetic analysis. The highest percentage of molecular genetically / cytogenetically con-
firmed diagnoses was found in the groups of chromosomal diseases, rare genetic syndromes of lysosomal and mitochondrial diseases,
Rett syndrome, and aminoacidopathy. It is worth mentioning that a primary diagnosis was not established during a genetic study in
57 children (18%) children from the general cohort of patients with hereditary diseases, so the researchers used other methods of
analysis or bioinformatic revision of the results.

Conclusion: The authors found a large variety of genetic diseases in children requiring examination and treatment in a specialized
hospital. 1/5 of the examined children require additional genetic testing or repeated bioinformatic interpretation of the data.
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KJCIHHquCKa;I TeHEeTHKA TIPECTaBIIsIeT BasKHYIO 00J1aCcTh
OBPEMEHHOI MeNUIIMHBI M ONHO W3 HampaBJeHUI
MEIUILIMHCKOM HayKd U MPaKTUYECKOro 3ApaBooXpa-
HeHust. OCOOEHHO OYeBUIHA 3HAYMMOCTD HACJIeICTBCHHBIX
3a00JIcBaHAII B OOIICH ITaTOJIOTMM IIETCKOTO BO3pacTa.
M3BecTHO, YTO HacJIeICTBEHHBbIC OOJIC3HW OTBETCTBEHHBI
Oorree YeM 3a TIOJIOBUHY CITyJaeB IETCKOW WHBAIAIHOCTH
u cMepTHOCTH |1, 2]. Mexay TeM, HeCMOTpSI Ha YJIydllleHUe
TCHETUYCCKUX 3HAHWMIA y Bpadyell M HaJIMIe MEeTUKO-Te-
HETUYECKUX LIEHTPOB (KOHCYJILTAllMi) BO BCEX CyOBEKTax
Poccuiickoit ®enmeparu, yCTaHOBJICHWE TOYHOTO IHa-
rHO3a 3a00JIeBaHUST HEPEKO 3aTPYTHEHO B CUITY OOJIBILIOTO
KommyecTBa (OpM HACIECACTBEHHOM Tartoioruu (Goiee
6000), HM3KOM PACIIPOCTPAHEHHOCTH OTAEIBHBIX HO30-
Jiorndeckux Gopm (opdaHHble 00JIe3HU), pasHOOOpa3Ust
M HEOOCTaTOUYHOW CHEIMMUIHOCTH WX TIPOSIBIICHHUIA.
Nwmetorest nannble, uto 40% OGONBHBIM TTEpBOHAYATBEHO
YCTAaHABJIMBACTCSl OIMMOOYHBI IMArHO3, W 3TO BIIEYET
HEHYXHBIC MEIUITMHCKUEC MaHMITYJSIInn; 25% Tanm-
CHTOB TIOJTyJAIOT WCTMHHBIN TUAarHO3 TOJBKO ITOCHIe JITH-
TeNbHOTO 00cenoBanust (5—6 et u 6onee). [omcunrano,
YTO IsI YTOUYHEHMsI TIPUPOIBI 3a00JIeBaHMs, Ha3HAYCHUS
1IeJIEHAIPaBIeHHOIO 00C/IeIOBaHUSI OOBIMHO TpedyeTCsl
BMeILIATEeJIbCTBO HEe MeHee 3 KIMHuLMCcToB [3—5]. Bompoc
TIPaBIWJIGHOTO YCTaHOBJICHMS OWarHoza ¢ WIeHTU(dUKA-
1Mell TeHETMYECKO MyTalluu MPUOOPETAET OCOOYI0 BaxK-
HOCTb B CBSI3W C HEYKJIIOHHO PACIITUPSTIONIMCST CIIEKTPOM
HACJICZICTBEHHBIX OOJIe3HEW, MOCTYITHBIX ITaTOTCHETHIYe-
CKOMY JieueHuio [6, 7].

