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ITo knaccupukanuu KApIMOMHONIATHS MOXKET ObITh CEMEiiHOI U HeCeMeiiHOI, YTO 0TPaKAaeT HE0OXOAMMOCTb H3yYeHHUsI TeHeTHYe-
CKHX OCHOB 3200ieBaHus. B cTaThe onucan KIMHUYECKUIi cirydaii cemeiinoil (hopMbl HEKOMIIAKTHOH KapIMOMHONIATHU B COYETAHUN
¢ AuiaTanuoHHoi Kapauomuonatueil. IlpencTaieHbl 1aHHble 3XoKapAuorpaduu U MATHUTHO-Pe30HAHCHOI Tomorpadun. [na-
THO3 MOATBEPK/IEH Pe3y/IbTaTaMi FeHeTHYeCKOro MCCe0BaHus, BbisiBjeHa MyTaius B rene MYH7 p.11e201Thr B rerepo3urotHom
COCTOSIHUM, CBSI3aHHAS C PA3BUTHEM HEKOMIIAKTHOIM KAPMOMUONATHY W TUIATAINOHHOM (hOPMBI KAaPIHOMUONATHH.
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Cardiomyopathy (CMP) is classified into familial and non-familial, which reflects the need to study the genetic basis of the disease.
The article describes a clinical case of a familial form of non-compact cardiomyopathy in combination with a dilated form of car-
diomyopathy. The article provides data of echocardiographic and MRI studies. The diagnosis was confirmed by genetic research,
there was revealed a mutation in the MYH?7 gene p.I1e201Thr in a heterozygous state, which is associated with the development
of non-compact cardiomyopathy and dilated form of cardiomyopathy.
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Kap,Z[I/IOMI/IOHaTI/H/I — TpyMIia TeTeporeHHbIX 3abose-
BaHUW, XapaKTePU3YIOLIASICS MATOJIOTUEN MUAOKapaa
C €ro CTPYKTYPHBIMU U/WIN DYHKIUOHAJIBbHBIMU Hapy-
IIEHUSIMU, HE OOYCIOBJICHHBIMU HILIEMUYECKOUN 0Oose3-
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HBIO CEpAllAa, apTepUaIbHOU TUIlepTeH3Wel, KJIamaH-
HBIMU MOPOKaMU U BPOXICHHBIMU 3a0osieBaHUSIMU [1].
CormacHo kinaccudukauu BceMupHOI opraHuzanum
3IPaBOOXPAHEHUS BBIACISIOT 4 OCHOBHBIX THIIA Kap-
NTUOMMONATHI: AWIaTallMOHHAsi, TUIepTpoduIeckas,
PECTPUKTUBHAs M apUTMOTEHHAasl TPaBOXeTyI0YKOBast
KapauoMuonatus. B ocHOBe Kaxkmoil (hOpMBI JIEXKUT
MopaxXeHue CepAeIHON MBIIIIIHI.

JlunaTalimoHHast KapIMOMMOTIaTHsST — caMasl pacrpo-
cTpaHeHHas1 hopMa KapaIuOMHUOIATHII KaK Yy B3POCIBIX,
Tak U y JeTeil. 3abomeBaeMocTh B EBporie cocrtaBisieT
5—7 noBbix ciydyaeB Ha 100 ThIC. HacesleHUs BTO. Y fAeTeit
MepBOTO TONIA XKM3HW OTMeUueHa HauOOoJbIIas pacrpo-
CTpaHEHHOCTh 3abojieBaHUsI TIO CPaBHEHMIO C JETbMU
crapmiero Bospacta: 4,4 npotuB 0,34 nHa 100 TBIC. OET-
ckoro HacesneHus [2, 3]. [lo qaHHBIM TUTEpaTYpPhI, CpEeaU
KapIMOMMOIIAaTUI JIETCKOTO BO3pacTa AWIaTallMOHHAsT
dopma cocrasnger 58%, runeprpodpuueckas — 25,5 %.
TpeTbeit IO YacTOTe SIBJISIETCS CUHIAPOM HEKOMIIAKTHOTO
MMOKap/a JIEBOTO XKeJyIouKa, cocTaBsist 9% [4].

IMo sTroNOTMM AWIATALIMOHHBIE KapIUOMUOIATUU
OTHOCSIT K CMEIIaHHBIM (popMaM, BO3MOKHBI TIpHOOpe-
TEHHBIE U HACJIECTBEHHbIC TTPUIMHEI 3a00J1eBaHMUSI.

