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PE3IOME

Bnym-nopo6HbIN CMHAPOM — PefKoe ayTOCOMHO-peLieccBHOe 3abonieBaHune, 06yC/IOBIEHHOE HYKNeOoTUAHbIMY BapuaHTamu reHa TOP3A;
XapaKTepU3yeTca CXOKUMU C CHAPOMOM BilyMa KIMHUYeCKMMI NPOABMIEHVAMY, BKITIOUAIOLLVMI XapaKTepHbI GeHoTUN Nuua, 3afepKKy ¢u-
314€CKOro Pa3BUTYA, HO OTAIMYaeTcA bosee YacTbiM Pa3BUTMEM AWNaTaLMOHHOrO GpeHoTuUMa KapAaroMmronaTu. laHHble CMHAPOMbI OTHOCATCA
K rpynmne HacnieACcTBEHHbIX 3a60N1eBaHMiA, COMPOBOXAALWMXCA HapyLweHrem penapauun JHK. YuuTtbiBas Hanuuve eanHNYHbIX KNMHUYECKNX
cJlyyaeB C NpenMyLecTBeHHON 3aiePXKKOM GU3NUYECKOro pa3BuTHA, NOAPOOHOE onrcaHre TeYeHNA AUnaTaLoOHHON KapAMoMonaTum ABNs-
€TCA 3HaUYVIMbIM [J19 MOHVMaHUA 3ab0neBaHNA N ONTUMU3ALUM MeUKaMEHTO3HOTO JIeYeHNA.

MprBOAMM OMMCaHMe KIIMHNYECKOTO TeUYeHUsA 1 0COBEHHOCTEN BeleHUs pebEHKa C rOMO3UrOTHON MyTauuen ¢.2264_2265delinsT B reHe TOP3A,
ob6cnefoBaHHOTO Ha 6a3e kapanonorunyeckoro otgeneHus OrAY «<HMUL 3poposbs getei» MuH3gpasa Poccun. NpoBeféH aHanmns gaHHbIX
aHaMHe3a, B TOM Yunc/ie CEMeNHOro, pe3ynbTaToB KIIMHUYECKUX, TabopaToOpHbIX, MHCTPYMEHTasIbHbIX METOA0B ANArHOCTVKN U MONEKYIAPHO-
reHeTNYeCKOro UCCNe0BaHNA, BbINOIHEHHOTO C CMONb30BaHNEM TEXHOOMN MPAMOTO CEKBEHNPOBaHNA no CaHrepy.

MpepcTaBneHHbIN KIMHUYECKNI ClyYalt BeMOHCTPYPYET BaXKHOCTb CBOEBPEMEHHO ANArHOCTUKI 3abosieBaHuA, BbICOKYIO YacTOTy KapAuanb-
HbIX NMPOABEHNIA, 0COBEHHO HEYKITIOHHO Nporpeccupytollee, daTasbHOe TeYeHue AUnaTalOHHON KapAVOMUONAaTUN.

B petckom Bo3pacTe AunaTtauMOHHBIN GeHOTUN KapAMOMMONATUM MOXKET BbICTYMaTb JOMUHUPYIOLMM 1 XKM3HEYrPOXKaloLyM NposABIeHeM
TOP3A-accoummnpoBaHHOro biaym-nogo6Horo crHApoma. YumtbiBas pUCcK BHE3aMHOIO U arpecCUBHOIO TeUYEHUs ANNaTaLMOHHON KapAnoMIo-
naTuu, BbiiBneHne MmyTauui B reHe TOP3A y fieTell € 3afiepXKKOW pOCTa 1 XapaKTePHBIM «MTUYbUM» GEHOTUMOM UMEET BaXXHOe NMPOrHOCTMYe-
cKoe 3HaueHue. YiyylleHune nporHo3a TpebyeT paHHel AnarHOCTVKY, BKIKOYaA NpeHaTabHYo B CeMbsAX BbICOKOrO pUCKa, pa3paboTky naTore-
HeTNYeCKon Tepanu 1 MexancLMmnINHapHOro NoaxoAa K BeAeHMIO NaLyieHToB.

KnioueBble cnoBa: junatauyoHHas Kapavnommonatus; biym-nogo6Hbii cuHppom; aet; reH TOP3A.
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OBOCHOBAHUE

CuHnpom biayma nmpejacrtaBisieT co00i penkoe ayTo-
COMHO-PELeCCUBHOE HACAeACTBEHHOE 3a00/1eBaHUE U Xa-
paKTepU3yeTCsT KOMIUIEKCOM ITPM3HAKOB, BKITIOUAIOIINX
3aJIepKKy pocTa W AeUIIMT Macchl Teja, HEBPOJOTH-
YyecKHUe CUMIITOMBI, Jonuxouedanuio (crieunpudecKuit
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NTULIETTOAO0HBIN (DEeHOTUIT JIULIA), MUKPOTHATUIO, BbI-
CTyNawIUil TOHKUNA HOC, HU3KOIOCAXEHHbIE OTTOIbI-
pPEHHbIE yIIIHbIE PAKOBUHBI. XapaKTePHbI TAKXKE HAIUUUE
TEJIEAaHTUAKTA3UI, HApYILIEeHUE CllyXa, UMMYHOAE(MDULIUT,
TUMOTOHAAM3M U TIOBBIIIEHHAs! MPEenpacofokeHHOCThb
K Pa3BUTHUIO 3JI0KAYECTBEHHBIX HOBOOOpPa30BaHUU pas-
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ABSTRACT

Bloom-like syndrome is a rare autosomal recessive disorder caused by nucleotide variants in the TOP3A gene. It is characterized by clinical
manifestations similar to Bloom syndrome, including a characteristic facial phenotype and physical development delay, but differs in the more
frequent development of a dilated cardiomyopathy. These syndromes belong to the group of hereditary diseases associated by impaired DNA
repair. Given the existence of isolated clinical cases with a predominant description of characteristic physical development delay, a detailed
description of the course of dilated cardiomyopathy is significant for understanding the disease and optimizing medical treatment.

Here is a description of the clinical course and features of the child’s management with a homozygous mutation ¢.2264_2265delinsT in the
TOP3A gene, examined at the cardiology department of the National Medical Research Center of Children’s Health of the Ministry Health of the
Russian Federation. An analysis of anamnesis data, including family history, results of clinical, laboratory, instrumental diagnostic methods, and
molecular genetic testing performed using Sanger direct sequencing technology, was conducted.

A literature review of patients with mutations in the TOP3A gene was conducted. The presented clinical case demonstrates the importance of
timely diagnosis of the disease, the high frequency of cardiac manifestations, particularly the steadily progressive and fatal course of dilated
cardiomyopathy.

In childhood, dilated cardiomyopathy can be a dominant and life-threatening manifestation of TOP3A-associated Bloom-like syndrome. Given
the risk of a sudden and aggressive course of dilated cardiomyopathy, identifying mutations in the TOP3A gene in children with physical
development delay and a characteristic «bird-like» facies has important prognostic value. Improving the prognosis requires early diagnosis,
including prenatal diagnosis in high-risk families, the development of pathogenetic therapy, and a multidisciplinary approach to patient
management.

Keywords: dilated cardiomyopathy; Bloom-like syndrome; children; TOP3A gene.
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JIMYHON JIoOKanmm3anuu. B cTapiiemM Bo3pacTe HepemKo
pa3BUBAIOTCS CaXapHbI OUa0eT U Mporpeccupyroias
opranemomierus [1, 2].

