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PE3IOME

BeepeHwme. [lvnataumoHHblii peHoTMn Kaparomuonatum (KMI) npefctaBnseTt coboin rpynny 3aboneBaHnii MUOKapAa, OCHOBHbIMI Xapak-
TePUCTMKaMM KOTOPbIX ABNAIOTCA pacluMpeHrie NoIoCTY IEBOTO XeNnyfoUuka 1 HapylueHne ero cokpatutenbHon ¢yHKuumn. bnarogapa 3Ha-
UMTENbHOMY NPOrpPeccy B 0611aCTU MONEKYNAPHON FEHETVKUN B HAacTOsLLEee BPpeMA UAEHTUGULIMPOBaAHO cBbilwe 50 reHoB, 06yCOBNMBAOLLMX
pa3BuTMe nepBryHo popmbl KMI, npruém Ha gonto myTtauuii reHa MYH7 npuxoautca o 50% reHeTrvecku noaTBepKAEHHDbIX cinyyaes. Lilenb
nccnefoBaHNA — yCTaHOBUTb KNMHUYECKME 1 TeHeTnyeckne xapaktepuctnkin KM ¢ gunataunoHHbIM GeHOTVNOM, 06YCNOBNEHHOW MyTaLmn-
Aamun B reHe MYH7,y petei.

Matepuanbi n MmeTogpl. B paboTe npoaHanusvpoBaHbl AaHHble 250 AeTel ¢ AunatauroHHbIM deHoTunom KM, obcnenoBaHHbIX B Kapanono-
rnyeckom otgeneHunm OTAY «<HMWL| 3popoBba aeteli» Munsgpasa Poccumn B 2015-2024 rr. Micnonb3oBaHbl COBPeMeHHble MeTOAbI MOJIEKYNAP-
HO-TEHETNYECKON ANarHOCTUKIN U KOMINJIEKCHOE KITMHWNKO-UHCTPYMEHTaNbHOE 06CIeA0BaHME C OLIEHKOW AMHAMUKIN COCTOSIHWA B TeYeHVe 5 NeT.
Pesynbratbl. V3onuposaHHas MYH7-o6ycnosneHHas KMIT ¢ gunaTtaumoHHbIM peHoTUNom noaTeepxaeHa y 80 (40,8%) HEPOACTBEHHbIX AeTEN
C BbIABNEHHbIMY Kay3a/lbHbIMW BapyiaHTamMu. KNTMHUYeCKUMI XxapakTepucTMKamu 3aboneBaHna ABNATCA paHHWI febtoT (6onee 80% cnyyaes
Ha 1-M ropgy »u3sHu), 4actToe coyeTaHre C HEKOMMAKTHbIM MUOKapaoM (85%) 1 pa3BuTMe 06paTHOTO PEMOAENMPOBAHNA MUOKapaa IEBOro
XKenyaouka Ha poHe neyeHns. YCTaHOBNEHO, YTO BapraHTbl B 3K30Hax 19-23 accouumpoBaHbl C TAXKENON MUTPasIbHOW HEAOCTaTOUHOCTbIO,
TpebyloLLe XMpypruyeckoro BMeLLaTeNbcTBa B paHHeM Bo3pacTe. B 3 cnyyasax oTmeueHo pefikoe coyetaHune KMIM 1 myronatum.
3aknioueHune. /iccnefoBaHvie NOATBEPKAAET BaXHYIO posib BapuaHToB reHa MYH7 B passutin KM y petein. MYH7-o06ycnoBsneHHble Gpopmbl
3aboneBaHVA NPy CBOEBPEMEHHO HayaTol 1 afieKBaTHON MeJUKaMeHTO3HO Tepannu XxapakTepur3yloTca 61aronpuATHBIM MPOrHO30M, O YéM
CBUETENbCTBYET BbICOKaA 5-NeTHAA BblKMBaeMoCTb (97,4%) naumeHToB. [poBeAeHMe MONEKYNAPHO-TEHETUYECKOW ANarHOCTUKM MeeT BaX-
Hoe 3HaueHvie B BepunduKaLmm AnarHosa, opraHm3aLmmn paHHero obcnefjoBaHnA POACTBEHHINKOB, NMPOrHO3MPOBaHNN TeYeHNsA 3aboneBaHus.
CuctemaTn3aums KIMHUKO-TEHETUYECKUX XapaKTePUCTHK CO3AAET pyHAAMEHT AN pa3paboTKn NepcoHann3npoBaHHbIX MOAXOA0B K TeUeHMIo.
MeXancumnnuHapHblii NoaxoA K BefieHno naymeHToB ¢ KMIT 1 aKcTpakapananbHbIMU MPOABAEHNAMY NprobpeTaeT ocoboe 3HaueHue.

KnioueBble cnoBa: KapavoM1onaTus; AUnaTaLoHHbI GEHOTVMN; HEeKOMMAKTHBIN MUOKapA; M1OMNATHA; feTW; cemeiiHas dopma; reH MYH7

CobniofeHne 3TUYeCKNX CTaHAApTOB. /lccnefoBaHMe NPoBeAeHO B COOTBETCTBUM C STUYECKMMM HOpMaMun XenbCUHKCKOW Aeknapauunm
1975 1. 1 ogo6peHo NoKanbHbIM 3TUYeckum Komutetom OTAY «<HMUL 3p0poBbsa aeteii» MuH3gpasa Poccun (npotokon N2 10 ot 28.08.2020).
Bce yyacTHUKM 1n UX 3aKOHHble NpefCcTaBUTeNy NpeaoCcTaBuivm MHGOPMUPOBAHHOE COracue Ha yyacTtue.
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BnarogapHocTb. ABTOPbI 611arofgapHbl CEMbsAM NaLMEHTOB 3a NOAAEPKKY Hallero uccnefoBaHus. ABTOpbI BbipakatoT bnarogap-
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ABSTRACT

Introduction. The dilated cardiomyopathy (DCM) represents a group of myocardial disorders whose primary characteristics are dilation of
the left ventricular cavity and impaired systolic function. Thanks to significant progress in the field of molecular genetics, over fifty genes
responsible for the primary form of DCM have now been identified, with mutations in the MYH7 gene accounting for up to 50% of all genetically
confirmed cases. Objective: to establish the clinical and genetic characteristics of the dilated cardiomyopathy caused by mutations in the
MYH7 gene in children.

Materials and Methods. This study analyzed data from 250 DCM children examined at the Cardiology department of the National Medical
Research Center for Children’s Health of the Ministry of Health from 2015 to 2024. The investigation employed modern molecular genetic
diagnostic methods and comprehensive clinical and instrumental examination, with assessment of clinical dynamics over a 5-year period.
Results. Isolated MYH7-associated DCM was confirmed in 80 (40,8%) unrelated children with identified causative variants. The clinical
characteristics of the disease include early onset (over 80% of cases manifesting within the first year of life), frequent combination with non-
compaction of the myocardium (85%), and the development of left ventricular reverse remodeling following treatment.Variants in exons
19-23 were established to be associated with severe mitral regurgitation, requiring surgical intervention at an early age. In 3 cases, a rare
combination of cardiomyopathy and myopathy was observed.

Conclusion. The study confirms the significant role of pathogenic variants in the MYH7 gene in the development of cardiomyopathy in children.
MYH7-associated forms of the disease with timely and appropriate drug therapy are characterized by a favorable prognosis, as evidenced by
the high 5-year survival rate (97,4%) in patients. Molecular genetic testing is important in verifying the diagnosis, managing an early screening
of relatives, and predicting the course of disease. The systematization of clinical and genetic characteristics creates the foundation for the
devilment of personalized treatment approaches. A multidisciplinary approach to managing patients with cardiomyopathy and extracardiac
manifestations is of particular importance.

Keywords: cardiomyopathy; dilated phenotype; non-compaction of the myocardium; myopathy; children; family form; MYH7 gene
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BeepeHune JISis, TIO pa3HbIM IaHHBIM, 10 60% cinyyaes KMIT [1-3].
3aboieBaH1E XapaKTepU3yeTCsl IIPOrpecCUPYIONINM paCIli-

JunataumoHHbIi peHotun Kaparomuonartuu (JIKMIT)  peHueM monoctu sieBoro xemynouka (JIZK) u yxyneHvem
OTHOCUTCS K YMCIIy HanboJjiee paclpoCTpaHEHHBIX, COCTAB-  €r0 COKPAaTUTENIbHOM (PYyHKIIMU MTPU OTCYTCTBUU BTOPUYHBIX
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MIPUIMH PEMOIETMPOBAHNS, TAKMX KaK UIEMUSI, TUTIEPTCH-
3151, META0OJIMYECKHME PacCTpoMcTBa 1 Ap. [4—6].

Manupecranus JKMII Bo3MoxHa B J11000M BO3-
pacTe, ogHaKO HanboJjiee 4acTo 3a00eBaHUE BBISIBIISIETCS
y nereit 1-ro roma xwusuu [3,7]. AKMII ornnyaercs He-
OJIaroNpUATHBIM MTPOrHo30M: NpuMepHo 40% mauneHToB
B T€YCHME 5 JIET C MOMEHTa YCTAHOBJICHMS UArHO3a H0-
CTUTAIOT TePMUHAIBHON TOUYKM HAOMIONCHMSI — TpaHC-
IUIAHTAIIUM CepAlia U JIeTaJbHOro ucxona [3, 7].