HacnencrBeHHble (ceMeiiHbie) (DOPMbI BBISIBISIIOTCS
B 20—34% cnyuaes [2, 5]. K npyrum mpuauHHBIM (hak-
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TOpaM OTHOCSITCS ayTOMMMYHHBIE MEXaHU3MbI, OOMeH-
HbIe HApYIIIeHUsT B OpraHU3Me, CUCTeMHbBIE 3a00JIeBaHUS,
BUpYCHBIE WHMEKIIMU. Y OONBHBIX C AUIATALIMOHHBIMU
KapauoMuonatuaMu B 42—56% caydaeB OOHapyXKu-
BalOT aHTUTENIa K KapAWUOTPOITHBIM BUpPycaM, OCOOEHHO
K sHTepoBupycam Kokcaku rpynmel B, a Takke sHTe-
poBupycHyto PHK B Muokapme, 4To CIyXXUT KOCBEH-
HBIM TIOKa3aTejieM CBSI3M KapaIUMOMMOIIATUM C BHUPYC-
HoIT mHMekyei [6, 7]. BonbIIMHCTBO MccaemoBaTeNei
CKJIOHSTIOTCS K MHOTO(DaKTOPHOMY TeHe3y 3aboyieBaHusI.
B coBpeMeHHOIT MeaWIIMHE IJIsST YTOYHEHMS MaToreHes3a
KapaIWOMUOIIaTHI BCe Yallle UCTTONb3YIOT METOABI MOJie-
KYJIIPHOI OMOJIOTUM U TEHETUKMU.

IMpuBoaMM omnucaHWe OBYX KIMHUYECKHUX CIIydaeB
POIHBIX CECTEp U3 COOCTBEHHOM MPaKTUKU.

Knunnyeckwii cayyaii 1. leBouka M., 13 net. 3 anam-
He3a M3BECTHO, YTO B Bo3pacTe 3 JieT moTepsijia CO3Ha-
HUE TIpYU B3SITUU KPOBU M3 Maiblia, IOCJe 4Yero ObLTa
npoBeneHa sxokapauockonus (Dxo-KC), BbIsIBIEHO
OTKpbITOe OBajbHOE OKHO (OOQ), 10XHBIE XOPIbl
sneBoro xenymouka (JIXJIK), KoHeuHbIli nuacToinye-
ckuit pasmep (KJIP) 34 MM, KOHEUHBII CUCTOJIMYECKUIA
pazmep (KCP) 21 mMm. B mapte 2015 . B Bo3pacTe § ser
Mo JaHHbIM aJyekTpokapauorpadun (BKI) BoissBICH
MpeACepAHBIA PUTM, YacTOTa CEepACYHBIX COKpallleHW
(YCC) 60—85 ym/MuH, HOpMaIbHasl 3JIEKTpUIecKast OCh
cepama (D0OC); Dxo-KC — KIP 41 mm, KCP 28 mwm,
dpaxuust Beiopoca (PB) 60%, mponaric MUTPaBHOTO
knaraHa (ITMK) I cremenu. OcmoTpeHa KapanojoroM
MOJUKJIMHUKN JIeTCKO pecryONMKaHCKOM KIMHUYE-
ckoii 6osbHUIIEL. C yueToM kanob Ha ObICTPYIO yTOMJIsIE-
MOCTh, 0OOMOPOYHOE COCTOSTHHE B aHaMHe3¢ HallpaBlicHa
Ha cTallMOHapHOe JieYeHNe B KapIUOPEBMATOJIOTMYECKOe
otnenenue JIPKb ¢ nuarHo3om: BTopuuHasi Kapanoauc-
Tpodus. Ilocie KOMIUIEKCHOTO KJIMHMKO-J1abopaTop-
HOTO M WHCTPYMEHTAJIBHOTO OOC/IeHOBaHUs BBICTABJICH
JIMarHO3: BTOpUYHAsE MUoKapauoauctpodus. Cutyaun-
OHHBbIe CUHKOITe. MaJible aHOMaJIMu pPa3BUTHUS Cepilia
(IMMK T crenenu JIXJIZK). [Tonyuana neyeHue: Tpume-
Ta3uAWH, Moaua Kanus, KyaecaH. B TedeHue roma mocie
BBITTMCKY CHMHKOTAJIbHBIE COCTOSTHUS HE TIOBTOPSUTUCH.

OuepenHast rocruTanu3anus B abrycte 2016r,
Ha Ox0-KC BbISIBJIEHBI CHUXEHME COKPATUTEIbHOM
CIOCOOHOCTH MUOKapaa JeBoro xenymnouka (OB 58%),
nunaramnust JgeBoro xenymouka (KIAP 49 mm, KCP
32,8 mm). JIXJIZK. BriepBbie BbICTaBJI€H AMArHo3: IuJia-
TallMOHHAs KapaAWOMUOIIATHsI, HEIOCTATOYHOCTh KPOBO-
oopamienust I crenenn (HKO). Haznauensl aHananpu
2,5 mr/cyT 1 BepoimnupoH 50 MT/CyT, TpoIoKeHa Kap-
nroMeTabomyeckas Tepanus. B panbHeileM aeBOYKa
HabJI0/1a1ach y KapIMoJIora Mo MECTY XXUTEbCTBA.