IMpuunHoii pazsutusa cuHapoma biayma sBisitorcst 6u-
ajuleJibHbIe TTaTOTeHHbIE BapuaHThl B reHe BLM, xonupy-
fomeM pepmenT perapannu JHK — ReCQL3-xenmmnka3sy.
HanHblii ¢pepmeHT coBMecTHO ¢ ReCQ-omnocpenoBaHHbI-
MU OelIKaMu TeHOMHO# HectabuinbHOcTH (RMI1, RMI2)
u Tormousomepasoii 111 anbpa (TOP3A) popmupyroT 6e-
koBblii kKomiuiekc BTRR (BLM-TOP3A-RMI1-RMI2),
WUTPAIOIINI KITIOYEBYIO POJIb B COXPAHEHUHU CTAOMIBHOCTU

Clinical case

reHoMa [1, 2]. JlaHHBII KOMIUIEKC CITOCOOCTBYET PacTBO-
PEHUIO CTPYKTYp XOJUIMAes, MPEeACTaBISIONIMX COOOM
COCIMHEHUE U3 YETBIPEX Leneil HYKJIEUHOBBIX KUCIOT,
BO3HMKAIOIIMX B MPOIECCe PEKOMOMHAIIMKY U perapalunu
nByxuenoueuHsix paspbiBoB JIHK. benok TOP3A B Bu-
IIe OTHEIbHON M30(OPMBI TaKXKe (DYHKIIMOHMPYET B MU-
TOXOHIpPUSIX, MIPUHUMAs ydacTue B Ipolieccax yIABOEHMUS
Mt HK (perumkarinm), pa3neieHUs CHeTICHHBIX T04Yep-
Hux Moiekya JHK mocne perumkanuuy (IekaTeHalysi)
U pacnpenesieHu MUTOXOHAPUIA MeXIy JOUepPHUMU KJIEeT-
KaMmu 1ipu aefneHuu (cerperauus). Takum odpa3om, Hapy-
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menue pynkuun 6enka TOP3A, kak n 6enka BLM, nipu-
BOIUT K (POPMUPOBAHUIO HECTAOMIBHOCTU TeHoMa [2—6].

Jonroe BpeMsI cUMTaloCch, 9To cuHApoM biyma pas-
BUBAETCS TOJBKO BeliencTBUE nuchyHKIMU Oenka BLM.
B 2018 romy 6butM omucaHbI ciiydau cuHApoma biyma
C TIOJIHBIM CITEKTPOM KIIMHUIECKUX TTPOSIBIEHUI, TIPU KO-
TOpBIX He ObLIO HaliaeHO MyTauuii B reHe BLM, HO ObI-
JIM UACHTU(GULIMPOBAHBI TOMO3UTOTHBIE U OWaJUIeIbHbIE
MyTauuu B reHe TOP3A, 4TO TTO3BOJIMIJIO YCTAHOBUTDH HO-
BYIO HO30J0TH4ecKyi0 opMy — TOP3A-00ycn0BIEHHbBII
baym-niogoOHbIil cuHapoMm [2]. B otnnuue ot cuHIpoma
bnayma, TOP3A-o6ycnoBneHHas (popma 3a00JeBaHUST OT-
n4yaeTcslt 0osiee 4acThIM pa3sBUTUEM OBICTPOIIPOTpPECCHU-
pytomieii auimatanmoHHON Kapauomuonatuu (JIKMIT)
C HEeIOCTATOYHBIM OTBETOM Ha MEIMKAMEHTO3HOE JieUe-
Hue [7—10]. CTOUT OTMETUTH, YTO HE3HAYUTEIBHOE CHU-
XKEeHUEe KaTaauThudeckKoil aktuBHocTU (pepmeHTa TOP3A
MOXET MPUBECTU K pa3BUTUIO Oojiee JIErKoro 3adosieBa-
HUsI — Mporpeccupymolleii HapyXKHO! o(TaIbMOIIETUH,
OTHOCSIIEHCS B TPYIIe MePBUYHBIX MUTOXOHAPUATbHbBIX
naTonorui [2].

BoABIIMHCTBO M3BECTHBIX K HACTOSIIEMY BpPEMEHU
ciiygaeB baym-mogoOGHOro cuHapoMa OTpaHUYMBAIOTCS
MMPEUMYIIIECTBEHHO OIMMCAaHUEeM XapaKTEePHOM 3ameprKKu
(GU3NYECKOro pa3BUTHUS, MUKpOLehaTnt, UMMyHOaehN-
IUTa U IPEIPaACIIONOXEHHOCTH K OHKOJIOTUICCKUM 3a00-
JIEBAaHMSIM, TIPU 3TOM CIIEKTP KapIUaIbHBIX TTPOSIBICHUI
U3y4YeH HEAOCTAaTOYHO. B MaHHOIi cTaThe Mbl MPEICTaBIISI-
eM ocobeHHocTU TedyeHus peakoro 7TOP3A-o0ycnoBiieH-
Horo biiyM-nogo6HOro CMHApOMa, COMPOBOXAAIOIIETOCs
JAKMII, y pe6€HKa 10IIKOJIbHOTO BO3pacTa.

KNVHWYECKOE HABJIIOOEHVE

[MammeHT TpoOIIET KOMIUIEKCHOE KJIMHUKO-UHCTPY-
MEHTaJIbHOE O0O0CJIeIOoBaHNUe, BKIIIOUaBIIee IeTaTbHBIN
aHaJIU3 CeMEHOro aHaMHe3a C aKIeHTOM Ha CiyJau
KapIWOMMOIIATUU U JICTAJbHBIX MCXOIOB CPEAU POIACT-
BEeHHUKOB. O0s13aTeIbHBII TUATHOCTUYECKUN AJITOPUTM
BKJTIOUaT (DU3MKaIbHOE O0CIIeOBAaHUE CEPAEYHO-COCY-
THACTOM CUCTEMBI C OLIEHKOU (PYHKIIMOHAJIBLHOTO Kjlacca
XPOHWYECKOM CepIedHON HEeTOCTATOYHOCTH ITO IIKajie
Ross; cranpaptHyto axokapauorpapuio (DxoKI'); pe-
ructpaumio sjiaekTpokapauorpammbl (DKI) B mokoe,
BKJIIOYAsi CYTOUHOE MOHUTOPUPOBAHHUE; OIMpeaeieHue
colepxaHus B KpoBU N-KOHIEBOro (pparMeHTa MO3ro-
Boro Harpuityperndeckoro mentuga (NTproBNP; Hop-
Ma o 62 nr/mi), KpeatuHdochokunasbl (KDOK; Hopma
mo 140 EJll/m), xkpeatmHpochoknHaszbl-MB (KDOK-MB;
HopMa 10 3,4 Hr/mMn), naktatoeruaporeHassl (JIII; Hopma
1o 295 EJl/n), acmapraramuHotpaHcdepassl (ACT; Hopma
no 42 EJI/n), amanmHamuHoTpancdepassl (AJIT; HopMma
no 40 EJI/n), naktaTta (HopMa 10 2,2 MMOJIB/M).

MoieKyIsipHO-TeHEeTHYEeCKass THAarHOCTHKa IIPOBeE-
JieHa B J1abopaTopuu MEIUIIMHCKON reHoMUuku Meauko-
renetndyeckoro nentpa @AY «<HMMUL 3n0poBbst aetein»
Mumn3znpasa Poccuu ¢ UCTIOB30BaHUEM TEXHOJIOTUM IBY-
HaIpaBJIeHHOTO ceKBeHupoBaHus o CaHrepy. BhIsaBieH-
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HbIIi BapuaHT aHAIM3UPOBAJIN C MOMOIIBIO MPOrPAMMBI
Alamut Visual (Interactive Biosoftware) u poccuiickoro
PYKOBOJICTBA TI0 WHTEPIPETAIIUM TOCIEA0BATEIbHOCTEN
JHK yenoseka [11].

