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0O6ocHoBaHHe. HeKomnakTHasi KapAuMomuonatus — rpynna reHeTMYECKN reTepOre€HHbIX, Majon3y4eHHbIX 3aboseBaHui
MUOKapaa € pal3Ho0bpas3HbiMKU KIMHUYECKUMU MPOSBAEHMAMM (OT 6ECCUMITOMHOIO TEYEHUS 10 MPOrPEeCcCUPYIOLLEN CUCTO-
JINYECKOM AMCOYHKUMU C CUMATOMaMM XPOHUYECKOM CepAevYHON HeAoCTaToYHOCTH, apUTMUSIMU M TPOMOOIMOOINYECKUMHU
OCJIOKHEHMSAMM). Y4nTbiBasi MHOroobpasue reHeTUYECKMX HapylleHW, acCoOUMMPOBAaHHbIX C Pa3BUTUEM HEKOMMaKTHOM
KapAnomuonaTnm, BaxHa reHeTn4yecKasl BepupurKkalmus anarHo3a 4718 onpeaeneHuns nporHo3a 1 npoBeaeHns noJHOLEHHOro
MEANKO-rEHETUYECKOro KOHCY/IbTUPOBaHUS CeMeN, B KOTOPbIX MMEIOTCS Ccay4yan 3abosieBaHusl. OnucaHne KJIMHUYEeCKOro
cay4as. B ctatee npesctaBaeHbl 1Ba KIMHUYECKUX HabI0AEHUS TSKE0ro TeYEHUS HEKOMIMaKTHOM KapAnoMMonaTnm ¢ peMo-
AennpoBaHMeM noJocTern cepaua no gunataynoHHoMy ¢eHotumy. C Lesblo yTOYHEHNST 3TUOJI0rMM 3a60/1eBaHUs MPOBEAEHO
MOJIEKY/ISIPHO-FEHETUYECKOE McCe0BaHne METOAO0M MPSIMOro aBTOMaTM4ECKOro CEKBEHMPOBaHUS C aHaM30M TapreTHbIX
obnactes 404 reHoB, MyTaLmm B KOTOPbIX ONMCaHbI MPU HacleACTBEHHbIX 3a60eBaHMsaX cepaLla u cocyaoB. [ocne Bepugpm-
Kaumun mytaumm (B reHax ACTC1 n MYBPC3) npoBeeH no1CK BbIIBIEHHON HYKNEOTUAHOM 3aMeHbl B 06pa3sLiax BEHO3HOM KPo-
BM poauTenen n B o4HOM ciaydyae — B obpa3ue [AHK nnoga. OnpeaeneH tmvn Hacae[oBaHUs, NPOBEAEHa OL€HKa BepPOSITHOCTH
MOBTOPHOIr0 BO3HMKHOBEHMS 3a60/1€BaHNs Y CUMBIMHIOB Npu nocaeaytouimx 6epeMeHHOCTsX. 3akndeHue. OnvcaHmne KanHu-
YeCKMX C/ly4aeB IEMOHCTPUPYET BaXKHOCTb FrEHETUYECKOM BEpPUPUKaLIMM AnarHo3a y naLnmeHToB ¢ HEKOMMNAKTHOM KapAnOMnO-
naTtven 415 onpeaeneHuns NporHo3a 3aboneBaHns n pa3paboTKM aroputMa HabaAeHns 3a PoACTBEHHMKaMU npobaHaa.
KnioyeBble cnoBa: KapanomMnonaTtusi, HEKOMIMAKTHbIM MUOKapA, KIMHu4YecKkui caydan, reHbl ACTC1, MYBPC3, myTtauwnm,
MEJIMKO-reHETUYECKOE KOHCY/IbTUPOBaHMe.
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The Urgency of Genetic Verification of Non-Compaction
Cardiomyopathy in Children: Clinical Cases

Background. Non-compaction cardiomyopathy is a group of genetically heterogeneous, poorly studied myocardial diseases with
a variety of clinical manifestations (from asymptomatic course to progressive systolic dysfunction with symptoms of chronic heart failure,
arrhythmias, and thromboembolic complications). Considering the variety of genetic disorders associated with the development of non-
compaction cardiomyopathy, genetic verification of the diagnosis is important for determining the prognosis and conducting genetic
counselling of families with cases of the disease. Description of the Clinical Case. The article presents two clinical observations of a
severe course of non-compaction cardiomyopathy with remodeling of the heart cavities according to the dilated phenotype. In order to
clarify the disease etiology, a molecular genetic study was conducted using the method of direct automatic sequencing with the analysis
of targeted regions of 404 genes which mutations are described in hereditary diseases of the heart and blood vessels. After verifying
the mutation (in the ACTC1 and MYBPC3 genes), we performed a search for the detected nucleotide substitution in the venous blood
samples of parents and in one case — in the fetal DNA sample. The mode of inheritance has been determined; the probability of
recurrence of the disease in siblings in subsequent pregnancies has been estimated. Conclusion. The description of clinical cases
shows the importance of genetic verification of the diagnosis in patients with non-compaction cardiomyopathy for determining the
disease prognosis and developing an algorithm for monitoring relatives of a proband.
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OBOCHOBAHME

HeKkomnaKkTHas KapauomuonaTtus — rpynna reHetnye-
CKM reTeporeHHbIx 3aboneBaHni cepala, xapakrepusyeMbix
HanMynem [OBYXCNOMHOW CTPYKTypbl MUOKapaa — HEKOM-
NaKTHOro (TPabeKyNspHOro) M PacrnoNOXEHHOrO MOA HUM
KOMMaKTHOro cnoes [1, 2]. 3ta HO30/10rna npeactaBnser
60MblWOW MHTEpPEC AN KIAMHWULUMCTOB, MOCKOJIbKY YacToTa
ee BbliBNeHns 6narogaps COBPEMEHHbBIM Y/IbTPA3BYKOBbLIM
M MarHUTHO-PE30HAaHCHbIM MeToAaM AWMAarHOCTUKKU B HACTOS-
Lee BpeMs 3HauuTenbHO yBenmumnnacb. OgHaKko psaa cneuu-
aJMCTOB CYUTaEeT, 4TO pPacnpoCTpaHeHHOCTb 3abosieBaHUd
ocTaeTcs HegooueHeHHow [3—5]. KnnHuyeckme nposiBneHus
HEKOMMNAaKTHON KapAMoMMonaTuM Ypes3Bbl4alMHO pPa3HOO06-
pasHbl U BapbMpPytloT OT 6E€CCUMMTOMHBIX, ClyYanHO BbISB-
JIEHHbIX MPU CKPUHWHIOBOM 06CNEefOBaHMU YEHOB CEMbM
CNny4aeB [0 C/lyHaeB TAXKENOro Nporpeccupyowero Te4eHuns
60/IE3HN C CUMMNTOMamMu XPOHUYECKOW ceplevyHOW Hepao-
CTaTO4YHOCTH, apUTMUU, TPOMOOIMOOTMYECKUX OCTOKHEHUI
W HacTynneHus netanbHOro ucxoaa [6—38].

Y nauMeHToB C HEKOMMAKTHOW KapauvomuonaTtuen BO3-
MOXHbl pasnun4yHble BapuaHTbl PeEMOAENMpPOBaHUA Ccepa-
Lua — AMnaTauMOHHbIN, PECTPUKTUBHbBIN, TMNEPTPODUYECKUI
M CMELLaHHbINW, coYyeTalol M B ce6e NPU3HaKM BblLLEONUCaH-
HbIX popm [9—11]. Ana neten c pemogenmpoBaHuem no auna-
TaunMoHHOMY GeHOTMNY Ha GOHE HEKOMMAKTHOW KapAWOMMUO-
naTMn xapakTepHo 6osiee TaXenoe TedyeHwe 3aboneBaHus
C HebNaronpUATHbIM UCXOOM MO CPABHEHMIO C NaLMEHTaMU,
UMEIOLWNMU CMELLaHHbIM, 6€3 CUCTONMYECKON AUCHYHKLINMU,
unu runeptpodumyecknin deHormn [10, 12].

B HacTosee Bpemsi reHeTu4ecKas reTeporeHHOCTb HEKOM-
MaKTHOM KapAMOMMOMNAaTUM He BbI3blBAeT COMHeHun [13, 14].
M3BeCTHO, YTO HEKOMNAaKTHas KapAnomuonatus accoummpo-
BaHa C pas/IM4HbIMU XPOMOCOMHbIMX aHOManuamu [13, 14],
MUTOXOHAPMaNbHbIMKM 3abonieBaHuamMK [15], X-cLenneHHbl-
MU CMHAPOMaMK (B T.4. cuHApoMm bapta, HeMpoMmblleYHble
60ne3Hu) [1], MmyTaunsamMun B reHax-capkoMepax ¢ ayToCOMHO-
[OMWHAHTHbIM TUMOM HacnefoBaHus [16, 17], BapbupytoLlen
3KCMNPECCUBHOCTbIO U HEMOHOM MNEHETPAHTHOCTLIO.

