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CewmeiiHas ¢popma runepTpoduryeckoit KApAMOMMNONATUM CO CPELHEXEeNyA04KOBOW 00CTpyKLMe
Ha ¢poHe BapuaHTOB B reHax MYH7, FHOD3 n BAG3: KnuHN4ecKuin cny4an

Anppeesa C.E., Mapycosa M. 0., bopuosa M.A., Koctapesa A.A.

BeepeHue. Muneptpoduyeckas kapaMoMmnonaTus Co CpeaHexenynoukoBoii 06-
cTpykumeit (TKMM CpO6) npeacTasnsiet coboii NoArpynmny NoBbILLEHHOrO pucka
HebnaronpuaTHbIX NCXOLOB CPeAV NALMEHTOB C faHHOW GOpMOI kapanomuona-
K, cnocobCTBYIOLLEN HOPMUPOBAHWMIO anuKanbHOWM aHeBPU3MbI, KOTopas siB-
NSIeTCH aHaTOMWUYeCkUM Ccy6CTPaToM AJs PasBUTUS 310KAYECTBEHHBIX apUTMUIA,
Tpom603aMBONNIA, a Takxke NPOrpeccupoBaHns A0 "KOHEYHON cTagmun” ¢ pasBuUTu-
€M CUCTONNYECKON CepAeyHON HeJoCTaTo4HOCTH. TeHeTnyeckne npuynHel TKMIM
CpO6 mano onvcaHbl B 0TEYECTBEHHOI 1 3apybexHOi nnTepaTtype.

KpaTtkoe onucanue. Mbl NpeacTaBnseM KIMHUYECKUi cnyvai naunmeHTkm 54 net
¢ cemeitHoii dopmoii FKMM ¢ dpopmmpoBaHrem naonuposaHHoin CpO6 Ha doHe
penknx MUCCEHC-BapuaHToB B reHax MYH7, FHOD3 n BAGS3. KnuHuyeckas kapTu-
Ha 6blna npeacTasneHa napokcuamManbHoi Gopmoit Gubpunnaumm Npeacepauni,
a Takxe NapokCM3MaMu HEYCTOMHMBOW XENTYA04KOBON Taxmkapanu.

Auckyccusa. CornacHo eBponenckomy KanbkynsTopy OLEHKU pycka BHE3anHow
CepaeyHoil CMepTu NauueHTka cTpaTuduumpoBaHa B rpynmny NpoMexyTO4HOro
puvcka, 0fHaKo AOMONHATENBHO GbINO MPUHSATO BO BHUMAHWE HanuMyme 30H KOHT-
PaCTHOrO YCUNEHWs rafoNVHUS B MMOKapAe NPy MarHUTHO-PE30HAHCHOW TOMO-
rpaduu, a Takke OTCYTCTBME NOAXOASLLMX YCNOBUIA LN XMPYPrUYECKOro ycTpa-
HeHusi CpOB, YTO SBMNOCH KIOYEBBIM B OMPEAENEHNN NOKa3aHUin K UMMaaHTaLmm
KapavosepTepa-aedubpunnsatopa B pamMkax nepBuYHON NpodunakT1ki BHe3ar-
HOW CepaeyHon CMepTU.

KnioueBble cnoea: runeptpoduyeckas kapamoMmnonaTms, CpeLHexenynoukosas
obcTpykums, MYH7, BAG3, FHOD3, knuHu4eckuid cnyyai.
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Familial hypertrophic cardiomyopathy with midventricular obstruction associated with MYH7, FHOD3

and BAGS3 gene variants: a case report

Andreeva S.E., Marusova M. O., Bortsova M. A., Kostareva A. A.

Introduction. Hypertrophic cardiomyopathy (HCM) with midventricular obstruction
(MVO) represents a subgroup of increased risk of adverse outcomes. It contributes
to development of apical aneurysm, which is an anatomical substrate for the
development of malignant arrhythmias, thromboembolism, as well as progression
to end stage systolic heart failure. Genetic causes of HCM with MVO are poorly
described in Russian and foreign literature.

Brief description. We present a case of a 54-year-old female patient with a fami-
lial HCM with isolated MVO and rare missense variants in the MYH7, FHOD3 and
BAG3 genes. The clinical performance was represented by a paroxysmal atrial
fibrillation, as well as episodes of nonsustained ventricular tachycardia.
Discussion. According to the European HCM Risk-sudden cardiac death (SCD)
calculator, the patient was stratified into an intermediate risk group. However,
we also took into account gadolinium-enhanced myocardial areas according to
magnetic resonance imaging, as well as no conditions for MVO surgery. This was
key in determining the indications for a cardioverter-defibrillator implantation within
primary SCD prevention.