B 2018 . Ha Ox0-KC BbISIBIEHB HE3HAYUTEIbHOE
CHUXXEHUE COKPATUTEJbHOW CIIOCOOHOCTHM MUOKapaa
neBoro kenynouka (OB 58%), He3HauuTeNbHAs AWIa-
tamus yieBoro xenymouka (KJAP 49 mm, KCP 32,8 mm),
JIXJIK. Hampasnena Ha rocnuranusanuio B JIPKB.
ITo pesyasraTaM  XOJTEPOBCKOTO  MOHUTOPUPOBA-

Caovikosa JI. Y. u coasm. CemeitHast hopMa IUIaTallIOHHOM KapANOMUOTIATHH

Hust (XM-OKT') — cunycoBblit putMm co cpenneit HCC
88 yn/mMuH, nupkanHeiii nipodpunas YCC ycuaeHHBIH,
yCWJIeHa YyBCTBUTEJIBHOCTH pPUTMA CHMITATUYECKUM
prustHUSAM. [lo pesynbrataM BeIO3PTOMETPUM — TOJe-
pPaHTHOCTb K (u3nYeckoil Harpyske cpenHsiss. Hapy-
IIEHWsT pUTMa W TIPOBOAMMOCTH HE 3apeTHCTPUPOBAHO.
Tepanust mpomosikeHa B TIpexkHeM oObeme. B Bospa-
cre 12 ner Ha XM-DKI' — HeperyasipHbIii CUHYCOBBIN
PUTM C YaCTBIMU BMU301aMU CHHYCOBOM OpaguapuTMUN
u cuHoatpuanbHoit 6okansl 11 crerienu. [ns nanbHei-
1mero oocyieIoBaHUsI BHOBb TOCITUTAIM3UPOBAaHAa B Kap-
IuojloTuIeckoe oTmeneHne. [lo maHHBIM JTabopaTop-
HBIX MCCIIeIOBaHUI: (PYHKIIMOHAIBHBIE MPOOBI MeYeHU
¥ TIOYeK B TIpeleiaXx HOPMBI, KpeaTWHMOCHOKMHA3A
(KDK) 324 E/n (Hopma o 190 E/m), N-KoHIIeBOI1 mpen-
IIECTBEHHUK MO3TOBOTO HATPUIYPETUYECKOTO TETTHAA
(NT-proBNP) 17,96 nr/man. Ha XM-DKI BwisiBICH
¢deHomeH ykopoueHHoro mHtepBasia P—Q. Ha Dxo-KC
DB 52%, munatauus nesoro xemymouka (KAP 50 mwm,
KCP 37 mm), nteBoe tipeacepaue He yennueHo, HMK 1—
I crenenn JIXJIK.

IMpoBemeHO MOJNEKYISIPHO-TEHETUUECKOE WCCIIEI0-
BaHMe, oOHapyxkeHa MmyTaiust B reHe MYH7 p.11e201Thr
B TE€TEPO3UTOTHOM COCTOSTHUU. JIaHHBIN BapuaHT OTHO-
CUTCS K TaTOTeHHBIM, CBsSI3aH C pa3BUTUEM JWJIaTa-
IIMOHHOW KapAWOMUOIATUA W HEKOMITAKTHBIM MUO-
KapJOM JIEBOTO KeNymodka. AMOYJIaTOPHO TpOBeIcHa
MarHUTHO-pe3oHaHcHast Tomorpadus (MPT) cepaua
C KOHTpacTUpOBaHUEM (CM. PUCYHOK, a). Mexkenynod-
koBast neperoponaka (MXKIT) 5—5,2 MM, 3aaHss cTeHKa
neBoro xkenynouka (3CJIK) 4 mm. KIIP 5,1 cm. dpak-
st BeIOpoca JieBoro xenynouka 50% (Hopma 50—76%).
Koneunbrit nuacronuueckuit oobem 106 M. Ymap-
HbIE 00beM 53 M. KOHEYHBIN CUCTONMYECKUIT 00beM
52 ma. Macca muokapaa jeoro xenayaouka (MMJIZK)
631 OTHONIEHWEe  KOHEYHOTO  JHACTOJNIESCKOTO
obbeMa Kk rmuonianu nosepxHoctu Tena (KAO/TIIT)
81 mu/m? (Hopma 57—108 mui/m?). OTHOIIEHHE KOHEY-
HOTO CHCTOJIMYECKOTO 00beMa K TUIOIIaIN TOBEPXHOCTH
tena (KCO/IIIIT) 40 mu/m? (Hopma 16—42 mi1/m?). TIpa-
BBIM KeymoueK: ToiuHa cTeHKu 2—3 mm. @B mpa-
Boro xenymouka 70% (Hopma 55-71%). KoHeuHbIit
INACTOJINYECKUIT 00beM 78 MJI. YmapHBI 00beM 55 ML
Koneunsiit cucronnueckuit oovem 22 mua. KAO/IIIIT
59 mu/m? (HopMa 57—109 mu/m?). B pexxume T2 oTHOIIIE-
HUe CUTHAJIOB MUOKapj/ckeneTHass Mmbia 1,4 (Hopma
no 1,8) — 30H oTeka MMoOKapaa JEBOTO Keaynouka
He BBISIBIIEHO. JIeBBIi xkeTymouek: popma mojioctu cde-
puYHasi, OT YPOBHSI 0a3abHBIX TepeaIHeO0KOBBIX, BCEX
CpPeIHUX U 10 alMKaJIbHBIX CETMEHTOB TiepeaHei/60K0-
BOW/HWKHEN CTEHOK BU3yaJTU3UPYeTCS JBYXCIOHAs
CTPYKTypa MMOKapia ¢ BHYTPEHHUM HEKOMIAKTHBIM
CJI0OEM C MaKCHMAaJbHBIM COOTHOIIIEHWEM HEKOMITaKT-
Hblil/koMMnakTHbIA (3,5/1), OTHOllIEHUE Macca HEKOM-
MakKTHOTO/Macca KOMIaKTHOTO Muokapna 32% (Hopma
He 6onee 20%), MHIEKC MacChl HEKOMITAaKTHOTO MUWO-
Kapga 18 r/m?> (HopMa He Oosee 15 r/M?), COOTHOLIEHNE
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Pucynox. MPT cepaua: a — nesouka M., 13 ner; 6 — neBouka E., 7 jet.
Figer. MRI of the heart: a — girl M., 13 years; b — girl M., 7 years.