B 1970 . B MockoBckom HUW nenuarpuu u neTckoi
XUPYPTUU OblJIa BIIEPBBIC B HaIllell CTpaHEe OPTaHW30-
BaHa CIICIMATN3NPOBaHHAS KIIMHUKA [UTSI IeTei ¢ TIoI0-
3peHMeM Ha HacJIe[ICTBeHHBIe 3a0osieBaHUsI. OCHOBHBIC
3aayd OTHEJICHWSI OCTAIOTCSl aKTyaJbHBIMU W B HACTO-
s1iee BpeMsi: o0cliefloBaHue NeTeil Ui OLEeHKU KIIMHM-
YECKOTO COCTOSTHMSI W BOBJICUCHUS B ITaTOJOTUIECKUI
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OPUINMHAJIbHBIE CTATbU

IIpOLECC pa3jIMYHbIX OpraHOB; YCTaAHOBJIICHUE MUJIN YTOY-
HCHUEC JUarHosa IyTeéM aHa/in3a KIMHHNYECKUX 1 J1abo-
PaTOPHBIX JaHHBIX (B TOM YMCJIC PE3YJIbTaTOB r€HETUYC-
CKOro TCCTPIpOBaHI/IH); Ha3Ha4YCHUEC OOITOJIHUTCIBHOIO
06CJ'I€£[OB8.HI/I§I; 00OCHOBaHUE U ITPOBCACHUE IMAaTOICHE-
THYECKOIO MU CUMIITOMAaTUYCCKOTI'O JICYHCHMU A, BHpa6OTKa
peKOMEeHIaui 11 JajJlbHEHIIEro Ha6J'IIOZ[eHI/IH; MEIn-
KO-TCHETUYECCKOC KOHCYJIETUPOBaAHUE.

I.[em; CTATbU: AHAIU3 CTPYKTYPbl HACJIEICTBEHHOM
MaTOJIOTUU Y PE3YJIBTaTOB T€HETUYECKUX UCCIICIOBAHUMI
y IETEN B CEUATU3UPOBAHHON KIIMHUKE.

XapakTtepucTuka peteii u MEeToA0B UCCef0BaHUS

B 2018 . B meaguaTpuyeckKoM OTACJICHUU BPOXICHHBIX
1 HacieAacTBeHHBbIX 3aboneBaHuit HUKW nemmatpun
um. akan. FO.E. Benbruinesa o0GcienoBaHbl M TTONYYWIIA
neyenre 1045 mereit m3 79 permoHoB Poccuiickoit Meme-
pauuu. IManuenTsl 13 MockBbl 1 MOCKOBCKOI 001acTh
coctaBm 25%, U3 mpyrux tepputopuit — 75%. 13 Teppu-
topuit LlenTpansHoro, CeBepo-Kaskasckoro, IlpuBosk-
ckoro n KOxuoro MemepasbHBIX OKPYTOB OBLTM HarlpaB-
neHbl 82% neteit. Cpenyt 00CIeIOBAaHHBIX OOJBHBIX OBLIO
26 map cubCOB; TeHIEPHBII COCTaB MALMEHTOB — 552 MaJTb-
yuka u 493 neBouku (cooTHouieHue nosjos — 1,1:1). Bos-
pacT TOCTIMTATM3UPOBAHHBIX IeTeil — OT 6 Mec 1o 16 JeT.

B otaenenun ocyiecTBisiiu c60p U aHAIU3 POAOC-
JIOBHBIX MallMEHTOB, U3yYyeHHE aHaMHe3a, KIMHUYECKOe
0o0CiIefoBaHNE C WCITOJIb30BAaHUEM  IMapaKITMHUYECKUX
METOIOB [UTST OIICHKU (PYHKIIMOHATLHOTO COCTOSTHHSI Opra-
HM3Ma 1 BBIABICHUS TIOPOKOB OPTaHOB M crcTeM. Jlabo-
paTopHOe 00CJIeMOBaHKE BKITFOYAIO KaK OOIICIIPUHSTHIC,
TaK U CIIEINAIN3UPOBAaHHBIE (B TOM YHCIIe TCHETUIECKIIE)
MeTObI, Ha3HAYaBIIMeCs 10 MMoKa3aHussM. CTaHIapTHBIN
IIMTOTEHETMYESCKUIT aHaTN3 M MOJIEKYJISIPHO-ITUTOTCHE-
Tueckre uccienoBanuss — FISH, monekynsipHoe kapu-
otunupoBaHue Ha JIHK-MukpomaTpuiiax — mpoBOIuId
B J1a00paTOpuy MOJIEKYJSIPHON IIMTOT€HETUKU WHCTHU-
TyTa. CHenuaiu3upoBaHHYI0 OMOXUMMUYECKYI0 U ep-
MEHTHYIO TUaTHOCTUKY B OOJTBIIIMHCTBE CIIYyJacB OCYIIIECT-
BJISUTH B JTAOOPAaTOPUH HACIICNICTBEHHBIX O0JIe3HEel 0OMeHa
BEIIeCTB MenMKO-TeHeTUYECKOTO HayJHOTO — IIEHTpa
(MTHLI, MockBa). MoJeKylIsipHO-TeHETUIeCKIE MCCIIe-
NOBaHUsI — TaPTeTHOE CEKBEHUPOBaHNE, CCKBEHIPOBAHIE
MTaHeJIell TEHOB W SK30MOB BBITTOJNHSUTUCH B Pa3IMIHBIX
naboparopusx (MT'HII, ®eptunad, [eHoMen v ap.).