JKMII nmeeT pazHooOpa3Hoe npoucxoxiaeHue. Paz-
JINYAIOT TIEPBUYHYIO (TEHETUIECKHU 00YCIOBICHHYIO) (hop-
My, IIpeodIamaoNIyIo y AeTeil, 1 BTOPUYHYIO, CBSI3aHHYIO
C MIIeMHUeil, BOCIAJCHUEM, apUTMUSIMU WA TeHETHYe-
ckuMu cuHapoMamu [3, 8—10]. brarogaps pa3Butuio Me-
TOIOB BBICOKOITPOM3BOIUTEIILHOIO CEKBEHUPOBAaHUSI, BCE
yalre ynaéTcs BeISIBJISATh HACICACTBEHHbBIE TPUIMHBI 3200-
neBaHud. B HacTosiee BpeMst u3BecTHO O6onee S50 reHOB,
MyTallMU B KOTOPBIX MpUBOIAT K pa3Butuio JKMII [3, 10].

Cpenu renetndeckux npuunH JKMII y ngereir Hau-
0oJiee YacTo BCTPEYAIOTCS MyTallul CApKOMEPHBIX T€HOB,
Bkmouass TPM1, TNNT2, TTN, MYH7, ACTCI, ACTN2,
NEXN wn gp. [6, 10—12]. Ten MYH7, oTBeTCTBEHHBI
3a CUHTE3 [-TSDKEION LIemM MMO3WHA, 3aCIy*KMBaeT 0CO-
00ro BHUMaHMsI — MaTOr€HHbIE BAPUAHTBI 3TOrO reHa 006~
ycaosnuBaloT 10—50% ciayuyaeB JIKMII u HeKOMIIAKTHOTO
muokapzaa [10—13].

Y nauuveHToB ¢ MmyTauusiMu B reHe M YH7 Hepenko Ha-
OJIIOmaeTCsl COUCTAaHHOE TTOPaXXeHUE CEPACUYHOM M CKeJeT-
HOI MYCKYJIaTyphl, TIposiBiisitoleecs: komouHauuein JIKMII
n Myuonatuu [14—18]. 3aboneBaHue y 3TUX MAllUEHTOB Xa-
pakTepusyeTcsi 00see TSKEIBIM TeUeHUEM C pAHHUM pa3BU-
THUEM CEPACYHOM HETOCTATOYHOCTH, BBIPAXKEHHOM MbIIICY-
HOi1 c1abOCThIO U 3aepKKOM MOTOPHOTO pa3Butus [18].
OcobeHHOCTBIO M YH 7-00yCIOBIEHHBIX MUOIIATUAN SIBJISI-
eTCSI TIPEeUMYIIECTBEHHOE BOBJICUYCHHUE IPOKCHUMAJIBLHBIX
TPYIII MBI, IPA 3TOM TUCTOJIOTHMYECKOE MCCIIeIOBaHUE
YacTO BBISIBJIIET XapaKTepHBbIC M3MEHEHMS T10 TUITy MUO-
3MHOBOI MuonaTuu [15]. JlaHHbIH (DeHOTUTT TOTYEPKUBAET
KJTFOUEBYIO POJIb 3-TSDKEIIOM e MUO3WHA B (DYHKIIMOHM-
POBaHUU KaK CEPAECYHOU, TAK U CKEJIIETHOU MYCKYIaTyphl,
YTO TpeOyeT MEXIUCIUIIMHAPHOTO TTOIX01a K TMarHOCTH -
K€ M JICYCHHIO TaKUX MallIeHTOB.

Cy1ecTByoIme HCCIIeIOBaHUS TeHETUICCKIX
npuunH JKMII, npoBoguBiiuecs kak B Poccum, Tak
1 3a pyOexKoM, IMMPEeNMYIIECTBEHHO OXBAaThIBAIM B3POCIIBIX
mareHToB [§, 11, 19, 20], Torna Kak aHaJIOTUIHBIE UCCIIE-
IOBaHUS B MEIMATPUUCCKOW MPAKTUKE MPAKTUIECKU OT-
CYTCTBYIOT.

Ieab paboOThl — OLIEHUTb KIMHUYECKHE OCOOEHHOCTU
TeueHus1 3aboneBanust MYH?7-ooycnoBieHnHoit KMII Ha
0O0JIBIIIOK BEIOOPKE MALMEHTOB AETCKOTO BO3pacTa.

Matepuanbi u meToabl

B mepuon ¢ 2015 mo 2024 r. B KapaUOJOTUYECKOM
otnenennu LlenTpa obciaenoBanHo 250 mereit B Bo3pacte
ot 0 o 17 ner 11 mec 30 nneit ¢ JKMII. KommnekcHoe
MOJIEKYJISIDHO-TEHETUYECKOE TEeCTUPOBaHUE ITO3BOJIM-
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JI0O Bepu(pUIIMPOBaTh TMEPBUYHBIM TeHe3 3a0oJIeBaHUS
y 196 (78,4%) neteit. Y 54 malueHTOB MOJIEKYJSPHO-
TeHETUYECKOE MCCJICNOBAaHUE HE BBISIBWJIO MYTallWid, OT-
BeTCTBeHHbIX 3a pa3Buthue KMII, a mHCTpyMeHTaIbHOE
Ioo0cIeqoBaHNe BepUDUIIMPOBAIO BTOPUYHBIN XapaKTep
3a00JieBaHUs  (MIIEMUYECKIE/TIOCTBOCTIAIMTEIBHBIE W3-
MEHEHUSI, apUTMUU WA TeHETUIECKNE CUHIPOMBI), YTO
ITO3BOJIMJIO UCKITIOUMNTH UX U3 TTOCICIYIOIIETO aHaIM3a.

B uccnenoBanue BKiIoueHO 196 malmeHTOB, KPUTEPH-
SIMM BKJIFOUCHUS OBLIO HAJIW4IME 3XOKapauorpadpuaecKux
npu3HakoB JKMII: gunarauum JIZK ¢ KoHEUHO-AMACTO-
mmyeckuM pasMmepom (KIAP) > +2 z-score U cHMXeHUs
COKpaTUTe/bHON (byHKLMU ¢ dpakuueii Boiopoca (DB
< 55% no Simpson) npu NEPBUYHON NTUATHOCTUKE WU
B neOroTe 3a00JieBaHMs, MEPBUYHbBIN XapakTep 3a0ojeBa-
HUsI, TOATBEePKAEHHBIN FTeHETUUECKH.

Bce mammeHTH TpOIUIM KOMILIEKCHOE KJIMHM-
KO-MHCTPYMEHTAJIbHOE 00CiemoBaHMEe, BKIIIOYaBIIECE
NETAIBHBIA aHaln3 CEeMEWHOTO aHamMHe3a C aKIEeH-
ToM Ha ciayyan KMII u neTtajbHBIX MCXOAOB Cpeau
pPONCTBEHHUKOB 10 35 ner. OO6sg3aTeNbHBIA JMArHo-
CTMYECKUI aJlTOPUTM BKIIOYAT (PU3UKAIbHOE 00CIe-
MIOBAHUE CEPAEYHO-COCYAUCTOU CUCTEMBI C OLEHKOW
dyukimoHanpHoro kinacca (®K) xpoHuyeckoit cep-
neyHoit HemoctatouHoctm (XCH) — y mereir mianm-
IIeT0 BO3pacTa B COOTBETCTBMM C Kiaccudukauei
Ross, y mereii crapuie 6 JeT — CONIACHO KPUTEPHUSIM
NYHA; cranmaptHyio s3xokapauorpacdmuio (3xoKI'), pe-
rucTpamnumo sjaekTtpokapauorpamMmmbel (DKI) B mokoe,
cyrouHoe MoHutopupoBanue DKI (CM-DKIT), ompe-
nejeHue ypoBHSI N-KOHIIEBOTO (hparMeHTa MO3TOBOIO
HaTpuitypetudeckoro nentuga (NTproBNP) B cerBopoT-
ke KpoBu. [1o mokazaHWsIM MPOBOAMIN MAarHUTHO-PE30-
HaHCHYI0 Tomorpacduto (MPT) cepaiia. HekoMnakTHBI
MUOKapA ONpeLesdid [PU ABYCIOMHOM CTPYKTYpE MU-
okapaa JIZK ¢ cOOTHOIllIEHMEM TOJIIIMHBI HEKOMIAKT-
HOTO CJIOST K KOMIAKTHOMY OT 2:1 u 6oJiee ¢ rmyOOKMMU
MeXTpaOeKyJISIpHbBIMU JlJaKyHaMu. B ciydyae cooTHole-
HUSI CJIOEB MEeHEee 2 TMarHOCTUPOBAIM MOBHIIIEHHYIO Tpa-
OCKYJISIPHOCTb.

Jlns Bcex TAIlMEHTOB ITPOBOMIM WHIWBUIYaIbHBIN
nonodop MenukameHTo3Ho# Tepanuu XCH B cooTBeTCTBUM
¢ KIMHUYECKMMHU PEKOMEHIOALMSIMU: WHTUOWTODP aHTH-
OTEH3UHIIpeBpaInamInero ¢epMeHTa WIA aHTarOHUCT
pEeLeNTOPOB aHTMOTEH3WHA 2, B-aapeHobJ0KaTop, aHTa-
TOHUCT MUHEPATOKOPTUKOUIHBIX PELENTOPOB, MO MOKa-
3aHUSIM — JTUYPETHK, CEPACYHBIN TJIMKO3MUI, TpoduIak-
THUKa TpoMbooOpazoBaHus. JluHaMuueckoe HabJOAecHUE
C MOBTOPHOI OLIEHKOI KJIMHUKO-1a00paTOPHBIX MOKa3a-
TeJIel MPOBOIWIIN Yepe3 | ron u S JIeT nociie NepBUYHOTO
o0cen0BaHusl.