KOMMAaKTHBIN/HEKOMIIaKTHBIN 1:3,5 B nuactosy (HopMma
no 1:3). 3akmoueHune: MP-gaHHble KapnMoMUOIaTUN —
HEKOMITaKTHBIN MUOKap]I JIEBOTO XeJTya04Ka, TPOMOOTH -
YeCKMe MACChI B TMOJIOCTSIX CePlla HE BBISIBJICHBI.

C y4yeToM MaccopoCTOBBIX MMOKa3aTeselt 103a Hasa-
MpuJia yBeJaudeHa 10 5 Mr/cyT, BepommnupoH 50 mMr/cyr.
OpnHako yepe3 ToJAToAa TMOSBWIKCH XKajnoObl Ha CHU-
XKeHue apTtepuanbHoro gasiaeHust (All), BsIOCThb, cia-
0O0CTb; 103a 3Hayanpuiaa Oblla CHMXeHa 10 2,5 MI/CyT.
C yueroM aprepuaJbHON TUIOTEH3WM pEIIeHO OTKa-
3aTbCcsI OT OeTa-ampeHoOiokaTopoB. B konme 2020T
JIeBOYKA HAaXOJWJach Ha CTAllMOHAPHOM JIEYEHUHN B JIEeT-
ckoMm KapmuonormdeckoMm otaenenne HUKWM memma-
tpuu uM. akaa. FO0.E. Benpruiesa ®TAOY BO PHUMY
nM. H.W. Tluporosa ¢ mnarHo3oM: KapAuOMUOTIATHS TIep-
BUYHAasl, CMEIIAHHBII (DEHOTUTI, TUJIaTALIMOHHAS KapIro-
MMOTATUSI, HEKOMITAKTHBI MUOKap/l JIEBOTO KeIy/lI0uKa
(mytauust B reHe MYH7), cemeiiHast (popMa XpOHUUECKOM
cepaeuHoit HemoctatoyHoctu (XCH) I-II. Enunuynas
nmoJauMopdHasi OIMHOYHAST KeJTyI0UKOBasi 9KCTPACUCTO-
smst. MutpanbsHast HegoctatouHocTh | crerienu. Hapyiire-
aue agantanuy naTepBaga Q—T x YCC. Amnepruueckuii
PUHOKOHBIOHKTUBHUT. [pyIima pucka 1Mo ayTOMMMYHHOMY
TUpeouauTy. TpaH3WUTOpHAs MUKpOTEMaTypusi HesSCHOM
STUOJIOTUN. AHOMAJIMS MOYEBOW CUCTEMBI: TIOBBIIICHNE
noaBrkHocTH Touek. Kucra (?) pacimpeHHass mupa-
Muaka (?) B mpaBoil mouke. YBeqndeHue odbema JieBoi
MOYKM. XpoHWYecKas OoJyie3Hb Touyek | crammu. boima
MpoBeieHa KOPPEKIIMs Tepaluy — yBeJndyeHa 103a 3Ha-
Janpuia 10 3,75Mr/cyT, Ha3HAYeHbl KapBeAWION B 03¢
3,12 mr/cyT, criupoHoakToH B 1o3e S0 mr/cyt. [1epeHocu-
MOCTb TE€parvu yI0BJIETBOPUTEIbHAS.