O nayueHme

HeBouka, 4 rogma 4 Mecsla, rocnUTaJIu3UpoBaHa
B Kapauosiorndeckoe otaeieHue @AY «HMUILI 3no-
poBbsl aeTeli» MuHsapaBa Poccuu B KpaiiHe TSKEnoMm
COCTOSIHUU, OOYCJIOBJIEHHOM CUMIITOMaMM XPOHUYECKOM
cepaeyHoit HegoctatouHoctu IIB—III cranuu. B menn
MMOCTYILJICHUS Y IEBOUKM Pa3BUIOCH TUTIOTIMKEMUYECKOE
coCTOsTHME Ha (POHE IMTEIHLHOTO TOJIOJAHUS C IOTepeit
CO3HAHUS, CYIOPOXHBIM CHHIPOMOM (KOHIICHTpAIIUS
II0KO3bI KpoBu 0,6 MMOJIb/J1, IaKTaTa — 5,5 MMOJIb/J1),
B CBSI3M C 4YeM peOEHOK OB HAIIpaBJICH B OTACICHUN pe-
aHUMalUWU W WHTCHCUBHOM Tepamuy ST KyIMPOBaHUS
HEOTJI0XXHOTO COCTOSIHUSI.

Anamne3 xcusnu. PeOEHOK OT COMaTUUYECKU 3M0POBbBIX
ponuTesiell, COCTOSIIIUMX B POACTBE (TPOIOPOIHbIE Opat
U CecTpa); OT TepBoii OepeMeHHOCTH, MpoTeKaBllIeil 6e3
ocobeHHoOCTell. Macca Teja TIpU POXIEHUU COCTaBU-
na 2200 1, pnmuHa tena — 47 cM. C poxneHus y pebeH-
Ka OTMEUAIOTCSl CHIDKCHHBIN M U30MpaTeIbHBIN aIlleTuT,
MBIIIIEYHAsT CJ1a00CTh M 3aepKKa MOTOPHOTO M (hU3MIe-
CKOTO Pa3BUTHS, YACTHIC PECITMPATOPHBIC MH(MEKIINT.

Cemelinbiii anamue3. Y NBOIOPOIHBIX OpaTheB (HeTH
POIHOI TETU MO MATEePUHCKOW JTWHWUM) OTMEUYAJIUCh 3a-
Jepxka (pU3NIecKoro pa3BuTus (Y MJIAIIIETO U3 OpaTheB
B 1 rox 6 MecauieB SDS pocra -4, SDS Beca -4,95, tne SDS
[Standard Deviation Score] — koadhduiMeHT cTaHIapT-
HOTO OTKJIOHEHUsI), U OCOOEHHOCTH JUIIeBOTO (peHOoTHUMA,
110 MOBOAY Y€ro AETU IMPOXOAWIU oOCaedOoBaHUE Y IH-
TOKpuHojora. B Bo3pacTe crapiie omHOIo roma y odooux
MajibuukKoB auarHoctupoBaHa JKMII ¢ mocnenytomumm
JIeTaJTbHBIM MCXOIOM B BO3pacTe 2 M 3 JIET COOTBETCTBEH-
Ho. ITo ganHbpIM OX0KI 1 CyTOUHOTO MOHUTOPUPOBAHUS
OKT y mnaamiero u3 cubCcoB OTMEUYEHBI YBEIMUEHUE KO-
HEYHOTO IMAacTOJIMYeCKOro pa3Mepa JIEBOTO KeTymouka
o 33 MM, CHIDKeHUe (ppakIuu BeIOpoca 1o 43%, Tmapok-
CH3MBI CYMPaBEHTPUKYJISIPHON TaXWKapAWUKM C 9aCTOTOM
cepaeyHbIx cokpaieHuii 150 ya./muH. Pe3yabTaT reHeTH-
YeCKOIo UCCAeNOBaHUS MIaIIero cudca BB TOMO3M--
TOTHBIN BapuaHT c.2264_2265delinsT B rene TOP3A; y po-
IUTee MaJlbYUKOB, TAKXKE COCTOSIIINX B POICTBEHHOM
Opake (IBOIOPOIHBIC TETS M IIEMSHHUK), 3TOT BapHaHT
OBbUT TIOATBEPKIAEH B TeTEPO3UTOTHOM COCTOSTHUM [12].

Y npobGaHaa TakkKe eCTh KIMHUYECKN 300POBBIN POII-
HBIII CUOC C OTCYTCTBHEM XapaKTEPHOTO IS CHHApOMA
(eHOTHMA NTUTIA, HO CeTPETAlIMOHHBIN CeMEWHBIN aHaIn3
He MPOBOIWJICS 10 MIPUYNHE 0TKa3a POIUTENICH.

CorylacHO aHajau3y MpeaoCTaBIeHHONW MEIULMHCKOMN
JMIOKyMEHTaIlMK TpobdaHaa, B Bo3pacTe | roga M3MeHEeHUI
Ha OxoKI He BbISIBJIEHO, OTHAKO, HECMOTPSI Ha OTSTOLIEH-
HBII CeMENMHBIN aHaMHe3, 3alepXKKY (PU3NIECKOTro U MO-
TOPHOTO Pa3BUTHS, OCOOEHHOCTU (heHOTHUMA, CIeaylolIee
obciienoBaHue ObUIO MHULIMUPOBAHO B 4 roma B CBSI3U

Clinical case
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¢ >kajio0aMM Ha OABILIKY U Bss1ocTh. [1pu rocnuranuszanuu
B CTallMOHAP TIO MECTY XXUTECIHCTBA BBISIBJICHBI BBICOKOE
s3HayeHre NTproBNP (16506 mr/mit), CHHIPOM LIUTOIM3a
(ACT 71,2 En/n, AJIT 83,6 En/n), norpaHMYHOE CHUXKE-
HUeE TIIOKO03HI (3,84 MMoib/n), mpusHaku JJKMIT (koneu-
HBII IMACTOIMYECKUII pa3Mep JIEBOTO Xeaymouka 42 MM,
JieBoe mpeacepaue 29 MM, npaBblii xenyaouek 19 Mm) co
CHUXKEHMEM COKPaTUTEIbHOU CIocoOHOCTH (bpakiius
BbIOpOca 38%) 3a cu€t nuddy3HOro TUIIOKUHE3a, HEelo-
CTaTOYHOCTh MUTpajbHOro kjamnana III crermenu, Hemo-
CTaTOYHOCTb TpUKycnuaanabHoro kiamaHa [I—II1 crenenu,
HEA0CTaTOUHOCTh KJlaraHa JiérouHoii aprepuu I—I1 crene-
HU, 1€ToYHas rurepTeH3us (48—50 MM pT.CT.), cenmapanms
JINCTKOB TIepUKapaa 3a mpaBbIMu oTnejaaMu 4 MmM. Hapy-
IIeHW pATMa Ceplia He 3apeTUCTPUPOBAHO; HAOTIOIACT-
cs yCTOMUMBast CHHYCOBAasI TAXUKAPINS CO CpeaHEH YacTo-
TOW cepneyHbIX cokpaieHuit 121 yn./muH. [To maHHBIM
YJIBTPa3ByKOBOTO MCCJIEOBAHUS OTPENEsieTCsl HaTnaue
ruaporopakca (1o 90 Ma ¢ 0beux cTopoH) U aubdy3HbIX
U3MEHEHUI MapeHXUMbI TTIeYEHU U TOYEeK.