MoneKyIsIipHO-TeHETUIECKOE HMCCIEIOBAaHUE ITPOBO-
IWIA BCEM ITallMEHTaM C MCIIOJb30BAaHMEM TEXHOJIOTUU
BBICOKOITPOM3BOAUTEILHOIO CEKBEHUPOBAHUS ISl aHa-
JIN3a TapreTHBIX 00JIacTell TeHoMa, BKiroyaronux 404 reHa
C MCIOJIb30BaHMEM IIaHeNM, pa3paboTaHHOW B jabopa-
TOPUHM MEIUIIMHCKON TeHOMMKHM MemnKOo-reHeTHYeCKO-
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ro ueHtpa ®TAY «<HMMUI 3moposbs aereit» MuH3Ipa-
Ba Poccum [4]. B cnyyae, eciim crienmudpuyeckas maHesb
HE BBISIBJISUIA TIPUYMHY 3a00JI€BaHUs, Y MAIIMEHTOB OBLIU
WCCIIEIOBAHBl TapreTHBIC OOJACTH KIMHUYECKOTO WU
MOJIHOTO 3K30MOB. Y TMallMeHTOB Opanu 1—2 M HeabHO
BEHO3HOI KpOBU B MPOOUPKY-BaKyTeiiHEp C aHTUKOATy-
nssatoM BJITA. M3 o6pa3oB KpoOBU BBIIEISIIA TEHOM-
nyo JHK c¢ ucnonbs3oBanuem Habopa peaktuBoB «DNA
Blood Mini Kit» («Qiagen») Ha aBTOMaTHYeCKOM CTaHIINU
«QIAQUBE» («Qiagen»). IToce olieHKM KayecTBa U KOJIH-
yectBa JIHK Ha dnoypumerpe «Qubit 3.0» («Invitrogen»)
MpoOONOATrOTOBKY IMPOBOAWIN MPHY IMMOMOIIM Habopa pea-
rentoB «KAPA HyperPlusKit» («Roche»). CexkBeHuposa-
HUE ocymecTBIsUIM Ha Tiatdopme «NextSeq» («Illumi-
na», 300 MMKIIOB, MAPHOKOHIICBBIC UYTEHUS). MUHOPHEIE
BapuaHTHl TEHOB C 4acTOTOI BcTpeyaemoctn meHee 0,5%
IUIST peliecCUBHBIX 3a00aeBanmii 1 mexee 0,01% st mo-
MUWHaHTHBIX 3a00J1eBaHMi (cornacHo 0a3e JaHHBIX Exome
Aggregation Consortium) nmogsepraiay ouonHgpopMaTuie-
CKOMY aHaJIM3y C WCIOJIb30BAaHMEM IIPOTPAMMHOTO 00e-
creueHus «Alamut Batch» u «Alamut Focus» («Interactive
Biosoftware»). [Ina Baimmanuu pe3yabTaTOB M IIPOBEIE-
HUSI AHAIM3a CEMEWHOU Cerperanvu MCIOJIb30BUIN TEX-
HOJIOTUIO IBYHAIIPaBJICHHOIO CeKBeHMpoBaHUS 1Mo CaH-
repy. PaHee HeommcaHHBIE BapWaHTHl aHAJIU3UPOBAIU
¢ momomibio Tporpammbl «Alamut Visual» («Interactive
Biosoftware») u poccuiickoro «PykoBomcTBa mo MHTEp-
npetauuu nocienoBarenbHocTeit [JHK uyemoseka» [21].
Knuanyeckylo 3HAYMMOCTh OINMCAHHBIX TEHETHMYECKUX
BapMaHTOB OIICHWBAJIM Ha OCHOBE 0a3bl JAHHBIX MyTallMi
yenoBeka «HGMD Professional» [22].

PesynbTaTtbl

I'enetnyeckuit aHanu3 Matepuana 196 nereit ¢ IKMII
MO3BONIMI uaeHTU(ULIMPoBaTh 203 TeHETUYECKMX BapyaH-
Ta pa3IMYHON KIMHMYECKOi 3HauuMocTu. Haunbonbias
OIS TeHeThYecKux BapuaHToB (40,89%; n = 83) Obljia 00-
HapyxeHa B TeHe MYH7. I1pu 3ToMm 3 citydasi mpencTaBiisi-
J1 cob60it KOMOMHALIMM C APYTMMHU aTOT€HHBIMU BapUaH-
Tamu (B reHax ACTCI, SCN5A n 6buamienbHOM MyTaluMei
ABCC6, oOycnoBIMBaWIICH pa3BUTHE apTepUATbHOMI
Kanpuudpukauu [23]), yTo morpedoBano Mx OTACILHOTO
aHajav3a OT MalMEeHTOB ¢ U30JMpOBaHHbIMU M YH7 Bapu-
a"ntamu (n = 80). Bce BapuaHTBI OBLIY T€TEPO3UTOTHLIMU.

3HAYMMBIX OTJIUYUI TI0 TOJIy B MCCIIEIYEMOM TpyIIIIe
He BBISIBIICHO: 42 Maynpunka U 38 neBouek (Tada. 1). 13-
MEHEHUS CO CTOPOHBI cepala ObUIM 0OHapyKEHbI BO Bpe-
M1 IPeHATaJIbHOTO CKPMHMHTA Y 12 ManeHToB, MeIraHa
BO3pacTa BBISIBIICHUS ¥ OCTaJIbHBIX ITAIIMEHTOB COCTaBU-
Jna 2 mec. Y 21 peb6€HKa M3MEHEHHUSI CO CTOPOHBI cepAala
BIIEPBBIE OBUIM OTMEYEeHBI Ha (DOHE HMHTEPKYPPEHTHOM
WHQEKIINHU, Y OCTAIbHBIX — B paMKax MPOo(PUIaKTUISCKUX
OCMOTPOB.

OCHOBHBIMU KJIMHUYECKMMU MPOSIBJICHUSIMU, TTOCITY-
KMBIIAMU TIOBOIOM IJII OOpaIlleHWsT 3a METULIMHCKOMN
TIOMOIIIBIO, CTAJIM TTOBBIIIICHHAS YTOMJISIEMOCTh W CHUXKE-
HIE TIEPEHOCUMOCTH Harpy3oK (61,3%), omsimika (62,5%),
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orctaBaHue B ¢usndeckoMm pasputuu (13,8%), moreps
CO3HAHUSI M TacTPOMHTECTUMHAJIbHbIE cUMITOMbI (3,8%).
B ne6iote 3a601eBanus npeodianai I1 DK cepneuHoit He-
JIOCTAaTOYHOCTH.

CeMeliHbIii  XapakTep 3a0ojieBaHMS TTOATBEPXKIEH
y 31 (38,8%) nauuenra. B 18 cembsix KMII y ponureneii
ObLIa TUaTHOCTUPOBAHA MPU KAaCKaTHOM CKPUHUHTE T10-
cJie BBISIBJICHMSI IIATOJIOTHH y pe6€HKa. B 9 ciyuasix peo6é-
HOK 00cCJIemoBaics lLieJieHAIIpaBJIeHHO B CBSI3U C YCTAHOB-
JIEHHBIM CEMEIHBIM XapaKTepoM 3a0oJieBaHus. Y 4 mauu-
€HTOB POJUTEJIM C MOATBEPXKAEHHBIM auarHo3oM KMII
OTKa3aJlIUCh OT TEHETMYECKOro TeCTHMpoBaHMS. Bo Bcex
HaOMIoOgaeMbIX CiydyasX (QeHOTUNIUYECKHUe ITPOSBICHUS
peMoIeTMPOBaHNS MUOKApPIA Y pOOUTENIei U AeTei ObUIU
uaeHTUYHbl. Y 12 (15%) nereii ObU1 MAECHTU(DULIUPOBAH
Kay3aJbHBII BApUAHT de novo.

B kauectBe ocHoBHOro omomapkepa Tsokectn XCH
ucrojbp3oBanu yposeHb NTproBNP. Ha ¢done nmHausu-
JyaJlbHO TOJ00OpaHHOI MeIMKAMEHTO3HOM Tepanuu Ipu
cpenHeM cpoKe HabmoaeHus 53 Mec ObUIO 3a(MKCUpOBa-
HO CHIDXKEHHE JaHHOTO Tokasarens (puc. 1): ¢ mcxomHo-
ro ypoBHs 571,30 nr/mn no 186,05 nr/miu [96,19; 416,40]
yepe3 1 ron HabGmomenust u 115,0 or/mn [60,8; 166,0] ue-
pe3 5 et HaboAeHUS.

IIpu mepBuyHOM BDxoKI-ob6cneqoBaHnM y Bcex ma-
LIMEHTOB OBLIM BBISBJICHBI XapaKTepHBIC IMPU3HAKU M-
JIATAIIMOHHOTO PEeMOJEIMPOBAHUS MHOKapaa, IPUIEM
6osee ueM y 80% nereit ¢ MYH7-o6ycnosinernHoin KMII
OTMEYAINChH TIPM3HAKM HEKOMITAKTHOTO MHUOKapaa WiIn
MNOBbILIEHHOUW TpabekyaspHocTu. [lpu auHamMuyecKom
HaOmogeHU 3a(UKCUPOBAaHA YMEpEeHHas II0JIOXKUTEIb-
Hasl TMHaMuKa Tokasareneil (puc. 1): z-score KJP JI2K
HopMaym3oBaiicd ¢ +3,27 no +1,97 yepes 1 rog n mo +1,42
yepes 5 ner Habmogenust; @B JIZK, ocraBasick yMepeHHO
CHUXEHHOI1, cocTaBuia 38—47% uepe3 1 rog u 43% ue-
pe3 5 JeT; mpu 3ToM z-score JieBoro npeacepaus (JIIT) co-
XpaHsSICS BBIIIIE HOPMAJbHBIX 3HAYCHUM C HEKOTOPHIM
yMeHbIIeHneM ¢ +2,27 mo +2,02 yepe3 1 ron u yBenuye-
HueM 10 +2,2 K 5-my rony HabmoneHus. [1pu nepBuyHoit
rocrnutanusanuu y 7 (8,8%) nalreHToB obpailiajia Ha ce6st
BHUMAaHME BBIpaX€HHAsh MUTpaJbHas HETOCTAaTOYHOCTD,
y 13 (16,9%) — ymepeHHasl.