I[lo pexoMeHmauMu ajjieprojora peuieHo Mpo-
BelleHUe ajuiepreH-crieliupuueckoii MMMYyHOTEeparuu,
10 COTJIACOBAHUIO C KapAMOJIOTOM KapBeauIoJ ObUT Bpe-
MeHHO oTMeHeH. Yepe3 20 MUH 1T0CIIe TPOLeIyphl OTME-
YEHO TIPECUHKOIAJIbHOE COCTOSIHME CO CHuXeHueM AJl

no 70/50 mMm pr.cT. Yepes HEKOTOpOE BpeMsi COCTOSTHUE
CTaOUJIN3UPOBAJIOCH.

B manHyo rocmuTanIM3alMIo JIeBOYKa TOCTYIHWIA
JUTSE 00CITefoBaHMsl. AKTUBHBIX XajloO He MpPeIbsIBIISET.
dusnyeckoe pa3BUTHE TIO BO3PACTy. AYCKYJIETATUBHO
ToHbl cepaia putMuuHbie. YCC BospactHas. 1o nabo-
patropHbiM naHHbIM: K®K 99 en/n, NT-pro BNP
128,6 nir/ma. Tlo manueM DKI, mpeacepaHbIii pUTM,
HeperysipHbiiin YCC  58—75 yn/muH. TopusoHTasib-
Hoe monoxeHne DOC. CyroyHOe MOHUTOPHMPOBAHUE
aprepuanbHoro naBieHusi (CMAJIL): cpeaHee MHEBHOE
AJ1 93/61 MM pr.cT., cpenHee HouHoe Al 82/51 MM pT.cT.
BapunabenbHOCTh CHCTOJIMUECKOTO B TEUEHHUE CYTOK
U auacronndeckoro AJl qHeM B Tipenenax HOpMbl. [umo-
TOHUYecKas Harpy3ka BbisiBiieHa 1o CAJl: mHeM MHAEeKC
runoreHsun 1o CAJl 26%, HOUYbIO WMHIAEKC BpEMEHU
runoteHsnu o CAJl 40%. T1lo maHHBIM MOHUTOPHWHTA
ornpeneeHa TeHASHIUS K CUCTOTMYECKON apTepuabHOM
runoreH3uu. Dxo-KC: npuzHaky HEKOMITAaKTHOTO MUO-
Kapia JIeBOTO Xeylnovyka. BeIsgBieHa AuiaTalus JeBbIX
otnenoB cepaua (o Teixonwi: KAP 51 mm, KCP 32
MM, @B B GazanbHbIX oTaenax 49%, B cpeaHUX OTAEIax
50%; no Cumrmcony: KO 91 mi, KCO 45 mi, @B 49%).
JleBoe mpencepave 21 mM. He3HauurtenbHOe CHMKEHUE
COKpaTUTEJIbHOM CITOCOOHOCTH MUOKap/a JEBOTO Kely-
nouka. XM-OKI: UCC cpennsst nHem 73 ya/MuH, cpef-
Hs1g HOublo 60 yn/muH. Hupkagueiit put™ 1,22. MuHmn-
manbHast YCC 51 yn/muH Bo cHe. CUHYCOBBINI PUTM CO
cpenneit YCC 68 yn/MuH, 3MM301aMU MUTPALIUM BOIM-
TeJss pUTMa TI0 TIpeACepausiM. 3aperucTpupoBaHO S5
cepuil may3, OOYCJIOBJIEHHBIX CHMHOATpUaIbHOI OJl0Ka-
noii 11 crenenu (Bo BpeMsi cHa) ¢ MIMTebHOCTEIO R—R
g0 1,6 c¢. Cpennuii unrepsas Q—Tc 3a cytku 458 wmc,
nuHamuka Q—T B nmpenesax HOPMBI.

IIpoBonuyioch JieueHWe: SHAJANPWI, KapBeIWJION,
cnupoHojakToH. CoCTOsIHUE B OTAEJIEHWM OCTaBaJlloCh
cTabuJIbHBIM, 0e3 TporpeccupoBaHus npusHakoB HK.
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Teparmust XCH mpopoinkeHa B TIpeskHeM o0beMe. Buimm-
cajjlach Ha aMOyJIaTOPHBIN 3Tan HAOIIONCHUS U JIeYSHMUSI
B CTaOMJIBLHOM COCTOSIHUU.