ITo pesynbsraTam 06ciea0BaHuUsI Bce MAMEHTbl ObLTU
paszenieHbl Ha 2 OOJIBIITNEe KOTOPTHI: ¢ HACIeACTBEHHBIMU
3a00JIeBaHUSIMU, YCTAaHOBJICHHBIMU Ha OCHOBAaHWUM KITH-
HUYECKMX W JIabopaTopHBIX HaHHBIX (737 merteitr; 70%)
1 ¢ HemuhepeHITMPOBAaHHBIMHA ITATOJIOTUTICCKIMH COCTO-
STHUSIMHA, T€HE3 KOTOPBIX OCTaBaJICsl HESICEH K MOMEHTY
BBINIMCKY pebeHKa u3 ctammmoHapa (308 mereit; 30%).

Pe3ynbTathl  06CcyXxaeHue

Hem C HACJIe[ICTBEHHBIMH 3200J1€BAHUAMM [UTS TajTh-
Hef1ero aHaiau3a ObUTH pas3aciCHbl Ha I'pynIibl B COOT-
BETCTBMU C YCTAHOBJICHHBIMMU KIIMHWUYCCKMMMH JHArHo-
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Huxonaesa E.A. u coasm. CTpyKTypa HacjIeICTBEHHbBIX 3a00JI€BAHUI Y IeTel, TOCTIUTAIN3UPOBAHHBIX B CTIEIIMATM3MPOBAHHYIO KITMHUKY

3amu (puc. 1). Haumbosee MHOroyncjaeHHBIMU (OKOJO
100 mereit B KaXkmoil) ObUIM TPYIIIbI MALIMEHTOB C CHUH-
npoMoM Diepca—JlaHiio, HECOBEPILIEHHBIM OCTEOT€HE30M
U TETePOTreHHbIMU PEIKUMU TeHETUYECKUMM CUHIPO-
mamu. Ot 50 1o 75 OONBHBIX BXOAWIW B TPYIIIbl PaxXu-
TOMOJOOHBIX 3a00JIeBaHUIi, XPOMOCOMHBIX CHUHIPOMOB
u cuHapoma Perra. Hambosnee mamouncieHHbIMU (MeHee
20 meTeit B Kaxmoii) ObUIM TpyMIibl aMUHOALIMIOIATHIA/
OpraHMYeCcKuX aluaeMuii, MUTOXOHIPUATLHBIX 3a00Jie-
BaHUIii 1 00JIe3HE 0OMEHa YIJIeBOIOB.

BonbIIMHCTBO BbIAEAEHHBIX I HAYYHOTO aHaIu3a
TPYMIT BKJIIOYAJIO T€HETUYECKU TeTepOoreHHble (GOpMbl
MaTojoruu (cM. Tabmuuy). VMCKITIOUMTENBHO reTepo-
TeHHOI Obla TpyIna peIKuX CUHAPOMOB, B KOTOPYIO
BOIIUIM CUHAPOMBI AHrenbmana, [Ipagepa—Buim,
Bunbsamca, Pyouninreitna—Teiiou, CunbBepa—Paccena,
Crokko Jloc Canroca, Koynena, Kpucra—CumeHca—

BonesHi ofmena yre0oa00
MuTarosapransHuie BonesHH
Goneanm OOMeHS ZMUHO- 1 OPEAERUBCKHE KRCNOT
Cuuapom MapdaHa
HeApaaErenepa b GoneaHe
HepEHO- M LBLH b8 GonaIsn
NHACCOMBEEIR GOnETHu
Hedpodnboomarod

Ot e THEIE HCTUEIMN

CuHgapom Perma
PaxuTonoaobnse Gone s
KPOMOCoMNBIE CHHAROME
PaARHE FEHETHHECHNE CHHAROME
He i HBI UL IE08 eHe