HeBouka HamnpasieHa B ®T'AY «HMMUILI 3nopoBbs
nereit» Munsapasa Poccun miis aeyeHus.

Pe3ynemamer o6cnedogaHus

I1pu nocrynnenun B LleHTp oTMeuanuch OGJIeIHOCTb
W MUAHOTUIHOCTHh KOXHBIX TTOKPOBOB, MHOXECTBEHHEIC
IISITHA IIBeTa «Kohe C MOJIOKOM» Ha KOXe TPpyIU 1 XXUBOTa,
BBIPAXXEHHOE UCTOLICHUE C Ne(PULIMTOM MOJKOXHO-KUPO-
BOU KJIETYATKU U CHIDKEHUEM Typropa TKaHel, OTEYHOCTh
BEpXHUX BEK, BbIOyXaHWe TPYIHOU KJIETKM B ITpeKapaAuaib-
HOI1 001aCTU B COYETaHUU ¢ BOPOHKOOOpa3Hoii fecdhopma-
LMeit, BolpaxkeHHass Auddy3Has MbllIedyHas TUTIOTOHUS,
rermaroMeranust 10 +6 cM HUXKe Kpas IpaBoil pédepHO
nyru. MuHuManbHash hu3ndeckasi akTUBHOCTb MPUBOIM -
J1a K OBICTPO IeKOMIIEHCALIMM C HapacTaHMUEM ObILIKH,
aKpoLIMaHO3a W TOSIBIIEHUEM «CEPOro» KOJIOPUTA KOXH.
dusnyeckoe pa3BUTHE OIEHUBAIOCH KaK HU3KOE, OUC-
rapMOHUYHOE 3a CYET meMIIMTa Beca: Macca Tenla 9 Kr,
SDS -4,39, poct 89 cm, SDS -3,54, SDS Bec/pocr -3,59.
O6pamanu Ha cebs BHUMaHUE OCOOEHHOCTU (heHOTHUIa
JINLA, B CBSI3U C YeM TMPOBEIAEH OCMOTP COBMECTHO C KJIU-
HUYECKNM TEHETUKOM: (PEHOTHIT «IITHYMIi», BBICTYITAIO-
e JoOHbIe Oyrpbl, TUIOIIA3US CpeaHEel TpeTu Julia,
IJTyOOKO TMOCaXkKeHHbIE TJla3a, aHTUMOHTOJIOMIHBIN pa3pe3
rJa3, y3Kas CIrMHKa Hoca ¢ 3a0CTPEHHBIM KOHYMKOM, 3a-
OCTPEHHBIN MOI00POIOK, HU3KKME POTUPOBAHHBIC YIIIHBIS
PaKOBUHBI C PA3BEPHYTBIM IHUCIUIACTUYHBIM 3aBUTKOM,
TOHKHE KOHMYECKUE TAJbILBl KUCTEU PYK, pa3IMTOE TH-
TOTIUTMEHTHOE TISITHO Ha TPYTHOM KIJIETKE, TOIyOOBaThIC
ckiepbl (puc. 1). YuuteiBass ocoOeHHOCTH (eHoTuIa,
C 1LIeJbl0 BepudUKalUU CUHAPOMA T€HETUKOM PEKOMEH-
JIOBAaHO MOJIEKYJISIPHO-TEHETUYECKOE UCCIECAOBAHNE METO-
JIOM ceKkBeHUpoBaHUs 1o CaHrepy.

IIpu HeBpOJOTMYECKOM OCMOTPE MEHUHIeaIbHOU
1 OOIIEMO3rOBOM CUMMTOMATUKU HE BbIsiBIIeHO. OTMe-
YyaJuCh MPU3HAKU KOTHUTUBHOTO Ae(UIIMTAa U IOBE-
JNIEHYECKUX PACCTPOMCTB: YCTOMYMBBLIA HETaTUBU3M IIPU

Clinical case

KnuHnueckun cnyyvai

Puc. 1. BHewHuin Bug npo6aHga, Bo3pacT 4 roga 4 mecsua,
Ha MOMEHT BbInucku us LeHTpa.

Fig. 1. Appearance of the proband, age 4 years 4 months
at the time of discharge from the Center.

MOMBITKE 00CeA0BaHMsI, KPAaTKOBPEMEHHbBI 00bEM BHU-
MaHMsI, OTpaHNYCHHOE MTOHMMaHUe OOpaIIEHHON peun;
9KCIIPECCUBHAS peub MpelcTaBieHa OTAEJIbHBIMU CIOBa-
mu. MccnenoBanue GyHKIIMY YePETTHBIX HEPBOB HE BbISI-
BUJIO TTATOJIOTUH: Ha pe3KHUe 3allaxyu pearupyeT, IIa3HbIe
LIeJ CUMMETPUYHBI, 00BEM ABMXKEHMIA IJIa3HBIX 00K
MMOJTHBIN, KOCOTJIa3Me€ OTCYTCTBYET. 3pauykKyd OKPYIJION
¢GopMBbI, paBHBI TI0 pa3Mepy, C XKUBOW MPSIMON U COAPY-
XKECTBEHHOI peaklMeil Ha cBeT. JIBMKeHUs HUXKHEH Je-
JIIOCTU B MOJHOM 00BbEME. BOJIEe3BHEHHOCTU B TpUTEMMU-
HaJbHBIX TOUKAX HE OTMeYeHO. JINII0 CUMMETPUYHO MpU
COXpaHEHHOM, HO 00eMHEHHOI MMUMMUKE, HUCTarMa HeT.
Hapymenwuii ciryxa He BbisiBieHO. DoHAIMS U TJIIOTaHUE
He HapylIeHBbI. SI3BIK pacIlojioKeH MO CpeaHell JTUHUM,
Gubpwisauril U dbacuukyasguuii HeT. B nBuratenbHOR
cepe 00bEM aKTUBHBIX U MTACCUBHBIX IBUKEHUI BO BCEX
cycTtaBax MmoyHBIN. Juddy3Hass MpllIedHass TUITOTOHUS.
OueHKa MBIIIEYHOI CUJIBI 3aTpyIHEeHA BCJIEeICTBUE Hera-
TUBHOI ToBeneHuYeckoil peakiuu. CyXxoxXuiabHble ped-
JIEKCHI C BEPXHUX U HIDKHUX KOHEYHOCTE COXpaHHBHI,
cUMMeTpUYHbI. [MIepKUHE3bl OTCYTCTBYIOT, OoJjieBas
YyBCTBUTEILHOCTh HE HapyllleHa. B KoopmamHaTOpHOM
chepe MaTONOTUM HE OTMEUEHO: MallMeHTKa leJieHa-
MpaBJIeHHO AOCTUTaJlia TPEeIMETOB, HE IMpOMaxuBalach
(oTMeUaach HEJIOBKOCTH TIPH BBIITOJHEHHU TOHKUX
IBIXKeHU). CTaTOJOKOMOTOPHbIE (DYHKIMU COXPAHEHbI:
IIeBOYKA CaMOCTOSITEJIbHO CHIeJia, BCTaBajla M XOMMJIA;
noxonka He udMeHeHa. Co CTOPOHBI Ta30BbIX DYHKIUI
OTMEYaeTCsl CKIIOHHOCTD K 3ariopam.
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KnuHnueckun cnyyvan