Y 7 nereit HaGmonanock coueraHue KMII ¢ Bpox-
IEHHBIMM TIOPOKAMU cepAla: Mo 2 ciaydash OTKPHITOTO
apTepuaIbHOIO TIPOTOKA, medeKTa MEXKEeITyI0YKOBOM
MEeperopoak M aedekTa MEeXIIpeacepaHOl Ieperopom-
K1, | — 9aCTUIHBIN aHOMAJIbHBIA IPEeHAX JIETOYHBIX BEH.
3a BpeMs1 HAOMIOOEHUST 5 U3 HUX TPOBeAeHa XUpyprude-
CKasi KOpPeKIIs.

IIpu mpoBenennn CM-OKI Bo BpeMs mepBUYHOI
rocuuraau3alnny B Ham LleHTp reMogMHaAMWUYeCKM 3Ha-
YMMBbIX HapyILIeHUM pUTMa cepiala He oOHapyxeHo. Tem
He MEHee Y YaCTH IMalleHTOB BBISIBJICHBI pa3IMIHBIC HAPY-
IIEHUS CEPIEIYHOTO PUTMA: aTPMOBEHTPUKYIISIpHAS OJ10Ka-
na 1 crenenu auarHoctupoBaHay 7 (8,8%) meteit, mpu3Ha-
KU MpeaBo30yxaeHus XeaynoukoB — y 17 (21,2%), snu-
30bl CYIIPaBEeHTPUKYJISIpHOI Taxukapaun — y 3 (3,8%),
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Ta6nuua 1. O6WMe KNMHNYECKUE XapaKTepucTuku geteil c MYH7-o6ycnoBnenHoi KM
Table 1. General clinical characteristics of children with MYH7-associated cardiomyopathy

IToxa3arenb EnvnHuua usmepenus 3HaveHue
Parameter Unit Mean

MyxcKoii o
Male sex n (%) 42 (52.5%)
Bospacr nebiora, mec . )
Age of onset, months Me[Q;; Q] 210;7]
BrIsiBIIEHO BHYTPUYTPOOHO
Detected prenatally n (%) 12 (15%)
CeMeiiHbIi XxapakTep 3a00J1€eBaHUS
Family history of the disease n (%) 31(38.8%)
Muomnarust
Myopathy n (%) 3(3.8%)
Bpoxn€HHbIi TOPOK cepaia 1 (%) 7(8.8%)

Congenital heart disease

Knuanueckue xapakrepuctuku nedrota KMIT:
Clinical characteristics at cardiomyopathy (CMP) onset:

DK I XCH
functional class (FC) I of the chronic heart failure (CHF) n (%) 13 (16.2%)
@K 1 XCH
Il EC CHF n (%) 50 (62.5%)
@K [T XCH
11T FC CHF n (%) 13 (16.2%)
@K IVXCH
IV FC CHF (%) 4(5%)
JlabopaTopHO-UHCTpyMEeHTaIbHbIE MapaMeTphl B nebiote KMIT:
Laboratory and instrumental parameters at CMP onset:
NTproBNP, rir/mi ) )
NTproBNP, pg/ml Me [Q;; Q;] 571.30 [131.90; 2172.25]
DB XK, % . .
LV EF, % Me [Q;; Q)] 38.5 [36; 41]
Z-score JIZK . .
Z-score LV Me [Q;; Q] 3.27 [2.85; 3.68]
Z-score JITT . .
Z-score LA Me [Q;; Q,] 2.27 [1.67; 3.71]
HEKOMITAKTHBII MUOKAaPI
left ventricular non-compaction n (%) 38 (47.5%)
MOBBILIEHHAS TPAOEKYISIPHOCTh
increased trabeculation n (%) 34 (42.5%)
KeJTyIOYKOBast TAXMKapausl
ventricular tachycardia n (%) 1(1.2%)
Kinnnunyeckue coobiThS:
Clinical events:
CUHKOIIe n (%) 3(3.8%)
syncope
TpaHCIJIAHTAUSI cepaua
heart transplantation n (%) 1(1.2%)
TLIACTMKA MUTPTLHOTO KianaHa n (%) 2(2.5%)
mitral valve repair
TPOTE3MPOBAHNE MUTPATLHOTO KIIanaHa (%) 3 (3.8%)
mitral valve replacement
JleTaIbHBIN UCXOT,
Lethal outcome n (%) 2(2.5%)
5-JIETHAS BEDKMBAEMOCTh % (95% AN)
S-year survival % (95% CI) 97.4 (90.0—99.3)
10-neTHsIST BBKMBaeMOCTh % (95% AN) -
S-year survival % (95% CI) 97.4 (90.0—99.3)
TTpomoKUTETbHOCTD HAOTIONEHYSI, MEC . X
Duration of follow-up, months Me[Q; Q] 33[35; 83]
IIpumeuyanue. JITT — nesoe npencepaue, I — noBeputesibHbIl HHTEPBAIL.
Note. LA — left atrium, CI — Confidence interval
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a JKeJIyIoYKoBas TaxukKapausl 0e3 HapyIIeHHS CaMOUYyB-
creust —y 1 (1,2%).

ITo pesyabraTaM MOJIEKYISIPHO-TEHETUYECKOTO MC-
ciaenoBaHusl nauueHToB ¢ MYH7-o6ycnoBiaeHHoin KMII
yallle BCeT0 BCTpeYaJnMch MyTalluM B dK30Hax 7, 22 u 23
(n = 10, 11 1 8 COOTBETCTBEHHO), HECKOJIbKO peXe —
B 9k30Hax 8, 21 u 37 (n = 5 B kaxnoM). Hanboiee yacto
BBISIBIISIICS BapuaHT ¢.602T>C (ok30H 7) — v 8 (9,6%)
MallMeHTOB, WX KIWHWYECKHUE XapaKTEPUCTUKU YXKe ObI-
JIN TIpeACcTaBlIeHbl HaMu paHee [24]. BropbsiM 1o yactore
OobU1 BapuaHT ¢.2678C>T (3K30H 22), WOSHTUDUIIMPO-
BaHHBIA y 5 (6%) mereil, TPMKABI BCTPEYAIUCh BapHaH-
ThI ¢. 1106G>A (3x30H 12), ¢.2330G>A v ¢.2710C>T (oba
B 9K30He 21), ¢. 709C>T (3k30H 8), nBaxnbl — ¢.2660T>G
u ¢.2711G>A B sk30Hax 22 u 23 COOTBETCTBEHHO. AHa-
JIN3 KIMHUYECKOTO TEYCHMSI 3a00JIeBaHMSI Y IAIIMEHTOB
¢ MYH7-o6ycnoBinenHoii KMII BbISIBU B3aMMOCBSI3b
MEXIy JOKAJIM3alel TeHeTUIeCKOTO BapuaHTa U TsKe-
CTbIO TlaTosioruu. Tak, HanOobllasl CTeNeHb Pe3UCTEHT-
HOCTU K KOHcepBaTuBHO# Tepanuu XCH HaOmomamach
MPY HYKJICOTUIHBIX BapHaHTaX, PACIIOIOXEHHBIX B 9K30-
Hax 5, 19-23.

3a nepuon HabmoaeHus y 2 (2,5%) nauueHTOB BbISIB-
JICHBI BapuaHTHI ¢.445G'>A B 3k30He 5 U ¢.2647G>A B 2K-
30HE 22), 3aperuCTPUPOBaH JICTANBHBIN MCXON (CpeaHMI
Bo3pacT — 11 Mec). 3HayeHMe Kak 5-, Tak 1 10-71eTHel BbI-
KMBaeMOCTU cocTaBuio 97,4%. OpToTonuyeckasi TpaHC-
TUTAaHTAIIMS cepliia ObUIa IpoBeaeHa | MalueHTy ¢ Bapu-

aHnToM ¢.602T>C, y ocTallbHBIX 7 TAIMEHTOB C JAHHBIM
BapMaHTOM OTMEUYEHO OJIarorpusTHOE TeueHue 3aboieBa-
HUsA. XUpyprudeckas KOPPeKIns B CBSI3U C BBIpaXXeHHOM
MUTPAJIBHON HEIOCTAaTOYHOCTHIO MPOBEIECHA S5 TalMeH-
TaM: B 2 clIydYasix — IUlacThka (y TAIlMeHTOB ¢ BapuaH-
Tamu ¢.2330G>A B 3x30He 21 u ¢.1106G>A B 3k30He 12),
B 3 — npote3upoBaHue (y Aeteli c Bapuanrtamu c.267§C>T
U c.2647G>A B 3k30He 22, ¢.5385C>A B 3k30HEe 37).

[Ipu aHanM3e 3KCcTpakaparaIbHBIX ITPOSIBICHUN 0CO-
00ro BHMMAaHUs 3aCIyXKMBAIOT HEBPOJIOTMYECKUE Hapy-
meHusa. Y 3 maumeHtoB ¢ MYH?7-o6ycnoBiaeHHoit KMII
(c.1180G>A, ¢.5655+2T>C, ¢.3359 3370dup) Ovlmu mu-
arHOCTMPOBaHB MHomatuu. IlpuMmedaTesnbHO, YTO TIPO-
BEIEHHBIE MOJICKYJISIPHO-TEHETUUECKNE WCCICIOBaHUS
He BBISIBWIM y 3THUX [IETEi APYTMX BapUaHTOB, KOTOPBIE
MOIJIM Obl OOBSICHUTH Pa3BUTHE HEBPOJIOTUYECKON CUM-
MITOMATHKH.

[MpuBeném 3 KIMHNYECKUX TTpUMEpPa MALIMEHTOB C CO-
yetanueM MYH7-o6ycnosieHHoi JIKMIT u Muonarueii.