CHHAPOM Anepca-[laHno

Typena, Cotoca, cepreqHO-KOXHO-JIMIICBOM, BeJIOKap-
nuodanunanbHbelii, ®rotnHr—Xapoop, AAA, LEOPARD
u np. bojee omHOPOMHBIMH OBLTM TpYyIIla CHUHIpPOMA
PetTa (kpome cunnpoma Perra BKJtouaia oauH ciydait
perT-nogod6Horo ¢deHoTuna) u rpynmna Hedpodu-
OpomaTo3a, IIPeICTaBICHHOIO HelpodudbpomMaTo3zomM
1-ro TMma U ogHMM cily4aeM Heiipodubpomarosa 2-1o
tuna. [pynmna cunapoma MapdaHa cocTosiyia U3 OTHOM
Ho3oJilornYecKoit ¢dopmbl. B Tabiuile He TmpeacraB-
JIeHbl MalMEeHTbl C XPOMOCOMHBIMU CHHIPOMAaMU,
TaK KaK 3Ta IpyIiia reTeporeHHbIX 3a00IeBaHMI HyKIa-
eTCsI B 0COOOM PacCMOTPEHUU.

AHaM3 KIMHUIECKUX W JIAOOPaTOPHBIX TaHHBIX
TmoKasai, 4to y 54% neteil ¢ HaCJIeICTBEHHON ITaToJIO-
el mrarHo3 ObIT BepUGbUIIMPOBAH MOJIEKYISIPHO-Te-
HETUIECKUMU WJIM MOJIEKYIISIPHO-ITUTOTeHETUICCKIMU
meTogaMu (puc. 2). B rpymme XxpoMOCOMHBIX CUHIPOMOB
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Puc. 1. Pacnpenenenue 0obHbIX (2=737) ¢ HacJeACTBEHHOI MATO/IOTHEH 10 IPyNnaM 3a00.JIeBaAHMIA.
Fig. 1. The distribution of patients (n=737) with a hereditary pathology by groups of diseases.

Canapom Inepca-Ldanio
HECOBpUMHHLIR OCTe0reHe
He#dpogeresepaTieme GoneIdm
Paxurononoiineee GoneiHm
BonesHn olmena Yraeaonoae
HepuH-MEILcyHEE GoneiHm
Cumposs Mapdana
Hedpogubpomanos