PesynbTaThl 1aO0OpaTOPHBIX UCCIEIOBAaHUIA TTOKa3alu
Bbicokuii ypoBeHb NTproBNP (46 630 1ir/mj), moBblliie-
uue JIAT (631 En/n), ACT (214 En/n), AJIT (137 En/n),
K®K (150 Ean/n), KOK-MBb (8,87 Hr/mia mnpu Hop-
MasibHOM 3HayeHun K®K), rnmpu sTOoM ypoBeHb JlakTara
1 TOMOIIMCTeMHA OBLIM B Ipenaesax HOpMbL. OTMedeHO
cHIkeHue nMmyHornooyiauHa (Ig) G mo 2,53 r/n (Hop-
ma ot 5,04) u IgA no 0,15 r/n (Hopma ot 0,27) mipu 1o-
rpaHuyHOM ypoBHe IgM no 0,27 r/a (HopMma ot 0,24), uTo
MOXET KOCBEHHO CBMIETEIbCTBOBATH O COIIYTCTBYIOILIEM
BTOpUYHOM MMMyHoneduiure. [1o pe3yrbraram muHAMM-
YeCKOIro KOHTPOJIsI [NIMKEMUU PErMCTPUPOBAIaCh YMEPEH-
Hasl JIaOUJIbHOCTb IOKa3aTeseil ¢ AMU304aMu TTOBbIILIEHUS
KOHLEHTPALIUK TJIIOKO3bI KPOBU 110 6,6—7,6 MMOJIb/J1, IIpU
5TOM COfepKaHKWe IJIMKMPOBAHHOIO I'eMOIJI00MHA OCTa-
BaJIOCh CTaOMJIbHO B Ipefesiax peepeHCHBIX 3HAYeHUIA
(5,7-5,9%; Hopma 110 6), YTO HE COOTBETCTBOBAJIO KPUTE-
pusiM caxapHoro nuabdera. [1apanienbHo ObLT BBISIBJIEH T10-
BBILLICHHbBIM YpOBeHb MHCYIMHA (62,88 MKEm/mi; HopMma
10 23), 4TO B COBOKYITHOCTH C NTAHHBIMU TIIMKEMUYECKOTO
npoduis yka3blBaeT Ha pa3BUTUE KOMIIEHCATOPHOM M-
MEePUHCYJIMHEMUN U MHCYJIMHOPE3UCTEHTHOCTH.

IMo pesynbratram DxoKI' (puc. 2) BuU3yanusnpoBa-
Ha AujaTalMsl BCEX KaMep cepila: KOHEYHBI TUacTo-
JINYECKUil pa3Mmep JieBoro Xxemxymodka 40 MM, z-score
+3,4, neBoe mpencepane 25 MM, z-score +2,9, mpaBblit
xeaynouek 21 MM, mpaBoe mpeacepaue 26%X29 Mm, 1o-

Puc. 2. TpaHcTOpaKanbHas 3XoKapanorpadusa naymeHTa

B 4 roaa 4 mecsiya npy nepBU4YHOM ob6cnegoBaHumn

B OTAY «HMUL, 3gopoBba geTei» MuHsgpasa Poccun.
AnvKanbHaa yeTblpéxkamepHas nosmuua (A4C). mnatauma neebix
OoTAenoB cepaua. JleBbin xenyfoyek C npru3Hakamy peMoAenpoBaHuA.
He3HauuTenbHbIN BbINOT B NOIOCTA nepukappa no nepenHeVn
NOBEPXHOCTN.

Fig. 2. Transthoracic echocardiography of the patient

at 4 years 4 months during the initial examination

at the National Medical Research Center of Children’s
Health of the Ministry Health of the Russian Federation.
Apical four-chamber view (A4C). Dilatation of the left heart chambers.
Left ventricle with signs of remodeling. Minor effusion in the pericardial
cavity along the anterior wall.
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BBIIIICHHAS TPaOEKyISIPHOCTh 3adHEU CTEHKHU JIEBOTO
KeJayaouKa, HEIOCTAaTOYHOCTh MUTPAJbHOTO KJjlala-
Ha III cTeneHM, HENOCTATOYHOCTb TPUKYCIIUIAIBLHOTO
kiamnaHa Il creneHu, CHUXXKEHHUE COKPATUMOCTH O0OOUX
KeTyoouyKoB ((hpaKmus BEIOpOca JICBOTO XKeIydouKa
no Teixonbu 33%, nmo CumncoH 28%), BbIpaxkKeHHOE
HapylleHue AuacTtoiudyeckoir GyHkuuu (2—3-i TuI),
JIErOoYHast TUIepTeH3us 55—60 MM PT.CT., HUXKHSIS Tojast
BeHa Koyiabupyet MeHee 50%. JlaHHBIX 32 BpOXKIEHHbBIE
MOPOKU ceplila He MOJTYYEeHO.

ITo nanueiM BKI (puc. 3) U cyTouHOro MOHUTOPU-
poBanuss DKI — mnpusHaku mneperpysku Tipeacepauii
(amrumTyna 3yboma P Gosee 3 MM) U TIpeABO30YXKICHUS
MHOKapaa XeJyIOYKOB, BbIpaXKeHHBIC HapYIICHUS pe-
MMOJIIPU3AUK, SOAUHUYHAS ITOJTUMOPdHAS KETyI0IKO-
Basl KCTPACUCTOJIMSI; TTay3 PUTMA HE PETUCTPUPOBATIOCH.
CpenHss 9acToTa CepAeYHBbIX COKpAIeHWIt 3a CYTKU CO-
crapwia 125 yn./mMmuH, MuHuManbHas — 111 yua./MuH,
MakcumanabHass — 151 ya./MuH.

PentreHorpadust opraHoB rpyqHO KJIETKU TOATBEP-
NiJia 3HAaYMTEJbHOE YBEJIMYEHUE pa3MepoB cepiala (Kap-
JIMOTOpaKaJIbHBIN MHAEKC 71%).

JleyeHue

YuuteiBast pe3yabpTaThl OOCIeMOBaHUA, ILIAHUPO-
BaJlaCh KOPPEKIUs Tepanuy XPOHUWUYECKON cepaedHOI
HEIOCTaTOYHOCTH, OJHAKO Ha CJICOYIOIINI IeHb ITOCIe
rocnuraaM3aluu Ha (oHe BO3HMKHOBEHUS 0OJIEBOTO
CUHIIPOMA, CBS3aHHOTO C METEOPU3MOM, OTMEYEHO TPO-
IpECCUPOBAaHME CUMIITOMOB JEKOMIIEHCAIIMN: CHUKEHUE
apTepuaibHOro aapjaeHus 10 60/40 MM pT.CT., TaXUKapaust
1o 130 ya./MuH, ycuaeHue OIBILIKY C MOSIBJIEHUEM CTOHY-
IIEro AbIXaHUsI, BIpakeHHOE HapacTaHUe reraToMerajluu
no +10...+12 cm ot kpas pébepHOil nyru, 60U B KUBO-
T€, CEPOCThb KOXU, MOSIBIEHUE XUIKOCTU B TUIEBPATbHBIX
U OpPIOLIHOM TIOJIOCTSIX, CHUXKeHMEe (pakuuu BbIOpoca
10 16%, 4to moTpeGoBajao MOAKIIOYEHUSI KApAUOTOHMU-
YeCKOUW TMOmIepKKU. B Xome AMHAMMYECKOTO KOHTPOJIS
OxoKI' Ha 4-e CyTKM rocnuTaau3alluiyd BOEpBbIE BU3ya-
JIU3UPOBAH TPOMO B TIPOCBETE BEpXHEU IMOJI0I BEHBI, UTO
TTOCITY>KUJI0O OCHOBAaHMEM JIJISI UHTeHCU(UKALIMY aHTHKOA -
TYJSTHTHOM Teparuu.