B coOTBETCTBUM C MPAKTUHECKMMU PEKOMEHAALMSAMU U
3aK/II0YEHNSIMN IKCMEPTHbLIX COOOLLECTB, TAKTUKa BeAeHuUs
nauMeHTOB C KapanomMonaTusaMm BKIOHaET B ce6S reHeTu-
4YeCKoe TeCTUPOBaHMWe, OLLEHKY CEMEMHOIO aHamHesa, Kiu-
HUYECKUIM U FTEHETUYECKMUI CKPUHUHT YIEHOB CEMbM NPOGaH-
[1a, B T.4. MEAMKO-reHETMYECKOE KOHCYIbTUpOoBaHue [18, 19].
[MpoBeaeHne MONEKyNpHO-reHeTUYEeCKOro ncecneqoBaHmsa B
CEMbSIX C OTArOLWEHHOM HAaCNeACTBEHHOCTbIO N0 KapAnOMMOo-
naTMamM NOMoOraeT KaK UCK/IIOYMUTb Hannume 60nesHn y psaaa
POACTBEHHMKOB, TaK W BbiiBMTb NaTOreHHble reHeTUYecKne
BapuaHThl. lNocnegHee o6ycnoBnmMBaeT HEOOGXOAUMOCTb MPO-
BOAWTb, BO-NEPBbIX, PErYAAPHbIA KITUMHUYECKUA MOHUTOPUHI
C Lenblo paHHero BbiiBNeHWUS AUCOYHKLUMU M Ha3HavyeHus
npu Heo6XoAMMOCTM Tepanuu, a BO-BTOPbIX, MEAMKO-reHe-
TMYECKOE KOHCYNbTMPOBaHWE Mo BOMpocam MniaHWpoBaHMUS
CeMbM, B T.4. MOCPEACTBOM MpeHaTalbHON WU NpenMMniaHTa-
LIMOHHOW ANArHOCTUKMU.

Llenb onucaHusa KIAMHWYECKUX Cly4aeB — MPOAEMOH-
CTPUPOBaTb BO3MOXHOCTU TEHETMYECKON BepuPUKaLUK
[MarHo3a npu HEeKOMMaKTHOW KapauomuonaTuu ans onpe-
[leneHuns nporHo3a 3aboneBaHna 1 pa3paboTKu anroputma
HabnoAeHUs 3a POACTBEHHMKaMK nNpobaHia.

K/IMUHUYECKMUE NPUMEPDI

KnuHuyeckum npumep N2 1

O nayuneHte

MauneHtka K., Bo3pacTt 2 roga 8 mec. M3 aHamHesa
M3BECTHO, YTO HACNeLCTBEHHOCTb MO CepAeYHO-COCYAUCTbIM
3ab601eBaHNAM He OTArouleHa: co C/l0B poauTeNien nauu-
€HTKM, 3abosieBaHUN Cepae4HO-COCYAUCTON CUCTEMbBI Y POL-
CTBEHHWMKOB 1- U 2-1 IMHMK POACTBA (BPOXKAEHHbIE MOPO-
KW cepaua, HapyweHuss puTMa M NpoBOAMMOCTM cepaua,
niwiemuyeckas 6one3Hb cepaua, aptTepyanbHas rmnepTeHsus,
KapanomuonaTus), ciydaeB BHE3aNHOW CMePTU UL, MOSIo40-
ro Bo3pacta (4o 40 net) He oTMe4anocb. Pe6eHoK OT maTepm
27 net, oT 1- 6epeMeHHOCTH, NpoTeKaBLUeER Ha GpOHe rnnep-
Koarynauumm (HapylweHue deTonnaueHTapHoro KpoBooo6-
paleHns, U3MEHEeHMS MapaMeTpoB remocTtasa Mo AaHHbIM
NlabopaTopHbIX aHaIM30B) Ha BCEM NPOTAKEHUN GEPEMEHHO-
CTU (MeANKaMEHTO3Has KOPPEKUMS 3HOKCanapuMHOM HaTpus
B | TpumecTpe, aunupuaamonom — Bo |l Tpumectpe), ¢ 60Mb-
wow npubaBKor B Bece (+20 Kr), OT NepBbIX CAMOCTOSATENbHbIX
ponoB. Macca Tena npu poxaeHun 2990 r, anuHa Tena 49 cwm,
oLeHKa no wKane APGAR 7/8 6annoB. HeoHaTtanbHbIM nepu-
oA 6e3 ocobeHHocTen. B Bo3pacte 1,5 mec npu npoBeaeHuu
nnaHoBOro axokapauorpaduyeckoro (AxoKl) mnccnegoBaHus
BbISIBNIEHbI PEryprutaumsa Kposu 1-i cTENEHN B MUTPaNbHOM
KnanaHe, OTKPbITOE OBa/lbHOE OKHO 3 MM, OTKPbITbIN apTepu-
anbHbIV NPOTOK 1,8 MM, B ocTa/lbHOM — 6e3 natonoruu. Mpu
KOHTpoOsie No noBoAay deTanbHbiX KOMMYHWKaLMK (OTKPbITOE
OBa/IbHOE OKHO, OTKPbITbIM apTepuanbHbIi NPOTOK) B 3 mec
no AaHHbiM IxoKI oTMevanacb oTpuuaTenbHas AMHaMWKa,
nposiBAsBLIasCS Aunatauuen neBbiX OTAEN0B cepala: neBoe
npeacepave (J1M) 22 mm, Z-score 2,68 (Hopma o 17 MM,
Z-score — [0 2,0), KOHEYHbIV ANaCTOIMYECKUIN pa3mep NeBo-
ro xenynoyka (KAP JTXK) 32 mm (Hopma Ao 24 MM), KOHEYHbIH
cuctonuyeckumn pasmep (KCP) JIXK 27 mwm, Z-score 4,4 (Hopma
0o 19,5 mm, Z-score — go 2,0), cHMKeHne GpaKLmm BbIGPO-
ca (PB) no Tenxonbuy ao 48% (Hopma oOT 65%), yBenMyeHve
peryprutaumm Ha MWTPaibHOM KianaHe A0 2-A CTeneHw,
OTKPbITOE 0BaJIbHOE OKHO 1,5 MMm.

dusnkanbHasas JUarHocTMKa

B cBS3K ¢ BbIIBAEHHbIMWU U3MEHEHUSIMWU AEBOYKA rOCMU-
TanuM3npoBaHa B Kapauonoruvyeckoe otaenedne HMWL|
3[0pOBbS AeTen (paHee HayyHbIM LEHTP 340pOBbS AeTeMn,
MockBa) B Bo3pacTe 4 mec. pu ocmoTtpe: AedunumnT Macchbl
Tena (NPoLeHT geduunTa Beca OT LOMKHOINO Beca COOTBET-
CTBEHHO pocCTy) 6,5%, nepuopbuTanbHbii U NepruopasnbHbIN
LMaHO3, MPaMOPHOCTb KOXMW, AUCTalbHbIA TMNEPruapos,
NEPKYTOPHO pacClWMUPEHNE FPaHUL, OTHOCUTENbHOM TYNnocCTH
cepfua (neBass — +1 cM OT IeBOV CPEeAHEKTIOUYUYHON TUHUMU,
npaBasi — MO NpaBoW NapacTepHanbHON IMHUKN, BEPXHAA —
2-e pebpo), ayCKyNbTaTMBHO CUCTOSIMYECKMI LIYM Hah BCen
NMOBEPXHOCTbIO Cepfilla C 3KCTpaKapAananbHbIM NPOBEAEHU-
€M B JIEBYIO aKCUNINAPHYIO 061aCTb U Ha CMUHY.

MpeaBapuTenbHbINA UArHO3

Ha ocHoBaHuu anob, AaHHbIX aHaMHe3a, pe3ynbTaToB
KIMHMYeCcKoro ob6cnefoBaHUst MOCTaBEH MpeaBapUTENbHbIN
avarHog: «KapgnomuonaTus, agunataunoHHbiv deHotun. Hego-
CTaTOYHOCTb MUTPA/IbHOMO KlanaHa. XpoHUYecKas cepaeyHas
HefocTaTo4HOCTb 2A CT. PyHKLUMOHaNbHbIM Knacc |l no Ross».