CHEARTHRIZ JMONNATEH

Peftie resa THUECKAE CHIII0Mb
NMezncomunie Goneaqm
METONOHAPHANEHLE SoneTHKH
BOMETHN GOMEHD AMHHO- W OPrAHMYSCHIY HHCAOT
Cannpom Perra
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Puc. 2. Yacrora (%) MOJIEKY/IIPHO-TeHeTHYECKH /IIUTOTeHETHYECKH NOATBEPK/IEHHBIX ANATHO30B O rPYNnaM 3a00JIeBaHNIA.
Fig. 2. Frequency (%) of molecular genetically/cytogenetically confirmed diagnoses by groups of diseases.
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OPUIrNHAJIbHBIE CTATbU
NIMarHo3 BepUdUIMPOBAH IIUTOTEHETUYECKU,/MOIEKY- cllyyaeB B Tpymmax cuHapoma Perra, amMuHoanumo-
JIIpHO-IIMTOTeHeTHYecKH B 100% ciydaeB (3TO CIYXUIIO MaTUii/OPraHNYECKUX AalUIEMUA, MUTOXOHAPUATBHBIX
KpUTEPUEM [JI BKJIIOYEHUS MallMEeHTa B YKa3aHHYIO W JIM30COMHBIX OOJIe3HEH, pPEeAKUX T€HETUYECKUX CUH-
rpymiry). Beicoka IOl TeHeTHMYeCKH ITOATBEPKIEHHBIX  IpOoMOB — oT 67 10 90%.
Tabauya. CTpYKTYypa NATONOTUH H Pe3YIbTATHI MOJIEKY/ISIPHO-TeHETHYECKO TUATHOCTHKH Y HA0I0IABIINXCS B KJIMHUKE JeTei
¢ HACJIeICTBEHHBIMH 3200J1eBaHUsAMH (0€3 rpynibl NAIMEHTOB ¢ XPOMOCOMHBIMI CHHIAPOMAMH)
Table. The structure of the pathology and the results of molecular genetic diagnostics in children with hereditary diseases observed
in the clinic (without a group of patients with chromosomal syndromes)
Yucio 60IbHBIX
IIpn
,[[l/lal‘ﬂ()fi T€HETHYECKOM
Ipynna 3a60.1eBanmii BbisiBIeHbI MyTaLMK TF€HOB N0ATBEpIKIeH HCCIIEI0BAHNH
JUArHo3
MOJIEKYJIAPHO-
He YCTAHOBJIEH
T€HETHYECKHN
WK TpedyeT
YTOUHEHHUs
Cunapom Dnepca—/Jlanno (kiaccuyeckuit 1-i Tur,
KU(POCKOIMOTUICCKUI 2-11 TUTI, COCYIUCTBII THTT COL5AI, FKBPI14, COL3A1 5(5%) 9
u 1p.), n=104
HecogsepiienHsiii ocreoreres (IV tum, VI tun
_ COLIAI, COLIA2, SERPINF1 36 (35%) 14
u ap.), n=102
SNRPN, CREBBP, SRCAP,
Penkue reHeTnueckue CMHAPOMBI, n=99* SHROOM4, BRAF, AAAS, 66 (67%) 4
FMRI, H19, NSD1, PTEN u op.
Paxuronono6Hbie 601e3HU (TUnodocdareMudecKuit PHEX, ENPP1, SLC34A3,
paxuT, TOYEYHBIN KaHAIbLEBbIN allua03, D-3aBUCUMBII SLC4A1, CA2, CYP27BI, 28 (42%) 12
paxur, curapom JdeTonu—/leope—DaHKoHN), =67 EHHADH
Cungpom Perra, n=52 MECP2, CDKL5 47 (90%) 2
CKCJ'[CT}-IBIC TCTUTA3UH (aXOHAPOIDIA3US, YSPETTHO-KITIO- FGFR3, RUNX2, TMEMI65,
YUYHBIN AU30CTO3, HapylieHue mko3wiposaHus 11 tuma, MYBPCI. COL2AI 23 (57%) )
JMCTaJIbHBIN apTPOrpuIio3, cuHApoMbl buiica u Kxucra, COL 104 ]’ GORAB ’ °
OCTEOIUCIIIACTIIECKAsI TepOIepMust U ap.), n=40 ’
Heiipopubpomaros, n=37 NF1, NF2 21 (57%) 2
JInzocomuble 6oJ1e3HM (MyKomoaucaxapunos I, 11, TTIA, IDUA, IDS, SGSH, HGSNAT,
IIIC, TVA, VI tunos, manHo3un03 11 tumna, mykomununos [I - GALNS, ARSB, MAN2B1, 26 (79%) 3
u 11 Tunos, 6071e3Hbp Pabpu, rkoreHos 11 tuma), n=33 GNPTAB, GLA, GAA
HepBHo-MblleuHbie 6ose3nn (Muonatus betnema, ciu-  NEB, COL6A1, COL6A3,
HaJIbHAs MBIIlIEYHAas aTpodUsl C apTPOrPUIIO30M, MUO- COLI2A1, DYNCIH], 15 (47%) 4
MaTHsl C AUCIIPOTIOPIIMEN MBIIIIEYHBIX BOJIOKOH, HEMaJIH - TBCE, RYRI1, DMD, MFN2, °
HoBasi MuornaTus, muoauctpodus JdomenHa u ap.), n=32 LAMA2, CHRNE
oo Soreunt Coreats Huwts — swaeas,Cisoia St
2 > GCH1, SCN2A, USP9X, OPAI, 10 (37%) 2
nerust, JIODA-ayBcTBUTEIbHAS JUCTOHUSI, MIaAeHIEeCKas
_ TSC2, TBCK
runotonus 111 Tuna u op.), n=27
Cunapom Mapdana, n=25 FBN1 12 (48%)
Bone3nu obMeHa aMUHO- U OPTaHUYECKUX KUCIOT
(beHunKeToHypUs, TOMOLUUCTUHYPUSI, METUJIMAIOHOBAS PHE, PTS, ODPR, CBS, 16 (84%) 1
alMIeMMsl, TIyTapoBasi alluaeMus 1-To TUma, aaKarnTo- MCEE, GCDH, HGD °
Hypus), n=19
MuroxoHapuanbHbie 6one3Hn (DARS2-neiikosH1ie-
ek
(hanonarus, cunapom MERRF**, MHTOXOHJpHaIbHas POLG, DARS2, PDHAI, MTTG,
SHIIe(haTOMHUOTIATHSI ¢ KapAMOMUOTIATUE, MUTOXOH- MTTK. MTNDI. MTTLI 14 (82%)
JpuaibHasi SH1edaroMuonaTus ¢ o rajabMOIIeTUei ’ ’
u np.), n=17
bone3nu ooMeHa yrieBoaoB, n=9: rajJakTo3emMusl, IIMKO- GALT, SLC242, PHKA2 4 (44%) )
reno3s 0, IX, XI Tunos
prweltal-tue. * HCDC‘{CHL OCHOBHBIX CHHAPOMOB IPEACTaBJICH B TCKCTE CTAaTbU, wK MUOKJIOHYC-3IUJICIICUS — PBAHBIC KPAaCHBIC BOJIOKHA.
POCCUNCKWIN BECTHUK NMEPUHATOJIOMMN U MEANATPUM, 2019; 64:(5)
24 ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2019; 64:(5)