Kmunuueckwii cayyvaii 2. [lesouka E., 7 net. U3 anam-
He3a M3BECTHO, YTO JIeBOYKa 0oJjieia YaCcThIMU OOCTPYK-
TUBHBIMU OPOHXUTAMU, TTHEBMOHMSIMU. BriepBbie 3a0o0Jte-
BaHWeE BBISIBIEHO B Bo3pacTe | rom 7 Mec, Korna Haxoau-
JIach Ha CTAallMOHAPHOM JICYEHUU T10 TIOBOJY TTHEBMOHMMU.
ITpu Ox0-KC obOHapyxeHbl nuiiaTalys JIEBBIX OTAEIOB
cepilia, HeTOCTATOYHOCTh MUTPAJIbHOTO KiarnaHa. B Bo3-
pacte 1 roma 9 Mec BriepBble KOHCYJIBTHPOBAHA Kapauo-
siorom B noyukimHuKe JIPKB; pesynsrater Dxo-KC: @B
51%, KAP 40 mM, KCP 30 mm. Pasmep neBoro mnpen-
cepnust yBeamdyeH 22 mm. HMK I-II crenenn. JIXJIK.
ITo nanubiM DKI onpenensincs cunycosbiii putm ¢ YCC
108—116 ya/mMun, DOC OTKIIOHEHA BIIPABO.

Jnsg  pmanbHeimero  oOciiegoBaHUWSI — HarpaBiieHa
Ha TOCMUTAIM3AIMIO B KAPAXOPEBMATOJIOTMYECKOE OTIe-
neane HAPKB. Ilo manaemM Dx0-KC, cHmKeHa cokpa-
TUTEJIbHAsE CITIOCOOHOCTh MUOKapia JIEBOTO XeJydouKa,
nUaTaius JIeBbIX OTHENOB cepana. B kpoBu aHTuTena
K Mmuokapay — Tutp <1:10 (oTpunarenbHbiil). BeicTaBieH
NIMArHO3: JWJiaTallMOHHAsT KapaAUMOMUOIIaTUSI C OTHOCH-
teabHoit HMK I—II crenenu, HK I. Ha3znauena tepa-
Musi: KaroTeH, BepOIITNMPOH, 3JIbKap, KyaecaH. Habo-
najach KapAMOJIOTOM, OCYIIECTBIISIaCh  KOPPEKIIUS
Tepanuu (yBeJUYeHUE M03bl BepolmnupoHa). OuepenHast
TOCIIMTAIN3alNsI B Bo3pacTe 4,5 roma jis1 00cae10BaHUS
u koppekuuu JjedeHusi. [lo maGopaToOpHBIM JaHHBIM:
noBeieHne TuTpa NT-pro BNP no 515,7 nir/mn, KOK
227 en/n (Hopma o 190 en/n), nakrataeruaporeHasa
(JIAT) 447 en/n (Hopma no 437 en/n). XM-OKI: cuny-
coBbiii put™ co cpenHeit YCC 98 yn/muH. B HOuHOE
BpeMsI MTU30/bI TIPEICEPIHOTO PUTMa, CUHOATPUATIHHOM
onokanel I crenenu. MurepBansl Q—T/Q—Tc B HopMme.
OCHOBHO# YypoBeHb (PYHKIIMOHUPOBAHUSI CUHYCOBOTO
y3J1a HopMaJbHBI. DXx0-KC — He3HaunTeIbHOE CHIDKE-
HUE COKPaTUTEIbHOI criocooHocTn Muokapaa, ®B 51%,
nunaranus JeBbix otaenoB cepaia (KAP 41,5 mm, KCP
30 mn), neBoe mnpencepave yseauueHo (18 mm). HMK
I crenenn, JIXJIK.

B Bo3pacTe 5,5 roga mpoBeneHO reHeTu4ecKoe 00ce-
nosanue. BoisiBnena myrauus B rene MYH7 p.11e201Thr
B TETEPO3UTOTHOM COCTOSTHMHU. DTOT BapWaHT SIBJISI-
€TCsT TaTOTEHHBIM WM CBSI3aH C pa3BUTUEM AWIaTallMOH-
HOM KapAMOMUONATUM M HEKOMITAKTHBIM MHUOKapIOM
seBoro xenynouka. MPT cepaiia ¢ kKoHTpacTUpoBaHUEM
(cM. pucyHok, 0): MXII 3,5—4 mwm, 3CJIXK 3,5 mwm,
KIP 4,6 cm. ®B JIXK 55%. KoHeuHbBI auacToidye-
ckuit 00beM 62 mil. YmapHbiii 00beM 34 mit. KoHeuHBbIi
cuctosnueckuit 0obem 28 ma. MMJLK 44 1. [To naHHBIM
oTcpoueHHoro KoHtpactupoBaHus LGE (late gadolin-
ium enhancement): nud@y3Hble UHTpaMypaJibHbIE, CyO-
SMUKapauaibHble (pUOPO3HbIE U3MEHEHUST BCEX CTEHOK
JIEBOTO XKeJynouka. JIeBblii xenynodyek: hopMa MojJoCcTu
chepryHasi, OT YPOBHSI Oa3alibHBIX IepeaHEOOKOBBIX,
BCEX CPEIHMX M JO alMKaJIbHBIX CETMEHTOB TepeaHEN,