AnarHocTnyeckune npoueaypbi

Mo pgaHHbIM 3xOKI (puc. 1), npeacepavs annatuposa-
Hbl (JIN 20X44 mm, anametp 20 MM Npu Hopme < 16 MM;
npaBsoe npeacepave, M, 22X29 MM, aAvameTp 22 MM Npu
HopMe < 16,6 MM) 1 neBblv wenygodek (KAP 31 mm, Hopma
< 24 MM), CHMXEHa COoKpaTumocTb cepaua (PB no Tewn-
xonbly 44%, no CumncoHy — 38%), HEKOMNAKTHbIV MUOKapA
(B 06/1aCTM BEPXYLWKWU OTHOLWEHME HEeKOMMaKTHOro cnos
K KOMMNaKTHOMY 8:3), HeJOCTaTO4YHOCTb MUTPAIbHOMO Knana-
Ha 2-M CT. Ha GOHE aHHYNO3KTa3nu.

Knuumnyeckuii gnarHos

Kapavomuonatusg, AunataunoHHbIN GEeHOTUN; HEKOMMAaKT-
HbI MUOKap[ NEBOTO Xenyao4Kka. Hegoctato4HOCTb MUTPasib-
HOro KianaHa 2-nm creneHn. XpoHU4YecKkas cepredHas Hepo-
cTaTo4HoCTb IIA cT. PyHKLMOHanbHbIN Knacc |l no Ross.

AnddepeHymnanbHas guarHocTmKa

YyutblBasi Xxapaktep TedyeHus 3abosieBaHus, MNPOBO-
avnacb aunddepeHumnanbHas AWMArHOCTUKA Mexay BPOXK-
[JEHHbIM MOPOKOM cepaua (BpoXKAeHHas HeaoCTaTO4HOCTb
MWUTPaNbHOrO KaanaHa) W KapauomuonaTtven, Ha MOMEHT
NepBUYHOrO NMOCTYMIEHUSA COXpaHsnacb HeonpeaeneHHOCTb
B NMOCT@HOBKE OKOHYaTeNbHOro AnarHo3a. B xoae ganbHen-
wero HabnwaeHus, UHTpPaonepaLunoHHON OLEHKM COCTO-
AHWUA MWUTPaANbHOIO KnanaHa, pe3ynbTaTOB FEeHEeTUYECKOM
[AVMarHOCTUKKW NOATBEPKAEH AMArHO3 Heknaccuduumpyemon
KapavoMuonaTtumu.

MeaununHcKne BMellaTeIbCTBa

MNopgo6paHa Tepanwusa, HanpasfieHHas Ha KynupoBaHue
CUMMNTOMOB XPOHWYECKOM CepheyHOM HeAoCTaTO4HOCTH
(kanTonpun 1 Mr/Kr B CyTKu, 6uconponon 1 mr/cyT, AUrOK-
cuH 0,02 mr/cyt, Topacemug 0,625 mr/cyt) U npobunak-

TUKY TpoMb6006pa3oBaHua (aueTuncanuvuunoBas KucnoTa
6,25 mr/cyt), meTabosiyecKkas Tepanua (Kanuvs v marHus
acnapTart, youaeKapeHoH).

AvnHamMmuKa n ncxogbl

Ha ¢oHe npoBOAMMOro MeAMKaMEHTO3HOro Jie4yeHus
CoCcTOsiHME pebeHKa ¢ oTpuLaTebHOW AMHAMWKOM KaK Kiu-
HUYECKM (MOSBUAUCH TaXMKapAMS, TaxMMHO3, renaTocnieHo-
Meranus), Tak 1 no peaynsratam IxoKIl (nporpeccupytolas
avnaTtauua Bcex Kamep cepaua: B 7 Mmec JIM 29X36 mwm,
M 26X30 mm, MK 14 MM, KOHEYHO-AMACTONMYECKUW/
KOHEeYHOo-cucTonmyecknn guametp JIXK 37/31 Mm), CHU3U-
Nlacb CoKpaTuTenbHas cnocobHocTb MUoKapaa (PB no Ten-
Xonbly 22%), yBennymMnacb peryprutaums Ha MUTpanibHOM
KnanaHe 10 4-1 cTeneHu Ha GoHe aHy/I03KTa3uu.

B Bo3pacte 10 mMec Npou30LWN0 pe3Koe yxyaleHue
COCTOSIHUS 3a CcYeT AblxaTelbHOW W cepaevyHon HepocTa-
TOYHOCTU, 4YTO nNOTpPeboBano IKCTPEHHOW rocnuTanuila-
uMn B otgeneHne peaHumaunn HMMUL, 3gopoBbs aeTen.
Y4uTbiBas COXpPaHSIOLLYIOCH HEeLOCTaTOYHOCTb MMUTPabHOMO
KnanaHa 4-# CT., He NoaJatolLyocs KOHCepBaTUBHOMY Jleve-
HUIO M NPENATCTBYIOLLYIO YMEHbLUEHUIO MPOSBAEHUI XPO-
HUYECKOW cepaeyHOW HeAOCTaTOYHOCTU, MPUHATO peLleHne
0 XMPYPruyeckon KoppeKuun. Mo KU3HEHHbIM NOKa3aHUaM
npoBeAeHa onepauus NPoTe3MPoOBaHUS MUTPaNbHOrO Kia-
naHa MexaHu4yecknm npotesom Sent Jude 17 mm; nocneone-
pPaLUMOHHbIM Nepuoa NpoTexkan 6e3 OCNOXKHEHWUN. Y4uTbiBas
XapaKTep Te4YeHUs OCHOBHOro 3abofieBaHWs, NPOALOSIKEHa
MeAWKaMeHTO3Has Tepanus, HanpaBaeHHas, CornacHo Ku-
HUYECKMM PEKOMEHAAUMAM, Ha KYNMMpOBaHWE XPOHUYECKON
cepaeyvyHon HegocTaTtoyHocTu [20].

Yepes 1 rog nocne xupypruyeckom KoppeKLnn HegocTaTou-
HOCTU MUTPAbHOro KnanaHa B AMHaMUKe Nno gaHHbiM IxoKI
OTMeYaloTCs YMEeHblUEHWE pa3MepoB NEBbIX OTAEN0B cepaLa

Puc. 1. Pe3ynbraTthl axokapanorpadmyeckoro nccnefoBaH1s NeBoro Xenyaoyka cepaua naumeHTky K.: usmeHeHnusa ao u nocne

onepaTtuBHOro ie4eHnqa

Fig. 1. The results of an echocardiographic study of the left ventricle of patient K.: Changes before and after surgery

MpumevaHue. Cnea: axokapanorpabus, BbiNosHeEHHas B Bo3pacTe 6 Mec, 4-KaMepHas No3uLLMs: BbipaXKeHHas aunatauus N1eBoro
KenyaoyKa (pasmepbl 0603HaYeHbl CTPENKaMK) C HEAOCTAaTOYHOCTbIO MUTPaNbHOro KnanaHa 3—4-# cteneHun. CnpaBa: axokapauorpadus,
BbINO/IHEHHAs B Bo3pacTe 1 roga 9 mec, 4-KamepHasi No3uLMs: COCTOsIHWE Nocie NPOTE3UPOBaAHNUSA MUTPANbHOMO KianaHa, HEeKOMMNAaKTHOCTb
MUWOKapaa B 06/1aCT BEPXYLIKM NEBOTO XKeNyaoyKa (CTPEIKOM 0TMeYeH HEKOMMAKTHbIA MUOKaPA).

Note. Left: Echocardiography performed at the age of 6 months, 4-chamber position: Marked dilatation of the left ventricle (dimensions are
indicated by arrows) with grade 3—4 mitral valve regurgitation. Right: Echocardiography performed at the age of 1 year 9 months,
4-chamber position: Condition after mitral valve replacement, myocardial non-compaction in the left ventricle apex (the arrow marks

the non-compacted myocardium).
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(8 1 rog 10 mec KAP J1XK 32 mm, KCP 27 mm, J11 21X 21 Mm),
yAydylWeHne COKpaTUTENbHOM CNOCOGHOCTM MMOKapaa
(PB no Temnxonbuy 37%, no CumncoHy — 46%), reMoanHa-
MUWYECKMe NapameTpbl NpoTe3a B MUTPaibHON NO3MUMK YAO-
BNETBOPUTENbHbIE, peryprutaunm Het. Ha ¢oHe yMeHblueHus
pa3mMepoB MOOCTEN cepAua COOTHOLEHWME HEKOMMAaKTHOro
cNnos MMoKapaa K koMmnakTHomy 3:1. KNMHUYEeCKM cocTosiHMe
pebeHKa 3Ha4YuUTEeNbHO YydLIMA0Ch, GU3UYECKOE U MCUXOMO-
TOpPHOE pa3BUTHE COOTBETCTBYET BO3PACTY.