Huxonaesa E.A. u coasm. CTpyKTypa HacjIeICTBEHHbBIX 3a00JI€BAHUI Y IeTel, TOCTIUTAIN3UPOBAHHBIX B CTIEIIMATM3MPOBAHHYIO KITMHUKY

OTMeuYeHBI HM3KUI OXBaT TeHETUYSCKHUM OOCIeIO-
BaHMEM M COOTBETCTBCHHO OYECHb HU3Kas MOJS TIOJ-
TBEPXXIECHHBIX TUArHO30B (5%) y meTeld ¢ CUHAPOMOM
Onepca—Jlanno. Mexay TeM maHHoOe 3aboJieBaHUE,
COTJIACHO  COBPEMEHHOW  KilacCU(UKAIMM, BKIIO-
yaeT okojio 20 TUMOB, OOYCIOBIEHHBIX JIe(eKTaMu
He MeHee 15 reHoB [8]. OmnpeneneHue Tura 00Je3HU
WMeeT 3HaYeHWE TSI BRIPAOOTKH TIaHA METUIIMHCKOTO
HaOJONCHUST 32 PeOCHKOM M TEeHETHMYECKOTO KOHCYITb-
TrpoBaHus. Cpeny HaOIOMAaBIINXCS TTAIIMEHTOB C CHH-
npoMoM Diepca—/laHmo HaMKM OBITM TUATHOCTHPOBAHBI
ayTOCOMHO-JIOMUHAHTHBIN KJlaccuueckuii 1-it tun (reH
COLS5AI), ayToCOMHO-PELECCUBHBIN KudockonmoTuye-
ckuit 2-it Tun (reH FKBP14), ayTocCOMHO-TOMUHAHTHBIN
cocynuctblii Tun (reH COL3AI). CoriacHO KIMHUYE-
CKUM TaHHBIM OOJIBIITMHCTBO APYTUX TAIlMEHTOB CTpa-
I KUHOCKOTMOTUISCKUM THUIIOM, OTHAKO 0e3 TeHe-
TUYECKOTO MCCJIEAOBAHUS TOCTOBEPHO CYIUTh O TUIIE
00JIC3HN HE TTPENCTABIISIETCST BO3MOKHBIM.

O6pamano BHuUMaHMe, 4TOo y 57 (18%) mereit
W3 O0Iell KOTOPTHI TMAIlMeHTOB C HACJeICTBCHHBIMU
0OJIC3HSAMM, TIPENCTaBICHHBIMU B TaOJWIle, TIepBOHA-
YJaJlbHOe TEeHEeTWYEeCKOoe TEeCTUPOBaHME He Iajlo 3Ha-
YUMBIX PE3YJbTaTOB W HE ITO3BOJIMJIO ITONTBEPIMTH
MMarHO3, YCTAaHOBJICHHBI Ha OCHOBAaHWM KIIMHUKO-JIa-
OOpPaTOPHBIX KPUTEPUEB. DTO MOTJIO OBITH OOYCIOBJIECHO
psimoM (baKTOpoB, Cpemr KOTOPBIX, Ha HaIll B3IJISII, Clie-
IIyeT BBIICTUTH: 1) OMMMOOYHBIN KIMHWYECKUI TUATHO3;
2) HeBepHO BBIOPAHHBIM METONI T€HETHUYCCKOW IHMarHo-
ctuku; 3) HemocTaTKu OMOMHGOPMATUYECKOW WMHTEpP-
MPETAIMK TCHETUICCKUX JaHHBIX.