OnucaHue KnuHuYyeckozo ciy4asa N° 1

Hesouka A., 2022 r.p., C BHyTpUYTPOOHO BBISIBJCHHOM
JKMII, obycnosiaeHHoi BapuaHToM c.1180G>A B 3K30-
He 13 rena MYH7 (chr14:23898515). Pe6€HoK oT cunTaro-
UX ceOsl 3M0POBBIMU, OTKA3aBILIMXCS OT T€HETUYECKOTO
0o0ce10BaHUs pOOUTENICi, OT 4-11 0epeMeHHOCTH (B aHaAM-
He3e — 1 cpouyHbIe POkl U 2 TIpepbIBaHUs OepeMEHHOCTH)
Korja Ha 28-i1 Hezelie ObIIM BBISIBIICHBI AWJIaTalysl MO0~

Puc. 1. lnHamuka ocHoBHbIX noka3ateneit IxoKMn yposHsa NTproBNP y geteii c MIYH7-06ycnoBnenHon KMI.

Fig. 1. Trend in the main echocardiographic parameters and the level of NTproBNP in children with MYH7-assosiated cardiomyo-

pathy.
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CTell cepaua, peryprutanusi Ha aTpUOBEHTPUKYISIPHBIX
KJIanaHax, oT 2-X pomaoB Ha 33-it Hemene. I1pu poxgeHnn
Macca 2900 r, oueHka 1mo Amnrap 4/6/6 6aU10B, COCTOSIHIE
TSAXKEN0E, OOYCIOBICHHOE CEPIEYHON HENOCTATOUHOCTBIO
1 HegoHoIeHHOCTRI0. C paHHETo Bo3pacTa oOpaiiiajia Ha
ce0s1 BHUMAaHKE 3aIepKKa MOTOPHOTO U TICUXO-TIpeapede-
BOTO Pa3BUTHS: ¢ 3,5 MeC yIepXXuBaeT royioBy, ¢ 9 mec —
TepeBopavyrBaeTcs, K 12 Mec — TyJIuT.

ITo mannbiM Dx0KI', mpoBen€HHOM Mocie poXIeHUs,
BbIsiBIIeHa quutaTtanus nonoctu JIZK ¢ KIP 23 MM ¢ nocie-
IyIOIMM yBeandeHueM 10 40 mm K 6 mec, qunatauuns JITT,
cHxenune @B no 19%. [1To CM-DKI yacras cynpaBeH-
TPUKYJISIPHAS SKCTPacUCTONusA 10 14 Thic B cyTKU. [TOBBI-
menue ypoBHs NTproBNP mo 3823 nr/mi. BpoxnéHHsie
MOPOKU cepLia ObUIM UCKIoueHb!. [IpoBoamiach Kapauo-
TOHMYECKAsI U pecIMpaTopHast MOAIePKKa, MHUIITUUPOBA-
Ha Teparusa XCH, Ha ¢oHe KoTopoit mapameTpbl DxoKI
OCTaBaJICh ITPEKHUMH.

B 15 Mec neBoyka BII€pBblE TOCIUTAIM3UPOBAHA
B Kapauojornueckoe otaeneHue lLleHTpa 1o cucrteme
TeneMenuuuHbl. [Ipy mocryrjieHun oOpalano Ha ceost
BHUMAaHNME HU3KOE, MTUCTAPMOHMYHOE (DU3MIECKOE pas-
Butue (Bec 8,3 Kr, poct 74 cm), nuddy3Has MbIedHast
runotoHusi. Ilo pesynbTaram oOciemoBaHUSI COXpaHSLI-
cs1 Bbicokuii ypoBeHb NTproBNP — 2889 mnr/mi, orme-
4yajoch CHIXKEHME TlapaMmeTpa KpeaTHH(OCGHOKMHA3BI
mo 11 EJ/n. Mo manHbeiM OxoKI oTMmedeHa mumaramus
JIX 1o 3,6 z-score u JII1 no 4,2 z-score, cHikeHre OB
10 13% mo CumIicoH, OaBieHUE B CUCTEME JIETOYHOM
apTepuu cocTtaBmio 50 MM PT. CT., BBIIBICHBI TIPU3HAKHU
HeKommakTHoro muokapma JIK (pue. 2). Ilo pesymnbra-
TaM peHTreHorpaduy OpraHoB I'PYIHON KJIETKU Kapauo-
TopakabHbI MHAeKC coctaBua 71%. Ilpu nmposeneHun
OKTI-uccnenmoBanus, Bkmodas CM-OKI', 3HaYMMBIX Ha-
PYLIEHUI pUTMa Cepilia U MPOBOAUMOCTU HE PETUCTPU-
poBaJIoch. 3a Mepuoj NMPeObIBAHUS B OTACICHUN IeBOYKE
ObLIa CKOPPEKTHPOBaHA MEIMKAMEHTO3HAs TePaIIs Cep-

ala

Puc. 2. TpaHcTopakanbHasa OxoKI nauymeHTKum A.

OpurrnHanbHasa cTaTbA

IEYHOM HemocTaTOYHOCTH. [1pu KOHTPOIBLHOM IIJIAaHOBOM
00cJIeI0BAHIY COCTOSIHUS Yepe3 6 MeC IOJIyYeHbI CIIeAYIOo-
e gaHHbie: ypoBeHb NTproBNP 2469 nr/mi; coxpaHsi-
JINCh 3XO-TIPU3HAKU PEMOACIUPOBAHUS 10 AUJIATAIIMOH-
HOMY (beHOTHUITY O3 3HAUMMOTO U3MEHEHUS ITapaMeTPOB;
HOPMAaJIM30BAJIOCh JAaBJICHUE B CUCTEME JIETOYHOM apTe-
PYM; YMEHBIIWINCHh PEHTTEHOJIOTUYECKHE Pa3Mephl Cep-
1a (KapIroTopaKalabHbIA MHAEKC 69%); 1o maHHBIM CM-
OKI obpamany Ha cebs1 BHUMaHUE 3MU304bI CUHYCOBOIT
Taxukapauu 0e3 3KTONMUYECKON aKTUBHOCTU. Tepamnus
ObLTIa CKOPPEKTUPOBAaHA B COOTBETCTBUU C pe3yIbTaTaMu
o0cenoBaHus.

B 21 mec neBoyka ObUTa KOHCYJILTUPOBaHA HEBPOJIO-
roM. IIpu ocMoTpe oOpaiiana Ha ceOsl BHUMaHUeE 3aiepXKKa
TICUXOPEYEBOTO Pa3BUTHS: SKCIIPECCUBHAS peub — JIETIET,
HECKOJIBKO TTPOCTHIX CJIOB-CJIOIOB, MAHUITYJISITUBHAS JEsI-
TEJBHOCTBH C UTPYIIKaMHU. 3aIep:kKa MOTOPHOTO Pa3BUTHS:
TOJIOBY IIEPXKUT, TTIOBOpaYMBaeTCsl Ha OOK, IepeBOpavrBa-
€TCsI CO CIIMHBI Ha XXUBOT, IIPU TPAKIINM 32 PYKU TPYIIIIH-
pyeTcs, mocaXkeHHasI CUINT, CAMOCTOSITEJIbHO HE CaIuTCS,
MIPY BePTUKAIM3AIMKA €CTh OIopa Ha CTOIIBI, CAMOCTOSI-
TEJIbHO He BCTAéT, He XOAUT. B HeBpoJiornueckom craTyce
CO CTOPOHBI YEPEITHBIX HEPBOB — 0€3 09aroBOI MaTOJIO-
run. OtMmedaeTcsa nuddy3Hass MbIlIeYHast TUTIOTOHUS, TH-
MepMOOWIIBHBIN CMHAPOM B KPYITHBIX 1 MEJIKHUX CyCTaBax,
CYXOXWJIbHBIE peIeKChl 1 HAAKOCTHUYHBIE pedesIeKCH
C BEpXHUX M HMKHUX KOHeYHocTel xuBble, D = S. CHu-
JXeHUe 00bEMa aKTUBHBIX ABIDKCHUM, MIPEUMYIIIECTBEHHO
B BEpXHEM ILIeYeBOM ITosice. JlaHHbIE CUMIITOMBI Xapak-
TEPHBI JISI MUOTIATUYECKUX ITPOSIBICHUIA.

HronpyaTast anekrpoMuorpadus B HACTOSIIEE BPEMSI
He MpoBeJieHa, MPOJ0JIKEHO HabIIoAeHE 32 peOEHKOM.

OnucaHue KnuHu4YecKozo ciy4as Ne 2

Jdesouka b., 2022 r.p., ¢ MYH7-00ycnoBieHHOI
AKMII, npu reHeTM4ecKOM o0OCIE€I0BaHUM KOTOPOI
B MHTpOHE 38 ObIJ1 BLIABIICH de novo BapuaHT ¢.5655+2T7>C

6|b

a — napacTepHasbHas No3unums, AIMHHas ocb JIXK, M-pexum: otmevaetca Anddy3HbIi FTMMOKUHES NepPeropofoUHbIX U HKHUX cermeHToB JTXK;
6 — anuKanbHas YeTbipéXKaMepHas no3uuus, B-pexrm: oTMevaloTcsa gunatauus, SKCLEeHTpUYecKoe peMogenvpoBaHme nonoctu JIXK.

Fig. 2. Patient A. Transthoracic echocardiography.

a — 3arasternal long-axis of the left ventricle. M-mode: diffuse hypokinesis of the septal and inferior segments of the left ventricle is noted; b — B-mode.
Apical four-chamber view B-mode. Dilatation and eccentric remodeling of the left ventricular cavity are noted.