YyutbiBas Taenoe tedyeHue 3aboneBaHus, norpeboBaB-
Lee onepaTMBHOIO IEYEHMUS, C LIE/bIO FEHETUYECKON BEPUDU-
Kauuu anarHosa pebeHKy MPOBEAEHO MOMEKYNSPHO-TEeHETH-
4yecKoe uccnegoBaHMe METOAOM MPSIMOr0 aBTOMAaTUYECKOro
CceKkBeHnpoBaHus no CaHrepy Ha o6opyaoBaHum lon S5 (Thermo
Fisher Scientific, CLLIA) ¢ nccnegoBaHveM TapreTHbix o6acTen
404 reHoB (KapauonaHenb), MyTauun B KOTOPbIX MpUBOAAT
K pa3BUTUIO U3BECTHbIX K HACTOSALWEMY BPEMEHW HacneaCTBEH-
HbIXx 60ne3Hen cepaua v cocyaoB. bBronHdbopmaTUdecKum
aHann3 NosyYeHHbIX AaHHbIX NMPOBOAWMICS MPU MOMOLLM MPO-
rpamm Alamut Batch n Alamut Focus (Interactive Biosoftware,
®paHuma). B pesynstate B 3k3oHe 4 reHa ACTC1 (OMIM
102540) BbisiBNeHa HyK1eoTuaHasa 3ameHa c.477T>A B reTe-
PO3UIOTHOM COCTOSIHWMM, MPMBOAALWAS K aMWHOKMCIOTHOM
3ameHe p.D159E. HykneoTMaHas 3aMeHa paHee He ornucaHa.
Mo aaHHbIM KOMMbOTEPHOro aHanu3a (Alamut Visual), aBns-
eTcs naTtoreHHon. PaHee myTauuu B AaHHOM reHe, CornacHo
6a3e OMIM, onucaHbl Npu gunatalMoHHOM GeHOTUNE Kapano-
Muonatuu, runepTpodmuyeckoMm ¢GeHOoTUNe, HEKOMMAaKTHOM
MWOKapae NeBoro xenyaoyka [21, 22].

MpuHMMas BO BHMMaHWE MONOAOM BO3pPacT poauTe-
Nen, ¢ Uenblo MeAUKO-TeEHETUYECKOTO KOHCYIbTUPOBAHMS MO
BOMPOCY NOBTOPHbIX 6EPEMEHHOCTEN, C YHETOM Pe3yNbLTaToB
MOSIEKYNSIPHO-TEHETUYECKON ANArHOCTUKM BbINOSIHEH MOUCK
HYK1€0TMAHOM 3aMeHbl €.477T>A B 3K30He 4 reHa ACTC1
B 06pa3Lax BEHO3HOW KPOBM MaTepu 1 0TLa pebeHKa: MyTa-
LM He 0BHapy*KeHO.

MporHo3

OueHKa nporHo3a A9 XW3HU M 340POBbS MauMeHTa
3aTpyAHEHa, MOCKOMbKY Ha GOHe CKOPPEKTMPOBaAHHON
MEAMKaMEHTO3HOW TepanumM BO3MOXHbI KaK cTabunusauus
COCTOSIHUS pebeHKa C MMHUMasbHbIMU MPOSIBIEHUAMM XPO-
HWYECKOW CepaeyvyHOM HeaoCTaTOYHOCTM, TaK U pa3BuUTHUE
TOPNMAHOIO TEYEHUS XPOHMYECKOW CepaeyHON HeaocTaTou-
HOCTW, PE3WUCTEHTHOW K neyeHuto. o mepe B3pOCNEeHUs
pebeHKa, BepOsTHO, noTpebyeTcsa MNOBTOpHas onepauus
no 3aMeHe npoTe3a MUTPabHOro KnanaHa.

MporHo3 ans cembu: MyTauus y pebeHKa UMeeT xapaKkTep
de novo, BEPOATHOCTb MOBTOPHbIX CllyHaeB KapAanomuonaTuu
C TSXKEeNbIM TeYEeHMEeM, BbI3BaHHOW BbILLEONMCAaHHOW MyTa-
LuMen, B JaHHOM ceMbe Y CUONHIOB He Bbille, YeM B 00LLeN
nonynsumm.

BpemeHHas wKana

[JnHaMnKa axoKapanorpapuyeckmnx USMEHEHUN 1 coaep-
»aHus proBNP 3a Bpemsa HabniogeHuss npeactaBflieHbl B
Tabn. 1. laHHble AxoKl oo n nocne onepaTtMBHOIO Ne4YEHUNA
npeactaB/eHbl Ha puc. 1.

KnuHuyeckun npumep N2 2

O nayuneHte

MauuneHTka ®., Bo3pact 7 net 9 mec. I3 aHaMmHe3a n3-
BECTHO, 4YTO y 6abylKM NO MaTEPUHCKOW TIMHUM — apTepu-
anbHasa runepteH3us. lpeacrtaBneHbl pe3dynbraTbl IXoKI
poauTenen — 6e3 NaTtonoruu.

Pe6eHoK oT 1-i 6epemMeHHOCTH, NpoTeKaBLen Ha GoHe
060CTPEHUSA XPOHUYECKOro nuenoHedbpuTa B KoHue | Tpu-
MecTpa (aHTMGaKTepuanbHaa Tepanus KOMGUHUPOBAHHbLIM
npenapaTtoM aMOKCULMANMHA W KnaBynaHOBOM KWCNOThI).
Ha 25-i Hep 6epemeHHOCTM B Mo4ye BbigeneHbl [AHK Bupyca
npocToro repneca 1-ro U 2-ro TMNOB, a TaKXe uuTomera-
nosupyca. Npu nosTopHOM uccnegoBaHuun (B 35 Hep) AHK
BMpYyCa NpOCTOro reprneca o6HapyeHa B KPOBM (MpoBeaeHa

Ta6nuua 1. JuHam1Ka U3MEHEeHW NoKa3aTenen axoKkapanmorpammbl U cogepxkarua proBNP y nauuneHTku K.
Table 1. Dynamics of changes in echocardiogram indices and proBNP content in patient K.

Noxasarenm Bo3spacTtHbie nepuoabl
3 mec 6 mec 9 mec 1ropa 3 mec* 1roa 9 mec 2ropa 3 mec
YCC, ya/MuH 130 176 161 108 150 135
KAP XK, mm 32 36 42 37 32 36
Z-score KAP JIXK 4,45 4,74 5,8 4,45 1,52 25
KCP J1XK, MM 27 31 32 27 26 26
NN (pa3mepbl), MM 20x44 29X 36 43X47 26x31 21x21 23x25
Eﬁ?ggzitlzl:io:;;nam, cT. 158-2 3-4 4 min min min
®B no Tenxonbuy, % 40 22 20 47 37 56
®B no CumncoHy, % 30 33 30 36 46 36
proBNP, nr/mn - - - 1110 513 460

lNpumeyvaHme. * — nocne onepaTnBHoro neveHns. YHCC — vacTtoTa cepaeyHbix cokpalleHuin, KAP/KCP JIX — KoHe4HbIn guacTonnyeckuin/
CUCTONMYECKUM pa3mep NeBoro xenyaoyka, J1N — nesoe npeacepane, B — dpakumns Bolbpoca, Z-score — cTaHAapTU30BaHHas OUeHKa,
proBNP — dopma nporopmoHa MO3roBoro HaTpuiypeTuyeckoro nentuaa.

Note. * — after surgery. HCC — heart rate, KAP/KCP J1}K — left ventricular end-diastolic/systolic dimension, JIIN — left atrium,

®B — ejection fraction, Z-score — standardized score, proBNP — a form of prohormone of brain natriuretic peptide.



MMMYHOKOPPUIMpYIoLLas Tepanus ¢ BHYTPUBEHHbIM BBeae-
HUEM UMMYHOT06YIMHOB).

PebeHOK poxaeH NyTeM KecapeBa ceyeHus (nepBuy-
Has cnabocTb PoOAOBOM AesATeNbHOCTM). Bec npu poxae-
Hun 3950 1, anrHa Tena 58 cm, oueHKa no wkane APGAR
6/7 6annoB. C poXKAeHUs BbICAylaH CUCTOIMYECKUNA LIYM,
LOMNONHUTENbHOE 06cnefoBaHNe B HeOHaTalbHbI Nepuoa
He npoBeaeHo. Poautenn oTMevyanu MpaMOpPHOCTb KOXKHOMo
NOKPOBaA, LIMaHO3 HOCOIYGHOr 0 TpeyronbHMKa.

B Bo3pacTte 6 Mec BnepBble BbinosHeHa IAxoKI: ycta-
HOBJiEHbl BblpaxeHHas aunataumsa JIXK (KAP 36 mm, KCP
30 MM), CHUXKEHME COKpaTUTENIbHOM CMOCOBHOCTM MUOKapaa
(PB no Tewnxonbuy 28%), HeAOCTATOYHOCTb MWTPANIbLHOIO
KnanaHa 1-—2-1 cTteneHu, ryéyatbli MMOKapA.