K 11-my nHIO JledeHUs] TOCTUTHYTa yMEpeHHas Mo-
JIOXKUTEJIbHAsl TMHAMUKA: YMEHbIIUIACh BhIPa’)KEHHOCTh
ONBIIIKM M TemaToMerajuu, JETOUHOM TUIEePTEH3UU;
VIyqIIiiach pakius BbIOpOCa; JTU3UPOBAICS TPOMO.
Crabunu3amysi COCTOSSHUS MO3BOJIMIIA MIPEeKPaTUTh Kap-
IUOTOHUYECKYIO TTOIIEPXKKY U TTPOIOJIKUTH KOPPEKITNIO
03 TIEPOPAJIBHBIX TIpeIapaToB 0a3MCHOM Teparmmu Xpo-
HUYECKOU CepIeIHOM HEJOCTAaTOUHOCTH B YCIIOBUSX Kap-
JIMOJIOTUYECKOTO OT/Ae/IeHUs. 3a BpeMsl HaOJII0IeHUs Jie-
BOYKE MTPOBOIMIIACH TEMOTPAHCDY3USI B CBSI3U C TSIKEIBIM
TeYeHHEeM aHeMUU (TeMOTIIO0MH 69 /]I, TeMaTOKpUT 22),
3aMecTUTeIbHasl Tepalus IpernaparoMm Xejaeza. B mo-
MOJIHEHUE K MEIMKAMEHTO3HOW Tepanuu Oblia WHULM-
MpoOBaHa HYTPUTUBHAsS Mojaepxka. COBMECTHO € aue-
TOJIOTOM OCYIIECTBIISIOCHh MOCTENIEHHOE pacIIupeHue
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SHTEPAJTBbHOTO NMUTAHUA C co0JIIoIeHMEeM HEOOXOIUMOTO
OrpaHM4YC€HUA CYTOYHOTO 00BbEMa XUIKOCTU. O,E[HaKO Ha
IIPOTAKCHMUN BCETO IEpHUOIa HabJIoAeHUS COXpaHAINUCH
BbIPpa’XCHHLIC A IMMCHTAPHbBIC l'IpO6I[eMBII aIlrneTuT ocra-
BaJiCsl CTOMKO CHUXXEHHBIM U KpaﬁHe I/I36I/IpaTCJ'ILHLIM,
4YTO CYIIECTBEHHO OI'PaHMYMBAJIO BO3MOXKHOCTHU ITOJTHO-
HEHHOTO NMUTaHUA.
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KnuHnueckun cnyyvai

Ha 17-ii neHb Tepanmuu npu KOHTPOJbHOM DXxoKTI
BBISIBJICHA OTpPULIATEIbHAsI TUHAMMWKA, CBUIETEIBCTBYIO-
masi 0 MPOrPeCCUPOBAHUU TPOMOOTUUCCKHUX OCIIOKHE-
HUIi. B moiocTy TIpaBoro XejaymodKa BU3YaIM3HPOBAJICS
TpoMO pazMepoM 6,7 X3 MM, B JIEBOM XKeJyIOUKe — KPYII-
HbI HeoTHUpYoIIKi TpoMO (20X5 MM) U MEIKU TPOMO
(4,8%3,6 MM) C OrpaHMYEHHOI TOABMKHOCTBIO (puc. 4).
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Puc. 3. dneKkTpokapauorpamMmma nauyeHTa B Bo3pacre 4 ieT 4 mecsAleB npu nepBuyHom o6cnepgoBannv B ®rAY «<HMULL 3popoBbs

Aeten» Munsgpasa Poccum.

CUHYCOBbIV PUTM; NPU3HAKIW Neperpy3Kn Npefcepanin v *enyfoukoB, py6LIOBbIX 3MeHeHUI BbICOKOM 6oKoBo lokanusaumm (QS B |, aVL); cHKeH BonbTax
QRS B cTaHZapPTHbIX OTBEAEHUAX, dneBauus cermenTa ST B V3-V5 go 0,5-1,5 mm.

Fig. 3. Electrocardiogram of the patient at 4 years 4 months during the initial examination at the National Medical Research Center
of Children’s Health of the Ministry Health of the Russian Federation.
Sinus rhythm, signs of atrial and ventricular overload, scarring of the high lateral localization (QS in I, aVL), low QRS voltage in standard leads, ST segment

elevation in V3-V5 up to 0,5-1,5 mm.

+ Dist
: Dist 0.878 cm

1.42 cm

Puc. 4. TpaHcTOpaKanbHas 3xoKapanorpadua. UccnepoBaHme B gUHaAMUKe.
a — anukanbHasa yeTblpéxkamepHas nosnymsa (A4C), oTMeyaeTca yBenmnyeHne pasmepoB IEBOTrO Npeacepans, B MoOOCTM NIEBOTO »KenyAouka
BU3yanusmpyetcs GUKCMPOBAHHBIN TPOMO; 6 — MoandULMPOBaHHAA annKasibHas NATUKaMepHan nosuuua (A5C), oTMeyaeTca yBennyeHne pasmepos

TpoMba, 3MepeH PpparmMeHT NOABUKHON rofIOBKM TPOMOa.
Fig. 4. Transthoracic echocardiography. Follow-up survey.

a, Apical four-chamber view (A4C), an increase in the size of the left atrium is noted, a fixed thrombus is visualized in the LV cavity; b, Modified apical
5-chamber view (A5C), an increase in the size of the thrombus is noted, a fragment of the mobile thrombus head is measured.

Clinical case
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KnuHunyecknn cnyvan

Kpome Toro, B 30He CUSIHUS SIPEMHOI 1 ITPaBOil TTOAKIIO-
YUYHOMN BEH OOHAPYKEH PBIXJIbI TPOMO (6,4X4,3X5 Mm).
CoxkpatutenbHas QYHKIIAS MUOKapaa IPU 3TOM CHU3U-
nach (ppakuust BeiOpoca 21%). B c¢Bs3u ¢ npusHakamu
MAaCCUBHOTO TpoMOO3a HayaTa MPOJIOHTUPOBAHHAS UHDY-
3MOHHAas Tepanus HehpaKIIMOHUPOBAHHBIM TeNapuHOM
C TIOCJIEAYIOIINM TMIEPEXO0M Ha MepopabHbINA MTPUEM Bap-
dapuHa, Ha (poHE Yero OTMEYEHO YMEHbIIIEHE pa3MepOB
TPOMOOTUYECKUX Macc.

IIpoBengH aHanu3 moauMopdu3Ma reHoB CUCTEMBI Te-
MOCTa3a: O0HAPYXEHBI T€TEPO3UTOTHBIC BAPUAHTHI B TPEX
reHax (SERPINEI, MTHFR, MTRR), KoTopbie B COBOKYTI-
HOCTHM MOTYT yKa3bIBaTh HAa TEHETUYECKYIO IPEIPaCIIOo-
JKEHHOCTD K CHIKEHHIO CITOCOOHOCTH OpTaHM3Ma PacTBO-
PSITh TPOMOBI M K TIOBBIIICHUIO YPOBHSI TOMOIIMCTEWHA,
YTO YBEJIMYUBAET OOLINI PUCK TPOMOOOOPA30BAHMUS.