Keywords: hypertrophic cardiomyopathy, midventricular obstruction, MYH7,
BAG3, FHODS, case report.
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KnioueBble MOMEHTbI Key messages

« Mopwma runeprpodrUUECKoil KApIUOMUOIIATUN CO
CpEIHEXENYA0UYKOBOK OOCTPYKIIMENA aCCOLIMUPO-
BaHa C XyILIUM MPOTHO30M.

* MarHuTHO-pe30HAHCHYIO ToMoTrpaduio cepi-
11a ¢ KOHTPACTHBIM YCUJICHUEM TralOJIMHUEM Pe-
KOMEHAYETCS BBIMOJHATh TaKUMM IallMeHTaM
C LICJIbIO BBISIBJICHUSI allMKalbHOW aHEBPU3MBI,
ompeneeHus pacopoCTpaHEHHOCTH (Guodpo-
3a IJIs pelleHus Bompoca 00 MMILJIaHTalUuKU
KapauoBepTepa-aeduopusgTopa.

* Penkue mucceHc-BapuaHThl B reHax FHOD3 u BAG3
MOTYT BBICTYNAaTh B KauyecTBe MOAM(MUKATOPOB
peanuzanuu (GeHOTUIIa TUIepTpoduIecKoin Kap-
JTMOMUOTIATAM, B T.4Y. €€ CPEIHEXKEIyT0YKOBBIX
¢dopM, a10O0 K& MOTYT ObITh MHTEPIPETUPOBAHBI
B Ka4eCTBE CaMOCTOSITEIbHOM MPUYMHBI 3a00J1e-
BaHMS MPU BBISIBJICHUU TOIMOJHUTEIbHBIX IO -
TBEPXIAIOIINX TaHHBIX.

TunrepTpodryaeckast KapIMOMHOIIATHASI CO CPETHEKE-
nmynoukoBoit ooctpykimeit (TKMIT CpO6) dhopmupyert-
¢S y MAalMEHTOB ¢ TUNEepPTpodUeil CpeIMHHBIX OTIEIOB
MEXXCKeTyIouKoBoii meperoponku (M2KIT), kak mpasuio,
B COUYETAaHWU C TUTIEPTPOdUeil MamMuIIpHBIX MBI [1].
Kputepuem 'KMIT CpOO6 sBisieTcsl BBIIBICHUE Tpagvi-
eHTa JaBJIcHUS Ha YPOBHE CPEOIWHHBIX OTOEIOB >30 MM
pr.ct. [2]. CpOOG BhIsIBIsIETCS B mopsiaka 10% Bcex ciy-
yaeB [KMII, u3 nux y 15-30% pasBuBaeTcs BepxyLled-
Hasl aHeBpHM3Ma, KOTOpast MOXET CTaThb CyOCTpaTOM UL
daTarbHBIX XEIYTOUYKOBBIX apUTMUMA U TPOMOOB B TIO-

Juarno3 ’KMIT, ITapokcusmbl HeycTounBoit KT
clyJaiiHasi ¢ YCK 144 yn./muH
Haxozka 110 7 KOMITJIEKCOB

* Hypertrophic cardiomyopathy with midventricular
obstruction is associated with a worse prognosis.

* Gadolinium-enhanced cardiac magnetic resonance
imaging is recommended for such patients to detect
apical aneurysm, determine the extent of fibro-
sis to decide on the cardioverter-defibrillator imp-
lantation.

» Rare missense variants in the FHOD3 and BAG3
genes can act as modifiers of the hypertrophic
cardiomyopathy phenotype, including midventri-
cular types, or can be interpreted as an independent
disease cause if additional supporting data are
identified.

JocTax cepaua [3, 4]. B mpocmeKTUBHBIX MCCIIeI0OBa-
ausgx Hagumane CpOO SBISIIOCh HAIEKHBIM ITPEINKTO-
pOM TIIporpeccrupoBaHms 10 "KoHeuHOU craguu’ I'KMII
("BBITOpaHUA") M CBSI3aHHOI C Heil cepmedHoit HemocTa-
TOYHOCTH, PaBHO KaK M BHE3aITHOI CepmeyHoil cMepTH
(BCC) [5]. Hannabie o reHeTmuecKux mpmanHax ['KMIT
CpOO0 IBISUINCH MMPEIMETOM M3YICHUSI OIrpaHMICHHOTO
KOJIMYECTBA 3apyOeKHBIX pabOT, a TaKKe CKPOMHO TIpeI-
CTaBJIEHbI B OTEUECTBEHHOM tuteparype [6, 7].