Original investigations
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(chr14:23414005A>G). PebeHok or 3-ii OepeMeHHOCTH
(B aHamMHe3e — aHTeHaTalbHas THOeJb TJI0Aa), 2-X caMo-
CTOSITEJIBHBIX CPOYHBIX PONOB, BeC NpU poxaeHnu 3650 r,
ITMHA Tena 54 cM, omeHKa 1o Anrap 8/9 6amtoB. PanHee
IICUXOMOTOPHOE pa3BUTHE C 3aePKKOIi: B 6 MEC — rOJIOBY
HE IEPXUT, He CAIUTCS, P TPAKIIMKU 32 PYKU — HE TPYyII-
MUpPYeTCsI, Hayaja IepeBOpavYrMBaThCsI Ha OOK, OIOPHI Ha
ctornbl HeT. B 11 mec Hayana caMOCTOSITENIbHO IIepeBO-
paynBaThCs Ha XXUBOT, IIPU OCMOTpPe B 14 Mec caMoCTOsI-
TEJIbHO He CaauTCsl, CUIUT ITOCaXKeHHAs, B peYeBOM pa3BU-
TUU — CJIOTH, «<Ma-Ma».

B HeBpoOTMYECKOM CTaTyce CO CTOPOHBI YEPEITHBIX
HEpPBOB 0YaroBOI IMATOJIOTMU He BbIBIIeHO. uddysHas
MBIIIIEYHASI TUMOTOHUS C COXPAaHHBIMU CUMMETPUIHBI-
MM CYXOXWJIBHBIMA ¥ HAZKOCTHUYHBIMM pediexcamu
C BEpPXHUX M HUXXHUX KOHEYHOCTel, orpaHuYeHue 00bE-
Ma aKTMBHBIX OBIDKCHU. TakuM o0pa3oM, y MallueHTKU
MMEEeTCSI MUOTIaTUYECKUI cuMIITOMOKOMIUIeKe. B 11 mec
MO0 MECTY XWTEJbCTBAa ITPOBEACHA WTOJbYyaTasl 3JIEKTPO-
muorpadusi, BBISIBICHBI IPU3HAKU TIEPBUYHO-MBIIICU-
HBIX U3MEHEHW MBIIII] BEPXHUX Y HUKHUX KOHETHOCTEH
CO CHIDKEHHUEM aMIUIUTYIbl U JJINTEIbHOCTH TOTCHIIMA-
soB nBurareabHbIX equHull (ITJIE) mccinemyeMbIx MBIIIIT
(cneBa mnutensHOCTh [TJIE 5,21 Mc, ammutyna 137 MxB,
cnpaBa — 4,12 mc u 153 MxB) u n3amMeHeHueM TaTTepHa
aKTUBAIIUM IO MUOTIATUYECKOMY THUITY.

HabGniopaeTcss opromenoM IO TOBOAY BallbI'yCHOM
YCTAaHOBKM CTOII, CKOJMOTMYECKOIO THUIIA HaPYIICHUS
OCaHKMU.

CuMITOMBI CEpAEYHON HENOCTaTOYHOCTU BIIEPBBIC
BBISIBJIEHBI Ha 3-i Hemenne XXU3HU, 110 JaHHBIM DxoKI —
nunatauyst JIK co cHmkenneM @B 1o 20%, nosbileHne
ypoBHsI NTproBNP no 4397 nr/mi. beina HauaTta Tepamnus
CepIeYHOI HEeIOCTaTOYHOCTH, 1 BIIEPBBIC B 3 MeC ACBOY-
Ka HarpasieHa B Haml LleHTp mo cucteme TeJeMeaIUITNHEL.
Ilo pesynbraTam oOCIeOOBaHUSI OCTABAJICSI TMOBBILLIECH-
HbeIM ypoBeHb NTproBNP go 1760 mnr/miu. ITo maHHBIM
IxoKTI coxpansmucs punaraumst JIK oo 4 Z-score u JITI
o 2 Z-score, TIOBBIIIEHHAsT TPaOEKYyISIPHOCTh alKalb-
Hbix cermeHToB JIK, cumxenne @B 1o 30% mo CuMricoH.
ITpu nposenenun CM-DKIT BoisiBaecHa O-BOJIHA B TPYI-
HbIX oTBeAeHuAX. [IpoBeneHa Koppekius Tepanuu XCH,
Ha (poHe KoTopoit K 1 rogy 10 Mec oTMEUYeHO CHMXXEHUE
Mapkepa reperpy3ku muokapaa no 124 or/mi; mo 9xoKI'
HOPMAaJIN30BaJINCh Pa3Mephl JIEBBIX KaMmep cepatia (Z-score
JIK w JIIT 1,3), ynydimmiaach COKpaTUTEIbHasi CIOCO0-
HocTb ¢ DB 52%. [1ponoikeHo HabIOAeHIE 32 peOEHKOM.

OnucaHue KnuHu4yecKozo ciy4yasa Ne 3

Manpuuk B., 2013 r.p., y KoToporo Ha l-e cyTku
KU3HU BBISIBIEH HEKOMIAKTHBIM Muokapn u JIKMII.
I'eneTuyeckoe oOcnenoBaHKe BBISIBUIO B 9K30HE 27 reHa
MYH7 de novo BapuaHT ¢.3359 3370dup (chr14:23420214-
23420225dup).

Manbuuk ot 2-i 6epeMEeHHOCTH, MPOTEKAaBIIIeii C yrpo-
3011 mpepbiBaHus Ha 11—12-i1 Henmene, 2-x poaoB Ha 39-i
Henmene. Macca nipu poxaennu 4150 1, niuHa Tena 60 cM,
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olieHKa 1o Anirap 7/7 6aioB. PanHee MoTopHOE pa3BUTHE
C HE3HAYUTENILHOM TeMIToBoI 3anepxKoii. C 4 net HabJ10-
JTaJIcsl OPTOIIEIOM T10 TTIOBOAY HapyIIIEHHST OCAaHKH.

ITo pesynpratam npeactaBieHHBIX OxoKI B 9 1 10 et
COXpaHSJICSI HEKOMIAKTHBIN MUOKap 0e3 yKa3aHUs COOT-
HomeHus, nuiaatanus JI2K 1 oboux npencepanii, CHIXe-
Hue @B no 45%. 1o npencTaBieHHBIM JaHHBIM, MaJIbYMK
MojyJaJl MEIMKAMEHTO3HYIO TEpamuio B COOTBETCTBUU
C KIMHUYECKMMU peKoMeHmauusMu mo JjedyeHuio XCH
y IETEH.

PerynspHo HaOmomascss HEBPOJIOIOM, IIPOBOIUIACH
BepudUKalMs IUarHo3a, 3a BpeMsl HAOJIOACHMSI OTMeda-
JIOCh OTHOKpaTHOe moBbIiieHne ypoHs KDOK mo 2 Hopwm.
Uronpuaras snexrpomuorpacdus B 10 jeT rmokasaja nmpu3Ha-
K1 YMEpEHHOI TUCHYHKITUU 1A peroneus U HE3HAUNTEILHON
nuchYHKIMU na tibialis IO TUIy aKCOHONATUM (MOTOPHBIE
BOJIOKHA), CEHCOPHAsl TPOBOAVMOCTb HE HapyIIIEHA.

B 11 ner Bnepsbie HampasieH B LleHTp, mpoBeneHO
MPT wmpi (puc. 3) — KapTuHa OmIaTepaibHOM aTpohun
MBI OeJpa ¢ HEpaBHOMEPHOI XUPOBOH MHBOJIOLIUEH,
OoJsiee BBIpaXkeHBl M3MEHEHMSI 3amHEil TPYIIIbI MBIIIII,
MHWHHUMAJIbHO BU3YAIM3UPYETCsl OMlaTepaibHast aTpodhust
MBI C HEPABHOMEPHOM XXM POBOM MHBOJIIOLIMEH B IIEPEI-
Hell TpyIINe MBIIII TOJIEHU (3aTPOHYTHI OOJIbIIIeOepIIOBast
1 Majo0eplIoBasi MBIIIILI M CTUOATEIN MaIbIEB CTOIIBI).
Hesposnornueckuii oCMOTp: YepenHble HEPBHI O3 oyaro-
BOI1 marosioruu. B nBurarenbHoit cdepe: 00bEM MmaccuB-
HBIX ¥ aKTUBHBIX IBMXKCHUI HE orpaHUYeH. MBIIICUHBIN
TOHYC CHIKEH B pyKax U Horax. MbIIlIeuyHast cuia B BEpX-
HUX KOHEYHOCTSIX CHUXXEHA, JOCTOBEpHO N0 3—4 Gaios,
B HIDKHUX KOHEYHOCTSIX — 10 3 0a/UIOB B IMCTaJIbHBIX
oTmesax, 10 4 0aJI0B B MIPOKCUMAaNIBHBIX oTaeaax. He Mo-
KET XOIWTh Ha MaTKaxX. CyXOXWIbHbIe pedIeKChl ¢ PyK
PaBHOMEPHO CHMXXEHBI, KOJICHHBIE — C ABYX CTOPOH OT-
CYTCTBYIOT, aXWJIJIOBBI — BhI3bIBaloTCsI, D = S. KioHy-
coB croIl HeT. [laTomornyeckue CTOMHBIE CUMIITOMBI OT-
punateabHble ¢ 2 cTopoH. BplomHbie pediekchl KUBbIE.
HcnoneayeT npuémel ['oBepca mpu BepTUKaIU3aUU (He
MOXKET CAMOCTOSITEIbHO TIOTHSTHCS C IT0JIa U3 ITOJIOXKESHUS
nexa/cunst). [lomHuMaeTcs mo JIECTHUIIE, OMUpasch Ha
nopydeHb. [Toxogka — crenmax. ['pyObIX KooparmHaTOP-
HbIX HapylieHui HeT. [1anble-HocoBYIO ITPOOY BBIMOJHS -
eT ¢ JIErkoit nucMmeTpueil. HapyineHuii 4yBCTBUTEIbHOCTHU
HeT. TazoBbie GyHKIIMM HE HAPYIIEHBI.