Caovikosa JI. Y. u coasm. CemeitHast hopMa IUIaTallIOHHOM KapANOMUOTIATHH

OOKOBOI, HUXXHEI CTEHOK BU3YaTU3UPYETCsl TBYXCIOM-
Has CTPYKTypa MUOKap/aa ¢ BHyTPEHHUM HEKOMIaKTHBIM
CJI0eM C MaKCUMaJbHBIM COOTHOIIEHUWEM HEKOMITAKT-
Hblil/komMnakTHbIA (3,3/1). OTHOllIEHUME Macca HEKOM-
MaKTHOTO/Macca KOMITaKTHOTO Muokapna 35% (Hopma
He Oomee 20%). Ilo kputepusim A. Jacquier (rmoaxon
B IMarHOCTUKE HEKOMITAKTHOTO MUOKap/a JIEBOTO XeJy-
JIOYKa, TP KOTOPOM Macca HEKOMIAKTHOro MUoKapia
OLIEHMBAETCS KaK pa3HUIla MeX1y oOllei Maccoil U Mac-
COll KOMITAKTHOTO MHWOKapaa), WHAEKC MacChl HEKOM-
IMaKTHOro Muokapna 22 r/m> (Hopma He Gosee 15 r/m?).
OTHOlIEHWE KOMITaKTHbIN/HeKOMNaKTHbIA 1:3,3 B aua-
croiy (Hopma 1o 1:3), BoBiieueHUe Oa3alibHBIX CEerMeH-
ToB. OO0111ee BoBeueHue cermeHToB 13 (17 cermeHTapHast
Moaedb AMEpPUKaHCKON KapJAMOJOTUYeCKOW accolua-
uueii, AHA). 3akioueHne: KapIiMoOMUONaTUsI — HEKOM-
MaKTHBI MUOKaP/ JIEBOTO KTy T0UKa.

Yepes 2 Mec neBOYKA HaxXoaujdach Ha CTallMOHap-
HOM JIEYEHUU B JETCKOM KapAMOJOTUYECKOM OTAEIEHUE
HWUKW nepuatpum um. akagemuka FO.E. Benbsrumiesa
®TAOY BO PHUMY um. H.U. TTuporosa M3 P® ¢ nuar-
HO30M: KapIWOMUOIATUS TIePBUYHASI, CMeIIaHHbBIM
deHOTUIT: AWIATAIIMOHHAS KapIMOMUOTATHS, HEKOM-
TTaKTHBI MUOKAPJI JIEBOTO XeIynouKa (MyTalus B TeHE
MYH?7), cemeiinas ¢opma XCH I—II crenenu. He3na-
YUTEeTbHAS BEHO3HAsT JIETOYHAs TUTIepTeH3usI. MuUTpaib-
Hasl He0CTaTOYHOCTD | cTeneHu. YiauHeHue nHTepBaia
Q—Tc¢ (BropmuHoe?). XpOHUYECKUIT OOCTPYKTUBHBIN
oponxutr (amnepruyeckuit). Jducruapos (momgonukc).
OKcdonraTUBHBIN IepMaTUT KOHEYHOCTei. bblia mpo-
BeJleHa KOpPPEeKIHMs Tepanuu: KanToNpwu MPOHOJKEH
B mo3e 18,75 Mr/cyt, Ha3HavyeH KapBeawton (1,56 mr/cyT)
C ToC/enyolieM MOBbIIIeHUueEM 103bl 10 3,12 mr/cyr,
a 3aTreM uepe3 2 Hell peKOMEHJO0BAHO MOBBIIIEHUE 03Bl
mo 6,25 wmr/cyr. HasHaueHBI CIUPOHONAKTOH B JI03€
25 wmr/cyt, Topacemun (1,25 mr/cyt). Beinucana B cra-
OWJIbHOM COCTOSIHUM. AMOYJIaTOPHO Oblla MOBbILIEHA
J03a KapBeauioha 10 6,25 mr/cyt. [Ipn aToM oTMeYeHO
YXYILIEHUE COCTOSIHUSI — CJIA00CTb, BSJIOCTh, CHUXKEHUE
All, B cBsI3M ¢ 4yeM [103a KapBeawsiosia ObLla CHUXEHa
1o 1,56 mMr/cyT.