B cBS13K C 0GHAPYKEHHbIMU U3MEHEHUSMW TOCMUTANN3U-
poBaHa B Kapauonornyeckoe otgeneHve HMWL, 3gopoBbs
[eTen B Bo3pacTe 7 Mec.

dusnKanbHas AMarHocTMKa

Mpu ocmoTpe: LuMaHo3 HOCOryGHOro TPeYrofibHUKa, nepu-
op6UTaNnbHble TEHW, NEPKYTOPHbIE FPaHMLLbl OTHOCUTENbHOM
cepAeYvHOmn TynoCcTU paclWmMpeHsbl (MpaBas — Mo NpaBow napa-
CTepHabHOW IMHUK, BEPXHAS — Ha ypoBHe || mexpebepbs,
fieBas — Ha 2 CM KHapyXu OT CPedHEeKTYUYHOW NUHWUN);
AYCKyNbTaTMBHO TOHbI Cepaua PUTMUYHbIE, MPUIYLLEHbI,
CUCTONIMYECKMUI LIYM Ha BepXyLIKe, C 3KCTpaKapananbHbiM
NpoBeAEHMEM B JIEBYIO aKCUIIISPHYIO 06M1acTb, Ha CMWHY,
aKLEeHT 2-ro ToOHa Haj lero4Hou apTepuen, yacTtota cep-
[e4HbIX coKpalleHnn 130/muH, renatomeranus oo +2,5 cm
OT Kpas npaBow pebepHon ayru.

MpeaBapuTeNnbHbINA AUArHO3

Ha ocHoBaHWK }Kanob, AaHHbIX aHaMHe3a, pe3y/bTaToB
KIMHWYECKOr0 OCMOTPa NoCTaBfAEH NpeABapuUTeNbHbIN anar-
HO3: «KapanomunonaTtus, gunaTauMOHHbIM GEHOTUMN, HEKOM-
NaKTHbIK MWOKapA NIeBOro enyaoyka. HepoctaToyHOCTb
MUTPaNbHOro KnanaHa 2-M CT. XpOHWYecKas cepaedvHas
HeaoCcTaToO4YHOCTb 2B CTor.

[AnarHocTtuyeckune npouyeaypbl

Mo paHHbiM IxoKI: nesas BeHTpuKynomeranusa (KAP
JIXK 35 MM, KCP 30 MM) CO CHWXXEHMEM COKpaTUTEe/lbHOM
dyHKUMKM MUuoKapaa (PB no Tenxonbuy 30%), npu3HaKu
HEKOMMAKTHOro MWOKapAa TOTalbHO MO BCEM CErMeHTam,
3a UCK/IOYEHMEM 6Ga3zalibHblX OTAENI0B MEXIKeNnyao4KoBoMn
neperopoaKkn, HeaoCTaTOMHOCTb MMUTPaNbHOrO KjanaHa
2-1 CT., HeOCTaTOYHOCTb TPMKYCNMAANbHOro KnanaHa 1-# cT.

KnnHn4yecknii gnarHos

KapanomuonaTus, aunataumoHHbIM GEeHOTUMN, HEKOMMAaKT-
HbIM MMOKap[ eBOro Xenyao4ka. HegoctatoyHoCTb MUTPasb-
HOro W TPMKYCNUAANbHOIo KnanaHa. XpoHM4yecKas cepaeyHas
He0CTaToYHOCTb 2Bb-A cT. ®yHKLMOHanbHbIN Knacce |l no Ross.

AndppepeHynanbHasa guarHoCTUKa

lMpoBoannacb Mexay AvnaTaumMoOHHbIM GEHOTUMOM Kap-
AMomMMonaTMn U M30IMPOBAHHBIM HEKOMMAKTHLBIM MUOKap-
OOM IEBOTO XKenyAoyKa. Y4uTbiBas BblpaXKEHHYO Aunataumio
NeBbIX OTAENOB C ry64yaTblM MUOKapAOM, MOCTaBNEH Bbille-
YKa3aHHbIV AMarHos.

MeaununHcKne BMellaTeIbCTBa

PazpaboTaHa cTpateruvs ne4vyeHus, HamnpaBieHHas Ha
KynupoBaHue CUMMTOMOB XPOHWYECKOM CephevyHON Heao-
CTaToyHOCTU (auMrokcuH 0,03 wmr/cyt, Kantonpwun 1 Mr/Kr
B CYTKM, Kapseaunon 0,5 mr/cyT, dypocemus, ruapoxiopTu-
asug + TpuamTepeH), NpodunakTuKky Tpom6006pa3oBaHus
(auetuncanuuunoBasa kKucnota 12,5 mr/cyt), UMMYHOKOP-
PEKLMIO (MMMYHOIIOBY/IMH YenoBeKa HOpMasbHbIM 1 r/Kr).
lNpoBeaeHa meTabonuyeckas Tepanus (MEHTOKCUPUIIUH,
Kanuns 1 marHug acnaparuHar).

AnHamuKa n ncxogbi

B nanbHenwem pebeHoK perynapHo (1 pa3 B 4—6 mec)
obcnefoBancyd B YC/NOBUAX CTalMOHapa Kapauonoruye-
ckoro otaeneHna HMWL 3gopoBbsa aeten. Ha doHe meau-
KaMeHTO3HOW Tepanuu OTMeyanacb nporpeccupyowas
Avnatauusg pa3mepoB MoJIoCTeN cepiua € yxyAleHuem
CUCTONIMYECKON (YHKUMKU. B CBA3M C 3TUM BbINOAHANACH
KOppeKuns MeauMKaMeHTO3HOM Tepanuu (MPOoBOAMIUCH
Nle4yeHne BbICOKMMM [J03aMW AUYPETUKOB, KypCbl BBe-
JEHUS BHYTPUBEHHbIX WMMMYHOTNOGYIMHOB, T[JIIOKOKOP-
TMKocTepounaoB). Pesynbratbl AxoKlI Ha ¢doHe nposBoau-
MOW Tepanuu (B Bo3pacTe 5 fieT 6 mec) npeacTaB/ieHbl
Ha puc. 2.

B Bo3pacTte 6 ner 5 mec npoBeAeHa MarHUMTHO-pPe30-
HaHCHas Tomorpadusa cepaua C BHYTPUBEHHbIM KOHTpa-
ctupoBanuem: JIXK wapoBuaHon Gopmbl (KOHEYHbIM Aua-
cTonn4yeckun obbem JIXK no oTHOWEHMIO K naowaaun Tena
144 mn/mM2 npu Hopme A0 95 Mi/M2, KOHEYHBI CUCTO-
nnyecknn obbem JIXK no OTHOWEHWIO K naouwaau Tena
111 Mn/M2 npu Hopme go 35 MJ'I/MQ), MPOCBET BEPXYLUEYHO-
ro CerMeHTa NpPaKTUYEeCKU MOJSIHOCTLIO 3aHAT CeTbio Tpabe-
Ky, pacnpocTpaHsAoLMXCs MO BCEM CTEHKaM A0 CEpPeAnHbI
CPefHEero cerMeHTa; BblpaXeHHOE CHUXXEHWE COKpaTUTeSib-
HOM cnoco6HocT MuoKkapaa (PB 23% npu Hopme oT 51%)
(puc. 3).

Puc. 2. 9xoKapanorpamma neBoro enyaoyka naymeHTku e.
Fig. 2. Echocardiogram of the left ventricle of patient F.

lMpnmeyvaHme. CHUMOK BbINOSIHEH B Bo3pacTe 5 neT 6 Mec;
4-KamepHasi NO3MLMA: HEKOMMAKTHbIA MUOKAPA IEBOr0 XeyLo4Ka
CO 3Ha4YMMON aunataumen (6enow CTpenKom oTMedeH
HEKOMMNaKTHbIW CN10M, CEPON — KOMMAKTHBbIN).

Note. The image was taken at the age of 5 years 6 months;
4-chamber position: Non-compacted myocardium of the left
ventricle with significant dilatation (white arrow indicates

a trabecular layer, gray arrow — a compact layer).
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Puc. 3. JaHHble MarHWTHO-pe3oHaHCcHOM Tomorpadum cepaua ¢ ero
BHYTPUBEHHbIM KOHTPACTUPOBaHUEM Y NauueHTKn .

Fig. 3. The results of magnetic resonance imaging of the heart with
its intravenous contrast in patient F.

lMpumevaHue. A — 2-kamepHas npoekuusl, b — 4-kamepHas
npoekuus, B—E — npoeKumm no Kopotkum ocsim. CTpenkom
OTMEYEH HEKOMMAKTHbIA MUOKapA.

Note. A — 2-chamber projection, B — 4-chamber projection,
B-E — projections on short axes. The arrow marks the non-
compacted myocardium.