B namem lleHTpe mpoBeneHa urojibuatasi 3JeKTpO-
muorpacdus (puc. 4): TIpU UTOJIBIATOM HCCIICIOBAHUM Jia-
TepaJlbHOM TOPLIMKU UYETHIPEXTJIABON MBbIIILbI Oeapa cie-
Ba 3apeructpupoBanbl [IJE co cpegHeil nauTelIbHOCTBIO
7,1 mc (Hopma 9,3 Mc), T. e. cHikeHue Ha 23,7%. Jomu-
Hupytot I1/1E ¢ nocTtoBepHO YKOPOUEHHOM IJTUTEILHOCTBIO.
Cpennsst amrumntyna — 489 MxB, cpenHee unciio ¢as 4, mo-
nudaszubix [TJE — 15%. B nokoe crioHTaHHAasi aKTUBHOCTD
He BbIsIBJIcHA. [1pu rpoBeneHN TypH-aMILTUTYIHOTO aHa-
Jnu3a Gojiblie MojoBUHBL (60%) MONMydeHHBIX 3HAYEHUI
pacrnojoXeHbl BHE HOPMATUBHOM OOJIaYHOI AuUarpamMMbl.
IlarrepH pexpyrupoBanus IIJIE B kaxmoil ucciiemoBaH-
HOM MBIIIIIE — TOJHBIN (Tadm. 2). BeIgBIeHHbIE TpU3HA-
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Puc. 3. MPT mbiwiy nayveHTa B., akcnanbHasa npoekuyus.

a— pexumT1, 6egpo; 6 — MPT-pexum C noAaBieHneM CUrHana oT X1poBoii TKaH, 6eapo; 8 — pexnm T1, roneHb; 2 — MPT-pexunm ¢ nopasieHnem
CUrHana OT XXMPOBOW TKaHW, FONIeHb.

Fig. 3. Patient V. Magnetic resonance imaging of the muscles.

a — axial T1, thigh; b — MRI mode with signal suppression from fat tissue, thigh; c — T1 mode, lower leg; d — MRI mode with signal suppression from fat
tissue, lower leg.
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Puc. 4. dnekTpomuorpamma narepanbHoi nopunn
YyeTblipexrnaBoil MbiwwLbl 6egpa nauvieHTa B.

a— NAE; 6 — pacnpegenexune gnutenbHoctu MNAE; 8 — 3aBucu-
MOCTb AnuTenbHocTb—amnnutyaa NAE; 2 — obnayHas guarpam-
Ma npy NPOBEAEHNN TYPH-aMMIUTYAHOrO aHanu3a (250 mc).

Fig. 4. Patient V. Electromyography of the vastus
lateralis muscle.

a — motor unit action potential (MUAP); b —distribution of
MUAP duration; c — MUAP duration-amplitude dependence;
d — cloud diagram during turn-amplitude analysis (250 msec).
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Ta6bnuua 2. UHTepnpeTauusa AaHHbIX 3/IeKTPOMUOrpaMmbl NayueHTa B.

Table 2. Interpretation of electromyogram data of patient B.
ITapametp
Parameter

DubpuAms
Fibrillations

IonoXuTeabHbIE OCTPBIE BOJHBI
Positive sharp waves
DacuuKyaaun

Fasciculations

Awmruutyna [TIE
MUAP amplitude

HmutensHocts [TIE
MUAP duration

TMomadaszus ITE
MUAP polyphasia

Bun nnTepdepeHIIMOHHOTO aTTepHa
Interference pattem type

[TarTepH MbIIILLIBI
Muscle pattem

Note. MUAP — motor unit action potential.

KU yKa3bIBalOT Ha MBIIIECYHBIM TUIT TIOPaXeHUs (CPEIHSs
mutenabHocTh [T1E 3HauMMo cHUKeHa, Tpy TYpH-aMILIU-
TYIHOM aHaJii3e OOJIblle IMOJOBUHBI 3HAYEHUI pacroJio-
>Ke€Hbl BHE HOPMAaTMBHOM 00JIAYHOI IMarpaMMBbl, BO BCeX
TECTMPOBAHHBIX MBIIIIAX NaTTepH pekpyrupoBanus ITIE
moyHbI). [Ipr 3TOM CKOPOCTh pacipoCTpaHEHHs BO30YXK-
JEHUS 110 TiepreprIeCKIM HepBaM HOT He CHIDKEHa.

PeGEHOK KOHCYIbTUPOBAH TE€HETUKOM: IO pe3yJib-
TaTaM KJIMHUKO-aHAMHECTUYECKUX HAHHBIX BBISIBJICHBI
MYH7-00ycnoBiaeHHas: MUOMNaTUsI, ayTOCOMHO-IOMMU-
HaHTHasi, B YaCTHOCTU, AUCTaJIbHasi mMuonaTtusi JIauHra
(OMIM #160500).

ITo pesyiabraraM oOC/enoBaHMS B KapauOJIOIMYeCKOM
otnenenun LleHTtpa B 11 JieT oTMEYeH HOpMAJIbHBIM YPOBEHb
NTproBNP (12,7 nir/mia). ITo OxoKI' BbIsIBIEHBI TTPU3HAKHU
HEKOMITAaKTHOTO MMOKap/a alluKaJIbHbIX U CPETHUX CETMEH-
0B JI2K B cooTHOIIEHNM 22:6 MM, cheprUIHOCTH ITostocTr JIZK
(uHpexc chepuyHoctu 0,9), MorpaHUYHBIN pa3Mep MOJIOCTU
JIX (Z-score = 2), camkenne ®B mo Cumricon 1o 43%,
Jquactonryeckast fuchyHKIus no 1-my tumy (puc. 5, a, 6).
ITo pesynbraram CM-BKI' oTMeueHa CKIIOHHOCTb K Taxu-
Kapauu, O-BoJTHA B OOJIBIIIMHCTBE OTBEACHMIA, 3HAUMMBIX Ha-
pYLIEHMIA pUTMa Cepalia U May3 pUTMa HE PErMcTpUpoBa-
noce. [Iposeneno MPT cepaua (puc. 5, 6), oATBEpIUBILIEE
HEKOMITAaKTHBII MMOKAapIl, CHIDKeHUE (DYHKIIMOHAIBHBIX
napamMeTpoB 06oux xemnynodkos (PB JIK = 39%, mpaBoro
Xenynmouka — 51%), TUITOKMHE3 TTeperopoaKy Ha BCEM IPO-
TSDKEHWH, 30H (hnOpo3a He onpenesisiiock. [lonqpocTky momno-
OpaHa Tepanusi CepIevYHOl HEeIOCTaTOUHOCTH, MPOIOIKEHO
JIMHAMUYECKOE HAOMIOAeHKE 32 MAJTbUUKOM.

O6cyxaeHne

Kak onun u3 npeo6naz[a}omﬂx BapvaHTOB pEMOIECIN -
poBaHUA WIaTallMOHHBIA (beHOTI/IH aCCOIMMUPOBaH C BbI-
COKOIt 3200J1eBa€MOCThIO U CMEPTHOCTLIO, UTO Tpe6yeT €ro
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3HaueHue
Value

Her
No

Hert
No

Her
No

B HopMme
Normal

3HAYNTENLHO yMEHBIIEHA
Significantly reduced

VYMepeHHast
Moderate

HachwieHHbIit
CHVKEHHBIT
Discrete

MuoreHHBbII
Myogenic

TIIATEJILHOTO M3ydeHus [3, 25, 26]. ComnracHo OCIeTHIM
HCCIIeIOBaHUSM, HaCJeACTBEHHbIE (haKTOPhl OTBETCTBEH-
HbI 6oJiee yeM 3a 30% ciyyaeB 3a00JieBaHUs, IIPY 9TOM OC-
HOBHYIO POJIb UTPAIOT MaTOr€HHbIE BApUAaHTHI TEHOB Cap-
KOMEepPHBIX 0eJKOB [2, 3, 27].

T'en MYH7 pacnonaraercss Ha 14-ii xpomocowme,
conepkUT 40 5K30HOB U KOAMUPYET P-TIXKENYIO LIEMb
MMO3UHA, 00eCNeYnBaIOILYI0 CEPAECYHbIE COKPAIIEHMUSI.
Ero Myrauuum HapymalooT paboTy capkKoMmepa, MpUBO-
ISl K MUOKapAauaibHOi auchdyHkuuu [27—29]. Uccue-
JIOBaHMSI CPEeIM B3POCIBIX OOJBHBIX ITOKa3bIBAIOT, UTO
MYH7 numupyeT cpeau TeHOB, BbI3biBaromux KMII
(okono 35% caydaeB), 3aHMMasl LEHTPAJIbHOE MECTO
B IMarHoctuyeckux aiaropurmax [4, 29, 30]. Hpyrue
paboThl, MPOBEAEHHBIC BO B3POCJION MOMYJISILMU, Ie-
MOHCTPUPYIOT MEHBIUYIO IIPEACTABIEHHOCTh BADUAHTOB
BreHe MYH7 (meHee 10%), Ha3biBast 6ojiee pacpocTpa-
HEHHBIMUA BapuaHThl B TeHax TTN (mo 20% cnydaes)
u LMNA (10—15%) [3, 8, 31—33]. OnHako Iojy4yeHHbIe
HaMM JaHHBbIE BBISIBUIIM CYIIECTBEHHOE OTJIWYME B Ie-
HeTUYeCKOM JaHamadre y nereit — 6onee 40% ciyva-
€B ObLUIM OOYCJIOBJIEHBI ITATOTeHHBIMU BapUaHTAMU Te-
Ha MYH?7, 4yto mpeBblllIaeT MOKa3aTelu, OIMCaHHBbIE
B nurteparype. bonee yem y 80% Hammx IanueHTOB
3a00JieBaHME BBISIBJIEHO Ha 1-M roay xku3Hu. IToaydyeH-
Hble JaHHbIE MOTYT TOBOPUThL O OoJjiee paHHEM nebroTe
MYH7-06ycnoBineHHbix KMII, yto nmoguyé€pkuBaeT 3Ha-
YUMOCTb paHHe# nuarHoctuku KMIT u HeobxoauMocTh
TIATEJIbHOT'O BpauyeOHOI0 KOHTPOJIS 3a IeTbMU PAHHETO
BO3pacra.