KowmrurekcHoe o0ciemoBaHne OONBHBIX B CTaIlHO-
Hape ¢ MMPUBJICUYCHNEM Pa3HBIX CIIEIIUATNCTOB U OLIEHKOM
pe3yJIBTaToOB JIAOOPATOPHBIX aHAJIM30B 00eCIIeYrBacT
MPaBWJIBHYIO TPAKTOBKY KIMHUYECKOTO cTaTyca ITalld-
€HTa, YCTAaHOBJICHWE OWAarHo3a M OIIpelesiecHue IIaHa
nuddbepeHIMaTbHON  TUATHOCTUKHA [UTSI  MCKITFOUCHUS
(beHOTUTTMYECKN CXOMHBIX cocTostHUI. OOGOCHOBaHHAsI
YBEPEHHOCTh B KJIMHWYECKOM OUArHO3e, KaK IPaBHIIO,
MO3BOJISIET Ha3HayaTh TApreTHYIO NUArHOCTUKY C aHa-
JIM30M KOHKPETHOTO TeHa. B ciydae HemocTaTOYHOM
crnetu@UUHOCTY KJIMHUYECKUX TMPOsIBIEHUN U Heoo-
XOIUMOCTH IUh(GEepeHIMPOBAHUSI CO MHOTHMM CXO-
KUMHU 3a00JIeBaHUSIMU TIPEATIOYTHTEIBHO TTPUMEHEHIE
TEXHOJIOTUN CEKBCHUPOBAHUS HOBOTO ITOKOJICHHUSI —
NGS (Next-Generation Sequencing) [9, 10]. ITpu 3TOM
BO MHOTHX CJTyJasix 11eJ1Ieco00pa3HO UCMOJb30BaTh reHe-
TUYECKYIO TTaHEb, BKITIOYAOIIYI0 HECKOJIBKO MECSTKOB
WU COTEH TEHOB, MYTAallM KOTOPBIX MOTYT BBI3BIBAThH
3aboseBaHNs, (HEHOTHITUIECKU CXOITHBIC C OOJIE3HBIO
npobanma. OgHaKo reHeThyeckuit nedekT y olciemy-
eMOTo pebeHKa MOXKET OBITh OYeHb PEIKUM W JIOKaJIH-
30BaThCSl B T€HE, HEe BOINICIIIEM B M30paHHYIO TaHEb.
[TosToMy B OTCYTCTBHE pe3yibTaTa pPEmIacTCs BOITPOC
0 TIOJTHO3K30MHOM/TIOJTHOTCHOMHOM CEKBEHHPOBAHUM.
1t MHTepIIpeTallii JaHHBIX, ITOJTYYEeHHBIX METOIOM
NGS, mnpoBoautcss OuoMHGOPMATUYECKUI aHaIU3,

KOTOPBI B TPYOHBIX CUTyalUsIX TpeOyeT IMepecMoTpa.
CreyeT y4yuThIBaTh, YTO SK30MHOE CEKBEHMPOBaHUE
WMeeT psii OTpaHUYeHUIi, He TI03BOJISISI, B YaCTHOCTH,
BBISIBIISITE Aenenun >10—50 map Hykneorunmos [4, 10].
Ecnu reHeTryeckoe MoATBEPXKIEHUE TUarHo3a Mo-TMnpex-
HEeMy He TOJIy4eHO, B KaXIOil KOHKPETHOW CUTyaluu
WHAWBUAYAJIBHO DPEIaeTcsi BOIPOC O BO3MOXHOM MPO-
JIOJDKEHUM MOJIEKYJIIPHO-TEeHETUUECKUX HUCCIeT0BaHU I
JIPYTMMU METOJaMHU, HalpuMep IMyTeM MCIOJb30BaHUS
XPOMOCOMHOI'0 MUKPOMATpUYHOTO aHaau3a [11].