C uenbto reHeTnyecKon BepuduKaLMm anarH03a Bbinon-
HEHO MOJSIEKYNSIPHO-TEHETUYECKOE UCCNeaoBaHWE METOAOM
NPsSIMOro  aBTOMaTUYECKOro CEKBEHWPOBaHUS no CaHrepy
C MWCMONb30BaHWEM KapauoMaHenu, YyKa3aHHOW Bbllle.
B ak30He 06 reHa MYBPC3 BbisiBneHa mytauus c.772G>A
B reTepo3nroTHOM COCTOSIHUM, NPUBOASLLAS K aMUHOKUCOT-
HOM 3ameHe p.E258K. MyTtauusa onncaHa paHee y 60/bHbIX
C runepTpoduyeckon Kapanomuonatnen [23]. Kpome Toro,
B 3K30He 33 reHa MYBPC3 (OMIM 600958) BbiaBieHa
mMyTaumus ¢.3697C>T B retepo3vroTHOM COCTOSIHUK, MpPU-
BoAsLLas K TepMUHauuMu TpaHcnsauun p.Q1233X. Mytauus
TaKXXe onucaHa paHee y 60MbHbIX TMNEPTPOPUYECKON Kap-
avomuonatuen [24].

Puc. 4. [eHeanornyeckoe ApeBo cemMbM d.c aropuTMomM anMarHoCTuku

Fig. 4. Genealogical tree of family F. with a diagnostic algorithm

MYBPC3 ¢.772G>A p.E258K MYBPC3 ¢.3697C>T p.Q1233X

1974 r.p., np. 340poB 1978 r.p., np. 3a0poBa

MYBPC3 ¢.772G>A p.E258K
MYBPC3 ¢.3697C>T p.Q1233X

HykneotnaHbix 3ameH g.47353740G>A
1 47369975C>T B reHe MYBPC3 He BbISIBNEHO

[eBoyKa, 7 net 4 mec.

Ds: kapavomuonatus, aunaTaumoHHbIR GeHoTMN,
HEKOMMaKTHbIA MUOKapZ NeBOro Xenyao4Kka. AHeBpu3ma
MeX<npeacepaHoV neperopoakn. Hegoctato4HOCTb MUTPabHOMO
M TPUKYCMMAANbHOIO KnanaHoB. MapuuanbHbii CUHAPOM
NpeaBO306YKAEHUS XeNy[o4KOB. YrpoxKaema no cCMHAPOMY
BHe3anHon cmeptn. XCH 2AcT. Il @K no ROSS

[Onsa onpeneneHns Tuna HacnegoBaHWs B AaHHOW CeMbe
BbINO/IHEH MOWUCK HaWAeHHbIX Y pebeHKa myTauui B ob6pas-
LLlax BEHO3HOM KPOBKM 060UX poauTenen: y Matepu AEBOYKMH,
1978 r.p., B 9K30He 33 reHa MYBPC3 BbiiBfieHa HyKeo-
TMAHas 3ameHa c. 3697C>T B reTepo3nroTHOM COCTOSIHUM,
npuMBoAsLWas K TepMUHaLnK TpaHensaumumn p.Q1233X; y otua,
1974 r.p., B 3K30He 06 reHa MYBPC3 BbiiBfieHa MyTa-
ums c.772G>A B retepo3nroTHOM COCTOSIHUM, NpPUBOAsLLas
K aMUHOKMCNoTHOM 3amMeHe p.E258K. Mo gaHHbIM 3xOKT,
M3MEHEHWUI COCTOSIHWUS cepaLa y poauTenen He 0TMEeYanoch.

Mpu HacTynneHun nocneayollen 6epeMeHHOCTU C Liefbio
[0poAOBOM ANArHOCTUKM Ha 16-1 Hea nNpoBeaeH KOpAoLEeH-
Te3 A9 nonyvyeHms obpasua Kposu nnoga. Metogom npsmo-
ro aBTOMaTU4YECKOr0 CEeKBEHMPOBaAHMS Obln UCCNEeA0BaHbI
3K30HbI 06 1M 33 reHa MYBPC3 ¢ npuneralowmmm UHTPOH-
HbIMK 06/1aCTAMMU: HYKNeoTUAHbIX 3aMeH g.47353740G>A
n g.47369975C>T B reHe MYBPC3 He BbIsIBNEHO.

[eHeanornyeckoe ApeBo cembu @. ¢ anropuTMOM auar-
HOCTUKM NpeacTaB/eHO Ha puc. 4.

Taknm o06pa3om, pas3BUTUE KapOMOMMUOMNATUU C TSXKe-
NbIM TeYyeHMeM B MOCTHaTaJbHOM nNepuoae, Bbl3BaHHOWM
BbllEONUCaHHbIMKU MyTauusaMK, HEBO3MOXKHO. PoauTtensm
pebeHKa AaHbl peKoMeHdaumMmM 0 He06X0AMMOCTH YrnyoneH-
HOro o6cnefoBaHusa M AMHAMWYECKOro HabntoaeHUs y Kap-
avonora.

lporHo3

[MpOrHo3 Ans *n3Hu 1 300pOBbS HEGNAronpUsTHbIN, BEPO-
ATHO pa3BUTME TOPMUAHOM XPOHUYECKOW CEpAeYHOM HeaocTa-
TOYHOCTHM C NPOrPECCUPYIOLNM TEYEHNEM U HEOBXOANMOCTbIO
npoBefeHWs TpaHCNNaHTaLUmMmn cepaLa B AanbHenwem.

BpemeHHas WwKana
Pesynbratbl AXoKI B AMHamMuKe npeacTaBieHbl B Tab. 2.

BbisiBneHune y pebeHKka MyTaumm

@

MoneKynsipHo-reHeTu4eckoe o6eneoBaHue poauTenen:
METO/IOM NPSIMOr0 aBTOMaTU4YECKOr0 CEKBEHWPOBaHUS
6b11M UccneaoBaHbl 3k30HbI 06 1 33 reHa MYBPC3,

C NpuneralLWyMn UHTPOHHLIMK 0GNacTAMKU

@

Y oTua BbISiBNIEHa MyTaLMs B 6-M 3K30He, y MaTepn — B 33-M 3K30He.
KnuHuyeckux nposiBneHnit 3a6onesaHna Ha MOMEHT 06CneoBaHNs
y poauTenen He 6b110

&

Martb pebeHKa Haxoamnacb Ha 16-# Hep 6epemMeHHOCTH

@

MNpoBeneHa fopoaoBas AMarHOCTUKa: METOLOM NPSIMOro
aBTOMAaTUYECKOr0 CEKBEHUPOBAHMS GblN UCCNefoBaHbI
3K30HbI 06 1 33 reHa MYBPC3 ¢ npunerarmowmmMmm MHTPOHHbIMMU
ob6nactsiMu B 06pasLie KpoBu nnoga (61Moncus XopnoHa)



Ta6nuua 2. luHamrKa nokasatenen axokapanmorpaMmmMbl NauMeHTkr ®. 3a BpeMst HabnoaeH s
Table 2. Dynamics of echocardiogram indices of patient F. during the follow-up period

Bo3pacTHblie nepuoabl

Nokasarenu ST [ a— 1roa | 1roa | 2ropa 3ropa 3rona |4ropa | 5ner | 5ner | 6ner | 6ner | 7ner
4 mec |10 mec | 4 mec 10 mec |11 mec | 6 mec |11l mec | 5mec |11l mec| 4 mec
YCC, ya/MuH 140 130 120 104 120 73 93 93 94 111 80 75 81
KAP J1XK, Mm 35 33 36 36 41 43 43 42 46 48 48,6 | 46,5 49
Z-score KAP JK 5,6 5,2 4,14 3,42 4,39 3,64 3,49 3,37 4,1 4,34 4,57 3,13 4,25
KCP JI)K, mm 30 27 28 29 34 32 33 34 39 40 40 358 | 388
TN (pa3mepbl), Mm 22X24 | 22X26 | 24X23 | 19X25 | 21X25 | 27X28 | 23X31 | 28X32 | 30X33 | 31X33 | 30X33 | 30Xx37 | 30X31
OB no TenxonbLy, % 30 42 49 40 35 52 46 42 33 32 37 46 43
®B no CumncoHny, % 45 50 46 45 31 37 44 36 23 32 34 42 41

lMpumeyvaHme. HCC — yacToTa cepaeyHbix cokpalieHnin, KAP/KCP JIXK — KOHe4YHbI AnacToNnyecKmit/CUCTONMYECKUIK pa3mep NeBoro

*enyaouka, JIN — nesoe npeacepave, @B — dpakums BbiGpoca.

Note. YHCC — heart rate, KAP/KCP JTXK — left ventricular end-diastolic/systolic dimension, /1IN — left atrium, ®B — ejection fraction.