Yacrora ceMmeliHbix ¢GopM MYH?7-00ycloBAeHHOM
OKMII y neteit cocraBnsieT 38%, 4TO corjacyercs ¢ Co-
BPEMEHHBIMU TIPEACTABICHUSIMM O KJIIOUEBOM POJIU Ha-
CJIECTBEHHOCTH B Pa3BUTHUM 3a00jeBaHMsS. DTOT IOKa-
3aTelb B JETCKON MOIYJSILIMU BbIlIe, YEM Y B3POCJbIX
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a, 6 — TpaHcTopakanbHasa IxoKI: a — B-pexunm, anvkanbHasa YeTbipéxkamepHas no3nuyus; 6 — moanuduLMpoBaHHasa TpéxKaMmepHasn NMo3nLmaA C akLeHTOM
Ha BM3yanu3auuio TpabeKynApHOCTM CPeAHUX 1 anuKanbHbIx cermeHToB JIXK ¢ dopmrpoBaHrem rnybokmx fakyH (yKasaHbl cTpesikamu), Aunatawmio

nonoctn JI?K; 8 — MPT ceppua.
Fig. 5. Patient V. examination.

a, b— transthoracic echocardiography: a — B-mode, apical four-chamber position; b — modified three-chamber position with an emphasis on
visualizing the trabecularity of the middle and apical segments of the LV with the formation of deep lacunae (indicated by arrows), dilation of the LV

cavity; ¢ — cardiac MRI

(20—25%) [26], uTO, BEPOSITHO, CBUAETEIBLCTBYET O OOJIb-
el reHeTU4eCcKol OOYCJIOBJIEHHOCTU Yy AeTeil. BaxkHo
OTMETHUTh, YTO BO MHOTUX CEMbSIX HAOIIOIATNCh HETIOI-
Has TICHETPAHTHOCTh ¥ BaprabeTbHast 9KCIIPECCUBHOCTD,
YTO 3aTPYIHSET TMATHOCTUKY M TPeOYyeT pacIIMpeHHOTO
CKpMHMHTA OaXe y OCCCMMITOMHBIX POICTBEHHHKOB.
ODTU BBIBOABI COTJIACYIOTCA ¢ peKoMmMeHmanusmMu EBpo-
MeficCKOro o0ImecTBa KapauoOJOroB IO BeICHUIO HACICI-
ctBeHHBIX KMIT [3].

AKMII TpagMLIMOHHO XapaKTepU3YEeTCsl Mporpec-
cUpyIOIIMM TeueHuWeM ¢ pasButueM XCH, dvacTeiMmu
APUTMUSIMU U BBICOKUM PUCKOM HEOJIArompUSITHHIX MC-
xomoB [3, 7, 31]. OmHako B HalleM HCCIEIOBAaHWU IIa-
LIMEHTbI C MaTOTeHHbIMU BapuaHTaMu B reHe MYH7 Ha
¢boHe amexkBaTHOII MemmKamMeHTO3HOU Tepanmuu XCH
MIPOIEMOHCTPUPOBATI OTHOCUTENIFHO OJIarONPUSITHYIO
IWHAMUKY. HOpManm3oBajics pasmep JI2K, ymydmm-
JIach COKpATHUTEIbHASI CITOCOOHOCTh, CHU3UJICS YPOBEHb
NTproBNP, He perucrpupoBajloch KJIMHUYECKM 3Ha-

Original investigations

YUMBIX HApyIICHW CEepIeYHOrO PUTMa, a TaKXKe BBICO-
Ky10 5- u 10-71eTHIOI0 BEIXKMBaeMOCTh. Hammm maHHbIe co-
IJIACYIOTCSI C pe3yJIbTaTaMM MccliemoBaHus 147 B3pOCIIBIX
MalyeHToB, Ie ObUIO MOKa3aHo, 4yTo y 18% malueHTOB
3a00JieBaHKE BIIEPBBIE MTPOSIBUIIOCH 10 18 JleT, mpu aTOM
TedeHue OOJIE3HW XapaKTepH30BaJIOCh OTHOCHUTEJHHO
01aTOIPUSTHBIM TIPOTHO30M, YacTOTa XKN3HEYTPOXKAIO-
LIMX apUTMUI ObUTa HU3KOM (10 2%), a y MHOTUX MMaleH-
TOB HAOJIIOAAI0Ch 0OpPAaTHOE pa3BUTHE PEMOIETNPOBAHUS
Muokapaa [34]. DTy maHHBIE TTO3BOJISIOT TIPENTIOIOXKNUTD
CylIecTBOBaHUE 0ojice MOOPOKAYeCTBEHHOIo (heHOTHIIA
3a00JieBaHUsl y TIALIMEHTOB ¢ BapuaHTaMu B reHe MYH7.
Ha ocHOBaHMUM perucTpupyeMoro B TeUeHHE 5 JIET yBe-
mmyenust gunatauyu JITT MoXXHO MTPeAITooXUTh, YTO He-
KOMITIAaKTHBIN MHOKap.I BEICTYIIAeT B POJIM (haKTopa, IIpo-
BOIIMPYIOIIETO HApPYIICHUS MUACTOINYECKON (PYHKIINHU
B OTTAJIEHHOM TIepHUOJE.

R.H. Pignatelli u coaBr. coobiiaioT, uro y 25—40%
nereri ¢ MYH7-o6ycnosnenHoit JIKMII oOHapyxuBaeTcs
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HEKOMIAKTHBIN Muokapn [35]. Hame uccnenoBanue mno-
Kazajio 6ojiee 4eM 85-TIPOIIEHTHOE COYeTaHWE MUJIaTallM-
OHHOTO (DEHOTHIIA ¢ TIPU3HAKAMU HEKOMIIAKTHOCTH.

CornacHO JaHHBIM JTUTEPATYPhI, TATOTCHHBIC BapHaH-
Tbl TeHa MYH7 MOTYT NpUBOIMTb KaK K U30JIMPOBAHHbBIM
MMOIIATHUSIM, TaK ¥ K MX COYETAHUIO C PA3TMIHBIMU (DeHO-
tunamu KMII, ipu 3TOM GOJBIIMHCTBO MUOMATUYECKUX
GopM accouMMpoBaHbl ¢ MyTallUsIMU B 3K30HaX 35—38
[14—18]. B nameit padote BoisiBiieHbI 3 cirydast KMII ¢ He-
OJHOPOAHOM HEBPOJOTUYECKON CUMITTOMATUKOM, YTO, BE-
POSITHO, CBSI3aHO C Pa3HOU JIOKAIMU3aLUEN MyTalluil B re-
He (3k30HHI 13, 27 1 uHTpOoH 38) M MX TUIIOM (MUCCEHC,
OYTUIMKAIIAS W CIUIAMCHHT). Y TallMeHTa ¢ BapUaHTOM
B 9k30He 27 TteueHue KMII Ob110 Oonee MATKMM, TOTaa
KaK y IBYX IPYTMX IeTei C MyTallusIMU B 9K30He 13 1 UH-
TpoHe 38 mpeobianany NposIBICHUS CepASYHOM HeToCcTa-
TouHOCTH. [TomoOHBIE Ciydan TpeOYIOT MyJIbTUIUCITATLIM -
HApHOTO TOIXoda K TWAarHOCTUKE M JICYCHUIO 3a00JIeBa-
HUS y OETEN.

3aknouyeHne

WccnegoBaHue nMoaTBepKAAET BaAXKHYIO pOJib BapuaH-
toB reHa MYH7 B pazsutun JAKMII y nereit. MYH7-06-
YCIIOBJICHHBIE (OpMBI  3a00JI€BAaHUSI XapaKTePU3YIOTCS
pPaHHUM JE0I0TOM, YaCThIM COYETAHUEM C HEKOMITAKTHBIM
MUOKapAOM, OTHOCUTEIBLHO OJIarONpUSITHBIM ITPOTHO30M
IpY MEAMKAMEHTO3HOM JiedeHH. OMHAKO TAIlUeHTHI C My-
TaUMSIMKA B 9K30HaX 19—23 yaie HyXIaroTcs B XUPYpru-
YeCKOM KOppeKLIMU MUTPAJIbHON HemocTtarouHocT. CBO-
eBpeMEHHAsI MOJICKYJISIDHO-TeHETUIeCKass JIUarHOCTHKA
TO3BOJISIET HE TOJIBKO BEpUDUIIPOBATH TUATHO3, HO U IIPO-
BOIUTH PaHHUI CKPUHUHT CPeI POACTBEHHUKOB, IIPOTHO-
3UPOBaTh TCUCHUE OOJIE3HN ¥ OITUMU3UPOBATh TAKTUKY Be-
JIeHUs MalreHTOB. BaXXHbIM aceKTOM SIBJISIETCS] CUCTEMa-
TU3aLMS KIIMHUKO-TEHETUYECKUX XapaKTEPUCTUK, KOTOpast
CO3[aET OCHOBY IS pa3pabOTKU IepCOHATU3UPOBAHHBIX
noaxomoB K Tepanuy. Hammaue s3kcTpakapauaIbHBIX IIPO-
saBiaeHud npu KMII gukTyeT HE0OXOAMMOCTh KOMILIEKC-
HOTO MEXIUCIUIIMHAPHOTO HAOMIOACHMS 3a ITAllUeHTaMH.
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