B xoropre mamueHToB ¢ HeaudepeHIMPOBAHHBIMHU
coctossHusaMi 74% COCTaBISUTM IETH C HapyIICHUSIMU
TMCUXOPEYEeBOTO U CTaTUKO-MOTOPHOTO Pa3BUTHSI HesIC-
HOTO TIPOUCXOXIEHMS, Y 26% nmeTeit mMeach TUCTUIA3HS
COCIMHUTENIbHOM TKaHW. OTU MalUWEeHTbl MOJyJyaiu
KOMIUTEKCHOE O00CemoBaHNUE C OICHKOW KITMHUYe-
CKoro (eHoTUNa W MPOBEACHUEM JAOOPATOPHBIX aHa-
JIU30B IIJIs1 UCKJTIOUEHUSI OOJBILION TpyMIbl Kak Hace/-
CTBEHHBIX, TaK M TNPUOOPETEHHBbIX 3a0o0JieBaHUI
(B yacTHocTH, OOJIE3HEN TMepuHATAJbHOTO Teproza).
OpHako MpU BBIMUCKE M3 KIMHUKKU ITUArHO3 OCTaBasCs
HEYTOYHEHHBIM, B TOM YHCJIe U3-32 OTCYTCTBUS PE3YJib-
TaTOB Ha3HAYEHHBIX J1aOOPATOPHBIX MCCIEAOBAHUIA.
[Tocne mosyyeHUs1 HEOOXOAMMBIX JaHHBIX OCYIIECT-
BJSUTUCH OMOpPMIIEHUE TOMOJHUTEIbHOIO ITUArHOCTH-
YECKOTro 3aKJIIOYEHUSI U KOPPEKTUPOBKA MEAMIIMHCKMX
PEKOMEHIAIIUMA.

BceM peTsiM, TOCIUTAIM3UPOBAHHBIM B KJIWHUKY,
Ha3zHayajaoCh JieYEHUE, HAMpaBIeHHOE Ha YJIydlleHUe
0011Iero COCTOSIHUS, KOPPEKIIMIO HYTPUTUBHOTO CTaTyCa,
HopMau3auio GYHKIUM BHYTPEHHUX OPraHOB W Jp.
Bosnbias rpymnma nayMeHToB ¢ HACAEACTBEHHBIMU 3200~
JIEBaHUSIMU — JIN30COMHBIMU 0OJIE3HSIMU, aMUHOAIIUI0-
MaTUsIMU/OPraHUYECKUMU allUIEMUSIMU, PAXUTONMOA00-
HBbIMU 3200JIeBAHUSIMU, HECOBEPILIEHHBIM OCTEOTEHE30M
U Ip. — TMojyyajla IMaTOreHeTUYecKu OOOCHOBAHHYIO
CIeLMAIM3UPOBAHHYIO TepaIuio.

3akstouyeHme

Takum oOpa3oM, OTMeueHa BbICOKasl MOTPEOHOCThb
B 00CJIeIOBAHUU W JICYEHUM JeTeil ¢ BPOXICHHBIMU
M HacJeNCTBEHHbIMU 3a00JeBaHUSIMU B CHelUaTu-
3UPOBAHHOM OTAEJEHUU MHOTONPOMUILHOTO Meau-
LIMHCKOTO YYpexaeHUs] — 3/4 maureHTOB HallpaBJICHBI
Ha TOCIHMTAJIM3aInio U3 pernoHoB Poccuiickoit deme-
pauuu (momumMo MockBbl 1 obmactu). I1pu 3Tom ycra-
HOBJIEHO 00JIbIIIOE PAa3HOOOPa3re HO30JOTMYECKUX (hOPM
HacyeACTBeHHbIX Oosie3Hel. [lokazaHo, 4TO OpMbI
MaToJOTUM TEHETUYECKUMU METOAaMU TOATBEPXKACHBI
Oosiee yeM B 1/2 ciydaeB; 3TO JaeT BO3MOXHOCTb M30e-
JKaThb AUArHOCTUYECKUX OLIMOOK, TMO3BOJISIET OCYIIECT-
BJIATh TOJHOUEHHBIM KIMHUKO-TEHETUYECKUN aHaIu3
JUIS  BbISIBIEHUSI TeHO(MEHOTUIMUYECKUX KOPpesLuit
U TUTAaHUPOBATH JajibHelillee MeANIIMHCKOE HaOM0IeH e
3a peOCHKOM.

B T0O ke Bpemst okoio 1/2 rocrnuTaiM3vMpoOBaHHBIX
OOJIbHBIX HYXJAeTcsl B TPOBEAEHUM T'€HETUYECKUX
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WUCCIIeIOBaHNI BBICOKOTO YpOBHSI, a y 1/5 obcieno-
BaHHBIX IeTel TPeOYeTCsI BHITTOJIHEHHE TOTTOJTHUTETBHBIX
TeHETUIECKUX aHAJTM30B WU IIOBTOPHAS MHTEPITPESTALIHS
TTOJTYYCHHBIX TaHHBIX TSI YTOYHEHUS] 3HAYMMOCTH BBISIB-
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