OBCYXAEHUE

KnuHuyeckmun npumep N 1 AeMOHCTpUpyeT ciyyan
TAXENOro TeyeHUs aunataunoHHOro deHoTuna HEKOM-
NaKTHOW Kapauomuonatun y pebeHKa paHHero Bo3pacTa
C pas3BWTMEM TOTalbHOW HELOCTaTOYHOCTU MWTPaSIbHOro
KnanaHa, noTpeboBaBlUEN MNPOBEAEHUA XUPYPrUyecKon
KOPPEKLMN B IKCTPEHHOM MOPSAKE MO XXMIHEHHbLIM MOKa-
3aHUAM. YuuTblBas xapakTep TeyeHUs 3aboneBaHus,
nposoaunacb aguddepeHuManbHag AMarHOCTUKa Mexay
BPOX/EHHbLIM NMOPOKOM cepfLla (BPOXAeHHas HeaocTaToy-
HOCTb MWTPaANbHOrO KaamnaHa) U KapauomMuonatuen: npwu
BbINMOMIHEHUN XMPYPrUYECKOM KOPPEKLMM HELOCTAaTOYHOCTH
MUTPanbHOro KianaHa OTMeYasioCb 3HayuTeNibHOe YBeNu-
YeHue cepfiLia B pa3mepax 3a CYET NIEBbIX OTAEN0B; CTBOPKU
MUTPanbHOro KnanaHa TOHKUe, GU6PO3HO HE NBMEHEHHbIE;
B MOJIOCTU JIEBOrO XeNyLo4yKa 3HAOKaph C MNpuaHakamu
dunbpoanactoza. o pesynbrataM MOJIEKYNAPHO-TEHETU-
YeCKOro uccnefoBaHUs BbiSiBieHa HyKIeoTuaHasi 3aMeHa
B reHe ACTC1, paHee He onucaHHas. Mytauumm B AaHHOM
reHe onucaHbl Npu cenTanbHbIx AedeKTax [25], pasnnyHbIx
deHoTUNax Kapamomuonatun [21, 26], HO, NO Hallemy MHe-
HWIO, HE CBA3aHbl C M30/IMPOBaHHLIM Pa3BUTUEM HeLoCTa-
TOYHOCTW aTPUOBEHTPUKYNAPHbBIX KNanaHoB.

Mytaumm B reHe ACTC1, Koaupywouem 6enok anbda-
aKTUH — OfWH W3 OCHOBHbIX KOMIMOHEHTOB CepAe4vHON
MblILLLLbl, OMMUCaHbI MPU Pa3NnYHbIX NaTtonoruax — aedexre
MeXNpeacepaHoOn Neperopoakun, AnnaTtalMoHHOM U runep-
Tpoburyeckom eHOTUNE KapAMOMUOMNATUR, a TaKKe Npu
HEKOMMaKTHOM MWOKapae IEBOro xenyaoyka [21, 25, 26].
B wnccnepoBaHuu L. Monserrat n coaBT. Ha BblI6GOpKe M3
267 NauUMEHTOB C KIMHUYECKMMW MNPOSIBNEHUSMWU TMNep-
TpoduM MWOKapaa W/vnn Mpu3HakaMum HEKOMMNAKTHOCTU
MWOKapAa BbINOAHWAN Nouck myTaumm E101K B reHe ACTC1
[26]. Mytauuns 6bina BbiiBiAeHa y 4 nNauueHToB C runep-
TpobUYECKMM bEHOTUNOM Kapauvomuonatin u 1 nauueH-
Ta C HEKOMMNaKTHbIM MWoKapaom JIXK (npo6aHabl He ABNS-
JIMCb POACTBEHHWKamM). B xoge panbHeENWero CKpUHUHra
POACTBEHHWKOB MNaLMEHTOB aHanorMyHble MyTauuu Obinu
obGHapyxeHbl y 46 41eHOB ceMbM: 3xOoKapauorpaduye-
CKas KapTuHa 23 nalueHTOB COOTBETCTBOBasa KpUTEpUAM

HEKOMMAKTHOro MUOKapga, y 22 oTMevanucb MNPU3HaKM
NOBbILLEHHON TPaBEKYNSPHOCTU B BEPXYLIKE NEBOr0O XKeny-
[0YKa, Y 3 — NpU3HaKM PecTpUKTUBHOro GpeHoTMna Kapamo-
Muonatun. Y 9 nauMeHTOB BbIWEONUCAHHbIE U3MEHEHMUS
co4yeTanucb ¢ centalnbHbiMU aedeKTamu (y 8 AedeKT Mex-
npeacepaHon neperopoakn, y 1 aedeKT MerKenygovko-
BOW Neperopoaku). BaxkHO OTMETUTb, YTO Y POACTBEHHUKOB,
KOTOpble He SBASNNCb HOCUTENSIMM MyTauuKW, U3MEHEHUN
CO CTOPOHbI cepfLia He oTMeYyasnoch [26].

S. Klaassen u coaBT. NpPoBEeNU MONEKYNAPHO-TEHETH-
YeCKMM aHanu3 KoropTbl M3 63 HEePOACTBEHHbLIX B3POC/bIX
NauMeHToB C YNbTPaA3BYKOBbIMU MPU3HAKaMKU HEKOMMNaKT-
HOrO MUWOKapaa 6e3 Apyrux CTPYKTYPHbIX aHOManuh cepa-
ua [21]. Mytaumsa E101K B reHe ACTC1 6bina BbisiBie-
Ha y 2 HEepOACTBEHHbIX MALMEHTOK: Y KEHWMUHbl 38 net
C CMMMNTOMaMM XPOHWUYECKOM cepaeyvHOn HeaoCTaTOYHOCTU
W NEero4YHOM rMnepTeH3nn u y AeBOYKM-NoApOCcTKa 15 ner,
MMeloLLe B aHaMHe3€e CMHKOMasbHble COCTOSHUS, NOTPe6o-
BaBLlIMEe MOCTAHOBKM KapaunoBepTepa-gebubpunnsatopa. Mpu
o6cnefoBaHMn POACTBEHHWKOB NEPBOW IMHUKM aHaNornyHble
MyTaLMKn BblIM 0BHapYKEHbI Yy OTLOB NpobaHaos [19].

OTCyTCTBME BbISBNEHHOM HYKIEOTUAHOM 3aMeHbl Y POau-
Tenen Hawew nauneHTKU, He UMEILWNX NPU3HAKOB Kapauno-
MuonaTimn no AaHHbiM IXOKI, noaTBepykgaeT naTtoreHHOCTb
MyTauuu. Kpome Toro, onpeaeneH xapakrep BO3HUMKHOBEHMS
MyTaumm de novo, 4TO MO3BOASET NPEANONOKUTb OTCYT-
CTBME pUCKa MOBTOPHOIr0 BO3HWKHOBEHUS KapAMoMMUONaTuu,
Bbl3BaHHOW MyTauuen B reHe ACTC1, B JaHHOM ceMbe npw
nocneayoumx 6epeMeHHOCTAX, O4HAKO He UCKITIYaeT BEPO-
ATHOCTU MHOW MyTaLmu de novo.

B KauMHMYecKom HabnwaeHnn N2 2 aemMOoHcTpupyeTcs
cnyyaw HEKOMMAKTHOM KapavoMuonatuun ¢ aunatauMoHHbIM
deHoTMNOM Yy pebeHKa AOWKOMbHOro Bo3pacTa C paHHUM
ae6loTom 3aboneBaHUs M TAXeNblM TedeHueM. YyuTbiBas
xapaKktep 3aboneBaHus, mManylo 3PGOEKTUBHOCTb MeauKa-
MEHTO3HOW Tepanuu, B JanbHeWWeM nauueHTy C BbICOKOM
JONen BeposTHOCTM MOTpebyeTcs npoBedeHue pafuKasb-
HOMO OMEepaTUBHOMO Nle4YeHUss — TpaHCcnAaHTauuu cepaua,
COMPSIXXEHHOrO0 CO 3HA4YMTENbHbIMU 3TUYECKMMMK, MpPaBo-
BbIMW (HexBaTKa AOHOPCKWUX OPraHoB, AAUTENbHbIA NWUCT
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0XMIAaHUS, NCUXO3IMOLIMOHANbHbIE MPO6AEMbI pPeLuUnueHTa,
CBSI3aHHble C naeHTUdUKaumnen cebs Kak JIMYHOCTU nocne
nepecagku 4y»oro cepgua nocne 6MONOrM4eckorn cMepTu
[lOHOpa, OTCYTCTBME B POCCHM 3aKOHa O 4ETCKOM JOHOPCTBE
B TPaAHCMNAHTONOMMK, BO3MOXHOCTb MCMONb30BaHWSA opra-
HOB TO/IbKO OT COBEPLIEHHONIETHUX JOHOPOB, YbM AHTPOMO-
MEeTpUYECKNE MoKasaTenn He NoaxoasT MaNeHbKUM AEeTAM)
M MELULMHCKMMU TPYAHOCTAMM (B T.Y. MHOEKLUMOHHbIE
OCJ/IOKHEHMS, PUCK OTTOPXKEHUS TPaHCNaHTaTa).