B nmaHHyi0o rocnuTanuzanMio JeBOoYKa TMOCTYMuWIa
IUTsT 00CITeNOBaHNsI. AKTUBHBIX JKal00 HE TIPEIBSIBISICT.
dusnyeckoe pa3BUTHE HIXKE cpeaHero (Macca 18 KT, poct
114 cm). AycKyJbTaTUBHO TOHBI Cep/lla PUTMUYHBIE.
Cucronnyeckuil 1mym Ha Bepxyliike. [To sabopaTopHbIM
nanaeiM: KOK 107 en/n, JIAT 350 en/n, NT-pro BNP
314,3 nr/mn. Ilo nanusiM OKI — murpaiyst Bonutesst
pUTMa IO NpPeACePAUsIM OT MPENCEPIHOTO 10 CUHYCOBOTO
putma, YCC 70—103 yn/mMuH. BeipaxkeHHOE OTKJIOHEHUE
D0C BnpaBo. biokama mepenHell BeTBM JIeBOM HOXKKU
myuka [ca. CMA/I: cpenHee aHeBHOoe AJl 96/61, cpen-
Hee HouHoe 90/58. Bx0-KC: npuzHaky HEKOMIAKTHOTO
MMOKap/a JIeBOro kejaynouka. Jlunaraiusi JeBbIX OT/e-
JoB cepana. CHUXXKEHUE COKPATUTEIbHON CMOCOOHOCTU
muokapna jieBoro xenaynouka. XM-OKI: cpennsis HCC
92 ya/MuH. DNKU30[bl MUTPALIMU BOJAUTEJNSI PUTMaA Tpe-
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MMYIIIECTBEHHO BO BpeMs CHa. 3aperHcTpupoBaHa eau-
HUYHAs HaIKETyIOYKOBass SKTOMMWYECKas aKTUBHOCTh
B BHJE 2 OAMHOYHBIX KCTPACUCTOJ. 3aperucTpupoBaHa
| KIMHWYECKU 3HaYMMasl 1ay3a 3a CUeT CHHOATPUATbHOM
omokanbl ¢ mmuteabHocThio RR 1o 1,3 c. [IpoBonuiioch
JledeHre: KanTompui mo 6,25 mr 3 pasa, KapBeausioj
mo 1,56 Mr 2 pasa, Topacemun 1,25 mr 1 pa3, criupo-
HoMakToH 10 12,5 mr 2 pa3a. CocTtossHuE B OTHEJICHUN
OCTaBaJIOCh CTAOWJIBLHBIM, 0€3 MpPOrpecCUpPOBAHUS TIPU-
3HakoB HK.

3akovyeHue

Pa3BuTrie MeIULIMHBI ¥ YCOBEPIIIEHCTBOBAHUE METO-
JIOB BU3yaJlU3allUM TIO3BOJIAET BBISIBUTH TPU3HAKU
HEKOMITAKTHOTO MMOKapla, a TeHETUYeCKOe HCCIen0-
BaHUE ToMoraeT B auddepeHIIMaTbHON TUAarHOCTHKE
TpabeKyISIpHBIX M3MEHEHUI MuoKapjaa. Y TallMeHTOB
HEO0O0XOAMMO TIIATEILHO MPOAHAIIM3UPOBATh CEMEUHBIN
aHaMHe3 ¢ oxBaToM 3 TokoJyieHuit u 6osee. [TopakeHune
2 4yJIeHOB 1 00Jiee B CeMbe HAaBOAUT Ha MBICJIb O CEMEMHOM
dopme 3aboseBaHus. Ilpm 1eleHampaBIIEHHOM 3JIEK-
TpoKapauorpauyeckoM U 3XoKapauorpadrieckoMm
00cIeIOBaHUY TTPAKTUYECKU 3T0POBBIX POACTBEHHUKOM
B 9—21% ciydaeB 0OHAPYKMBAIOT MPU3HAKN HAYATbHOM
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Kowngpauxm unmepecos:

Asmopbt danHoil cmambu h0OMeepounUu Omcymcmeaue KoH-
(haukma unmepecos u PUHaAHCOB0I NOOOEPIHCKU, O KOMOPbIX
Heobxo0umo coobujums.

KJINMHUYECKUE CJTYHAU

(IOKTMHUYECKON) CTaIuu NUJIaTallMOHHON KapIuOMUO-
natun. Tak, W HalllM JEBOYKU HE TIPEIbSIBISUIA aKTHB-
HBIX Xaj00 B CBSI3M C T€M, YTO Ha paHHUX 3Tanax 3abo-
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MPT u moxast mepeHOCMMOCTb (DU3MYECKUX Harpy3okK
BO BpeMsI BeJIO3PrOMETPUI) 1at0T OCHOBaHME JIJIsI TTOCTa-
HOBKM JIMarHO3a AWJIaTallMOHHOM KapAMOMUOTATUH.
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CEeMEMHBIN cilydail KapAMOMUOTIATUH.
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