JuazHo3

Bepudukanus nuarHo3a BbIOJHEHa rmoatanmHo. Ha
MEepBOM dTare MPOBEACHO ONpeaeeHue CIeKTpa aMU-
HOKHCJIOT METOJOM TaHIEMHON MaccC-CIeKTPOMETPUU
U aHaJIM3 OPraHWYECKUX KUCJIOT B MOUYE€ METOIOM ra30Boit
xpomarorpapumn. [TapannenbHo, yIUTHIBasI OTSTOLIEHHBIN
CeMelHBbIl aHaMHe3 U XapakTepHble biiyM-1ogoOHOMY
cUHIpPOMY (DEHOTUITUUYECKNE OCOOEHHOCTH, OB MHUIIM -
WPOBaH BTOPOI 3Tall — BalMOAllMsI paHee BBISIBICHHO-
T0 y POICTBEHHUKOB HYKJICOTHMIHOTO BapuaHTa. ['a3oBas
xpoMarorpadusi OTKJIOHEeHU! He BhIsiBWIA. B pedynbrate
orpesieJIeHusI CIIeKTpa aMUHOKUCIIOT BBHISIBJIEHO HE3Ha-
YUMOE YBeJWYeHNE KOHIICHTPAIIUU 3-TUIPOKCUOYTUPHII-
KapHUTWHA, MaJIOHWIKAPHUTUHA U 3-TUIPOKCUTIATbMM--
TOJIEUJIKAPHUTHHA.

C NOMOIIIBIO TEXHOJOTUU ABYHAIIPAaBJIECHHOIO CEKBE-
HupoBaHUs 10 CaHrepy BBISIBJICH IMaTOTEHHBIII TOMO-
3UTOTHBIN BapuaHT c¢.2264_2265delinsT (p.G755Vfs*18)
B reHe TOP3A. MonekylIsipHO-TeHETUYECKOE MCCIIeN0-
BaHWE POOUTENICH ITpoOaHIa He BBEIITOJHEHO M3-3a 0TKa3a
OT MIpemocTaBIeHUs] OrMomarepuaina. JmarHo3 ceMeifHOM
dopmbl biiym-nogo6HOro cuHapoma ObuT Bepu@uIIMpoBaH
Ha OCHOBAaHWM KOMIIJIEKCHBIX NaHHBIX: JTOKYMEHTAJIBHO
MOATBEPKIEHHOTO TOMO3UTOTHOTO TTATOTEHHOTO BapHaH-
Ta y mpobaHaa, XapaKTepHOro KJIMHMYECKOTo (eHoTumna
U OTITOIIEHHOTO CEMEMHOro aHamMHe3a ¢ WACHTUYHBIMU
KJIMHUYECKUMU TPOSIBICHUSIMU U CMEPTEIbHBIMU MCXO-
JaMM y TBOIOPOIHBIX CUOCOB. YUMTHIBasI TeHe3 3a00JieBa-
HUsI, THULIMMPOBaHA METa0OIMIecKasl Teparusl JeBOKap-
HUTUHOM B 103upoBKe 50 Mr/Kr B cyTKH, KosH3umom Q10
1o 20 xareb B CYTKH.

JJuHamuka u ucxoowbl

B TeueHme momyTopa MecsieB Ha (poHEe KOMILIEKC-
HOM Tepanmuy JOCTUTHYTa CTAOWMJIbHASI TOJIOXHMTEIbHAS
TWHAMMKA: HOPMaJIM30BaJICS aIllIeTUT, YIyJIIWIACh IBU-
raTejibHasi aKTUBHOCTD; YAAJIOCh JOOUTHCS MOJHOIO KY-
MUPOBAHUS OJBIIIKU U CTAOWIM3ALUU CEPACYHOTO PUTMa
(89—95 yn./muH Bo cHe, 104—110 yn./MuH 1ipu 601pCTBO-
BaHUHU), a TaKXKe perpecca oTéyHoro cuHapoma. [lanbma-
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TOpPHBIE pa3Mepbl MeYeHU YMEeHBIIMINUCH 10 +2 cMm. UH-
CTPYMCHTAJIBHBIN KOHTPOJIb TTOATBEPANI TIOJIOKUTEILHBIC
M3MEHEHUS: OTMEUYEHO CHUXXEHUE NaBJICHUS B JETOYHOM
apTepuu, yMEHbIIEeHNEe AuaTallMM JIEBbIX KaMep cepila
U YJAy4llIeHUEe COKPATUTEIbHON CIIOCOOHOCTU JIEBOTO XKe-
JlyIo4uKa, yaydyiieHue uacToandeckoi hbyHkunu. 3aduk-
CUPOBAHO TaKXe YMEHbIIIEHNE BbIPAXKEHHOCTU PerypruTa-
LIMM Ha aTPUOBEHTPUKYJISIPHBIX KJIallaHAX U COKpallleHue
pa3MepoB BHYTPUCEPACUHBIX TPOMOOB.

OBCYXOEHUE

CornacHO JaHHBIM MMPOBOM JIUTEPaTyphl, HA CErOMI-
HSIIHUN JeHb onrcaHo MeHee 50 MalMeHTOB C IaTOTeH-
HBIMU BapuaHTaMu B reHe TOP3A. Ecnu KapamajabHBIE
MIPOSIBJICHUS TIPM KJIaCCHMYEeCKOM cHHApoMme biyma cum-
TalOTCsS OTHOCUTENbHO peakumu [1, 2], To mpu TOP3A-
00yCJIOBJIEHHOI (popMe X 3HAUMMOCTb, 10 BCeli BUTUMO-
ctu, Tpebyet nmepecMoTpa. B opuruHaibHOM ucciaenosa-
Huu C.A. Martin u coaBT. y 3 u3 12 nereii ObUTM MpU3HAKHU
JAKMII: y onHOro pe6€éHKa oTMeqasioch TSKENOe TeueHue,
MpuBeallee K JeTalbHoMmy ucxony B 10 jer, a ero cubc
C aHAJIOTUYHBIM (PeHOTUTIOM yMep B 13 JIeT, B TPETheM CIIy-
yae ObLTa MpOBeIcHa TpaHCIUIaHTalus cepaua. OnucaHbl
TakxKe cliydad MUHUMAaJbHbIX TposiBaeHuir JIKMII y pe-
O6EHKa ¥ TUTIEPTPO(PUICCKON KapIMOMHOTIATUN — Y B3POC-
sioro [2]. B pabore W. Jiang 1 coaBT. coobI11aercs o cuo-
cax ¢ biryM-1momo0HBIM CHHIPOMOM, Y OTHOTO M3 KOTOPHIX
JKMII 6bl1a 1MarHocTUpOBaHa B Bo3pacTe 6 JieT 2 Mecsi-
1IeB, a JIeTaJIbHbI UCX0d Ha (hoHEe NEKOMITEHCALIMU XPO-
HUYECKOU cepeuHOi HeJOCTAaTOYHOCTU HACTYITIJI CITyCTS
MOJIr0JIa; BTOPOU PEeOEHOK yMmep uepe3 2 Mecsla Iocie
yCTaHOBJICHUS AMarHo3a B 5 jieT 6 mecsues [9]. B uccie-
noBanusix rpynmn T.J. Nicholls u G. Primiano Takke BcTpe-
YaloTCs YIIOMMHAHUS O B3POCJBIX MallMeHTaX ¢ Hapylle-
HUSIMU PUTMa Cepaina, MoTpeOOBaBIIMMK WMILJIAHTAIIUN
3JIEKTPOKAPANOCTUMYJIATOPA WIIN KapAauoBepTepa-aeduo-
pusgTopa [7, 8].