Mpn NpoBeaeHUN MONEKYNSPHO-TEHETUYECKOMO aHannaa
BbISIB/IEHbI 2 HYKE€OTUAHbIE 3amMeHbl B reHe MYBPC3, ogHy
M3 KOTOPbIX AEBOYKAa Monyd4una oT MaTepu, a Apyryilo —
oT oTua. 06e myTaumm 6bIIM paHee onucaHbl MpuU rMNepTpo-
duryeckom deHoTMne KapanommonaTtun [24, 25]. [Joka3aHa
ponb reHa MYBPC3 B pa3BWTUM HEKOMMAKTHOro MWOKap-
na JIK, ogunataunoHHOro U runeptpoduyeckoro deHotMna
KapanomuonaTtuun [27—-29]. [eH KapTMpoBaH Ha XpomMocome
11 v KoanpyeT MMO3MHCBSA3bIBatoOWMIn NpotenH C. PyHKUUA
[aHHOro 6eflKa 3aK/4aeTcs B CBA3bIBAHMM TAXKENbIX Lienewn
MWO3MHA B TOHKME OWNaMEHTbl U TUTUHA B 3aCTUYHblE
dunameHTbl, a pochopunnpoBaHne gaHHOro nNpoTenHa obe-
cnevynBaeT MOAyIMpOBaHKe CoKpalleHus [25, 27, 29].

S. Probst n coaBT. B Koropte n3 63 nauueHTOB 3a-
nagHOEBPOMENCKOro MPOUCXOXKAEHUA MNpoaHann3nMpoBa-
M 8 reHoB capkomepa W mnaeHtuduumposanm 5 npobax-
[0B C 4 pasfinMyHbIMK FreTEPO3UTOTHBIMKU MYTaLMAMKU B TeHe
MYBPC3 B 2 cembsix [29]. B ogHOM ceMbe MyTauuu Oblin
BbIfiBNIeHbl Y 70-neTHero otua, NpeabsBAsABLIEro *Kanobbl
Ha OoAbllWKy, U ero cbiHa. Mpn ob6cnegoBaHnUK 060MX Mauu-
€HTOB MO JaHHbiM IOxoKI oTmeyanucb MPU3HAKW HEKOM-
NakTHOro MMoKapaa B 06/1acTu HUxHen cteHku JIXK. Bo BTo-
PO CEMbE Y KEHLUMHbI 3XOKapanorpadbmuyeckme npusHaku
HEKOMMAaKTHOro MMOKapAa BEPXYLIKM U CPeAHEN YacTh MeX-
KENyAO4YKOBOW MEePEeropoaKM coyveTanucb C HapyWweHUSMU
puTMa cepgua (TpeneTaHue KenyoovykoB) M noTpeboBanu
UMNNaHTauuu KapamoBsepTtepa-gedunbpunnatopa [29].

Ha MOMEHT npoBedeHUs WccnefoBaHua y poauTenen
o6cnegoBaHHONM HaMKW MAUMEHTKM He OTMevasnocb MpU3Ha-
KOB KapauMoMMuonaTuu no AaHHbIM CKPUHWHIoBoro 3xoKI.
OfHaKo, y4uTbiBas BO3MOXHOCTb fe6ioTa 3aboneBaHus
B 60s1ee NO3gHEM BO3pacTe, a TaKkKe peann3aumio pasnuy-
HblX GEeHOTUNOB 60NE3HN NMPU OAMHAKOBBLIX MyTaLMSX, OMNK-
CaHHbIX paHee [25, 27, 29], peKOMEeHA0BaHO MeAULIMHCKOe
HabnoAeHNe C PEryasSpHbIM NPOBEAEHMEM 3NEKTPO- U 3XO-
Kapaunorpaduu He pexe 1 pasa B roa. BeposTHo, coyeTaHne
OBYX MyTauui NpuMBENo K TaKOMy TSXKeNoMy Te4eHuio 3abo-
nieBaHusa y pebeHKa.

Mpn HacTynneHum NOBTOPHOM GEPEMEHHOCTU BO3HMKIA
Heo6xoAMMOCTb B MpPOBeAeHWU [OOPOAOBON AMArHOCTUKM
NS onpeaeneHns TakTUKK AanbHenwWwero BegeHuns 6epemMeH-
HocTK. ocne nosydyeHus obpasLa BEHO3HOM KpoBM njoga
nyTeM KopZoueHTe3a 6blil BbINMOAHEH MONEKYASAPHO-FEHETH-
YEeCKMM MOUCK HYKNeOoTUaHbIX 3aMeH B reHe MYBPC3, BbisiB-
JIEHHbIX Y NpobaHda 1 ee poautenen. [aHHblX O Haln4mm
MyTaLMK He nosy4yeHo. Takum o6pa3oM, PUCK BO3HUKHOBE-
HUS 3abosieBaHWs, BbiI3BaHHOIro mytaunsamu B reHe MYBPC3,
CTPEMMUTCSH K HYMIO, YTO, OAHAKO, HE UCKIIOYaEeT BO3MOMXKHO-
CTW BO3HUKHOBEHMUS UHbIX MyTauui de novo.

OTCyTCTBME NONHOLEHHOrO peecTpa NaLMeHToB C reHeTu-
YECKMU ETEPMUHUPOBAHHBIMW KapagMomMMonaTusaMu ¢ y4eTOM

XapaKTepa Mx OTBETa Ha JIeKapCTBEHHYO Tepanuio aenaet
HEBO3MOXHbIM aHann3 adHGEKTUBHOCTU MEANKAMEHTO3HOIO
fle4eHns B 3aBMCMMOCTH OT 3TUOOMMKU 3aboneBaHus, 1 Kap-
AMONIOTM NPOBOAAT CMMMNTOMATUYECKYIO Tepanuio XpoHuye-
CKOM cepaevyHOn HedoCTaTOYHOCTM (cepAedHble [TMKO3W-
[bl, MHFTMBUTOPbLI aHMMOTEH3MHMpPEeBpaLLatolero depmeHTa,
[B-650KaTopbl, AUYPETUKM) W HapylweHuh puTMa cepaua,
NPOPUNAKTUKY TPOMBOIMOONNYECKMX OCNOKHEHUN (@HTU-
arperaHTbl, aHTMKoarynsHtbl). OAHAKO MNpWU HaKoMIEeHWUU
[OCTaTO4YHOro o6beMa [aHHbIX Pa3BUTUE TEHOMUKU MOXKET
NMOMOYb B PELEHNN KOHKPETHbIX MPaKTUYECKUX 3aaad.

3AK/TIOYEHUE

YyuTbiBas xapaktep 3ab0/ieBaH1s C BbICOKOM CTEMNEHbIO
WMHBaNMAM3aLUMKM U NeTanbHOCTHU, NOTEHLMANbHO Pa3/MYHbIN
BO3pacT AebtoTa KIMHMYECKUX NPOSIBNIEHUI, B MEPBOM Npea-
CTaBfIEHHOM Cny4Yae reHetTuMyeckasa BepuduKauus auarHo-
3a CHMMaeT HeobXxoAMMOCTb YrnybneHHoro obcnenoBaHus
W HabnaeHns 3a poauTensamu npobaHaa (a COOTBETCTBEH-
HO, YMEHbLUaeT MaTepuanbHble 3aTpaTtbl Ha MeAULMHCKoe
o6CcnyKMBaHMe, MNO3BOASET POAMUTENSIM BECTU MPMBbIY-
HbIM 006pa3 »WM3HWM 6e3 orpaHnYyeHnn GU3UYECKUX Harpy-
30K W Mp.), @ TaKKe No3BONSET NIaHNpoBaTb AajibHENLLME
6epemMeHHOCTU. Bo BTOPOM KIMHMYECKOM HabnogeHun noa-
TBEPKAEHHbIA FEHETUYECKM AMarHo3 Nno3BOoWa POAUTENSM
NPOBECTU NPEAPOAOBYIO AUATHOCTUKY ANSt OnpefeneHus TaK-
TUKM AafbHENWero BeaeHuss 6epeMeHHOCTU. Kpome Toro,
BO3MOXHO paHHee BbisiB/ieHWe aebioTa 3aboneBaHus y nnu-
HOCUTENEen MyTaumin Ans CBOEBPEMEHHOIO Havana nevyeHuns
W yNy4yLlWeHUs NporHo3aa.
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