IpencraBieHHbI HAMU KIMHUYECKUIA cllydyait cOOT-
BETCTBYET ONMUCAaHHbIM paHee B auteparype JIKMII npu
bayM-nmogoMHOM cUHApOME C AeOIOTOM B PaHHEM BO3-
pacte U TSKENBIM, OBICTPOTIPOrPECCUPYIOIINM TEUEHU -
eM. COBOKYITHOCTh 3TUX JAaHHBIX MTO3BOJISIET BHIIBUHYTH
MPEaNoJoXeHNe, YTO KapAMOMUOIIaTUs MOXET SIBISITh-
Csl He BTOPOCTENEHHBIM, a BEAYLIUM U MPOTHOCTUYECKU
HauboJiee 3HAYUMBIM CHUMIITOMOM biym-momo6HOro
CHHIpOMA.

JlviarHo3 ObLI yCTaHOBJIEH Ha OCHOBAaHUM BbISIBJIC-
HHS TOMO3WTOTHOUN MyTaumu c.2264 2265delinsT B TeHe
TOP3Ay mpobaHna ¢ THITMYHBIM (DEHOTUIIOM, UTO BMECTE
¢ daranpabiMu caydasmu JJKMII y nBoropogHbIx cuOCOB
C MACHTUYHBIM TeHETUYECKUM BapHaHTOM ITOATBEpKIa-
eT ero nmaroreHHocThb [12]. TlatoreHe3 mopaxkeHus cep-
nia npu aedbekre TOP3A, BeposiTHO, MHOTO(MDAaKTOPHBINA.
B xauecTBe OCHOBHOI TMMOTE3bl paccMaTpUBAETCs KpH-
TUYECKasl POJib MUTOXOHIPUAIBbHON NUCHYHKIIMU BCIEI-
CTBUE HapylleHMsT nekateHauuu u cerperaunu (MTJHK)
[2—6, 8—10]. BosHukaroiuii sHEpreTUYecKuii 1eUInuT
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B BBICOKO METAa0OIMYECKM aKTUBHOM MHUOKAapIe MOXKET
CIIYKATh TICPBUIHBIM 3BEHOM, 3aITyCKAIOIIUM pPEeMOJIe-
JINPOBaHWE M CUCTOJWUYECKYIO muchyHKmuio. [MpmHnmas
BO BHMMaHWe 0COOCHHOCTH TIaTOTeHe3a, a MUMEHHO Xapak-
TepHbIe Uit BiiyM-110106HOTO CUHAPOMA Pa3BUTHE MUTO-
XOHAPUATBLHON TUCHYHKIIMU, LIeJIeCO00pa3HO Ha3HAYECHHUE
MeTabondeckoii Tepanuu (1eBokapHUTHH, KoaH3zum Q10
U 1Ip.), KOTOpasi, IO TaHHBIM JIMTePATyPhl, MOXET TEMOH-
CTPUPOBATH OIPeAeEHHYI0 3(D(HEKTUBHOCTh Y TaKUX ITa-
uueHToB [13, 14], onHako B TepMUHaJIbHON cTaauu 3a00-
JIeBaHMSI, KaK B IIPEICTaBICHHOM Cilydyae, € BO3MOXKXHOCTH
KpaliHe orpaHUYeHbl. JIeueHrue KapAMOMUOIIaTUM B CTPYK-
Type MUTOXOHAPUAIBHBIX OOJIE3HEH SIBJISIETCS CUMIITOMA-
TUYECKUM M HAIIpaBJIeHO Ha KyNUPOBAaHUE TIPOSBICHUI
XpPOHUYECKOM CepIeuyHOl HemOCTaTOYHOCTH. B maHHOM
cyJae cTaHmZapTHAsI CXeMa Tepariy MO3BOJINIIA TOOUTHCS
CTAOMJIM3AIMM CUMIITOMOB XPOHWYECKOU CEpIeyHOl He-
JIOCTaTOYHOCTH.

XapakTepHble U1l CHHAPOMa HapyllleHUsl, TaKrie Kak
BbIpaXXeHHas1 Ttunotrpodus u 1eUUUT HyTPUTUBHOTO CTa-
Tyca [2, 9, 12], mabopaTopHO TTOATBEPKAEHHBIC MWHCYIIM-
HOPE3UCTCHTHOCTh M MMMYHOIE(UIINT, TTOBBIIIAOIIAI
puUcK MHOEKUUN, SIBISIOTCS HEOJAaronpusITHbIM (HOHOM
JUTSI PA3BUTHS OCJTOXKHEHUIA.

Oco00oro BHUMaHMs 3aCy>KMBAIOT CEPbE3HBIE TPOM-
005M0O0IMUEeCKHE OCTOXKHEHUS (MHOXECTBEHHbIE BHYT-
pucepaeYHBIe WU BEHO3HBIE TPOMOBI), KOTOPBIE CTaju
3HAYMMBIM OTATYAIOINM (PaKTOPOM B IIPEACTABICHHOM

KnuHnueckun cnyyvai

Hamu ciiydae. VIX pa3zBUTHE MOXKET ObITh CBSI3aHO KaK C 3a-
CTOMHOW CEepICYHON HETOCTATOYHOCTBIO U TUTIOKUHE3NEN
KaMep cepaia, TakK M ¢ BO3MOXHBIMHU, IO KOHIIA HE M3Y-
YEeHHBIMU HapyLIEHUSIMU B CUCTeMe reMocTa3a Ha (oHe
TeHEeTUYEeCKOoro aedexTa.

HWHTepecHO, 4YTO B OOJIBIIMHCTBE 3aJOKYMEHTUPOBAH-
HBIX ClIy4aeB biaymM-momoOHOro CHHApOMa, acCOIUMPO-
BaHHoro ¢ TOP3A, BKito4yas Halll, BApUAHTBI JIOKAJIN30-
BaHBI UMEHHO B 3K30He 18 [2, 7—9]. BT0 mo3BoJIseT mpe-
MOJIOXKUTb, YTO JAHHBIA Y4aCTOK KOAUPYET KPUTUUYECKU
BaKHbIN (PYHKLIMOHAIbHbBII JOMEH Oenka. XOTsl OIUcaHbl
M BapUaHThI B 9K30HaxX 3, 5 u 12, UX poJib U MEXaHU3MBbI
TPeOYIOT JOMOJIHUTEIBHOTO U3YUYEeHUS.

3AKIOYEHVUE

Taxénoe teuenue JIKMII B neTckom Bo3pacTe cro-
COOHO BBICTYNaTh KaK JOMUHUPYIOIIWA 1 XKU3HEYTpOXKa-
o1t KomrnoHeHT 70P3A-accouunpoBaHHoro biym-mno-
IOOHOTO CUHIPOMA. YUYUThIBasi pUCK BHE3aITHOIO 1 arpec-
cuBHoro ae6ioTta JKMII, napeHTHdUKAINUA TTaTOTeHHBIX
BapuaHTOB B reHe TOP3A y neteii ¢ 3agepXKoil (pusnde-
CKOT'O Pa3BUTHUS M XapaKTePHBIM «IITUYBUM» (PEHOTHUIIOM
MpuoOpeTaeT BaXXKHOE 3HAUCHWE IUJIST OTIpeNesIeHUs TpOo-
rHo3a. CTpareruu, HampaBJIeHHbIe Ha YJIYYIIEHUE HCXO-
TIOB, NOJIKHBI BKJIIOUATh HE TOJIbKO PAHHIOK TUarHOCTHUKY,
HO ¥ OLIEHKY 3((EKTUBHOCTU METa0OINUECKON Tepanuu,
a TaKkXe COOTI0ACHNE MYJbTUANCIIUILUIMHAPHOTO TTOAX01a
IIpY BeACHUM JaHHOI KOTOPTHI MAIIEHTOB.
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