MueI mpencraBisgeM KIMHAYCSCKUN CITydail ImarueHT-
ku 54 et ¢ TKMIT CpO6 Ha ¢oHe BapraHTOB B FeHaX
MYH7, FHOD3, BAG3 HeollpeneAeHHOM KIMHUICCKOM
3HAYMMOCTH, C CeMEHHBIM aHaAaMHE30M II0 Pa3BUTHIO
T'KMII, rocnuTaam3dupoBaHHON IJISI pEeIIeHUsI BOIIPO-
ca 00 MMIUTAaHTAIlMM KapauoBepTepa-achuoOpmuisgaTopa

(MKI).

TTapokcusmasbHast OIT,
aMUONAPOH-UHAYLIUPOBAHHBIN
TUPEOTOKCHUKO3

IToBTOpHBIE
napokcusmbl OIT

44 rona 53 roma

MeTomnposios CyKIMaHT 25 Mr 2 pa3a/cyT.

54 rona

t t

Wmmnantaums MK
(puck HCM-SCD 5,35%)

Cortanon 40 mr 2 pa3a/cyr.

PosyBactatun 40 mr + 33etumu6 10 Mr

Puc. 1. InHamuka KIMHUYECKX NPOSIBIEHUI 1 NPOBOAMMAN Tepanus.

AnukcabaH 5 Mr 2 pa3a/cyT.

Cokpawenus: N'KMMN — runeptpoduyeckas kapamomuonatuns, XT — xenyaodukoBas Taxvkapaus, UKL — vmnnaHtrpyemelii kapanosepTep-aedubpunnstop, PHA —
paauoyacToTHas abnaums, O — eubpunnaums npeacepanin, YCXK — yactoTa cokpaleHuii Xenyi04KoB.
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MJIQJIEHIECKOM
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Kenumna

MyxKunHa

3a6omnesanue (TKMIT)
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50 et

6

40 net
BCC
Nwmena 3abonesaHne
cepaua

30 et
HecuacTHblii ciyydait
Ha CTpoiiKe

N\

58 ner 54 rona 33 rona
TKMII T'KMII CpO6 3noyrnorpebiieHne
6e3 obcTpykumu, MYH7 (p.Thr1929Met) aJIKoroJieM
PYA ®I1 B 57 ner  FHOD3 (p.Ala493Thr)
BAG3 (p.Cys179Trp)
30 et 34 rona
Kano6 Her, XKaiob Her,

He obciieoBaHa  He o0ciieoBaHa

Puc. 2. PonocnoBHas naumeHTku ¢ cemeritolt popmoii ¢ FKMIM co CpO6 Ha doHe BapuaHToB B reHax MYH7, FHODS3, BAG3.
MpumeuaHue: 451 XVBbIX NALMEHTOB yKka3daH BO3PACcT Ha MOMEHT COCTaBNIeHWsi POAOCOBHON, A yMEPLUMX MauMeHTOB ykadaH BO3pacT CMEPTU U NPUYMHA, CO CMOB

nauyeHTKu.

CokpaweHus: BCC — BHe3anHas cepreyHas cmepts, [KMIM — runeptpoduyeckas kapanomuonatus, PYA — paanoyactoTHas abnaums, CpO6 — cpeaHexenynoykosas

06c¢TpyKums, DI — drbpunnaums npeacepamii.

KnuHnuyeckuin cnyyan

2Kano6s1 npu noctymrennd. Ha smm3onpl ygareHHO-
IO PUTMUIHOTO CEpOLICOMEHUS, "3aMUpaHus", IJIUTCIb-
HOCTBIO 10 10 MIH, BOZHUKAIOT €XXETHEBHO, KYITHPYIOTCS
camocrosTenbHo. [lepeHOCUMOCTh (pU3MIEeCKUX HATrpy-
30K BBICOKasA. OOBINIKY, OTeKN HIKHUX KOHCYHOCTE,
AHTWHO3HEIC OOJIM HE OIMCHIBACT.

AnamHe3 3a0omeBanus. [lanmeHTKa 6e3 aHaMHe3a TH-
IIepPTOHNYECKOM O0JIC3HM, apTepHalbHOE JaBJICHNUE TIPU
camokoHTpoie 120/80 mMm pt.cT. B Bo3pacte 44 et Ha
IUTAHOBOM 3JIEKTpOKapaUOrpaMMe OBUTM BEISIBICHBI MH-
dapKkTOomOmOOHBIC M3MECHEHHSI, UTO MIPUBEJIO K TOCIIHTA-
JIM3alli, TOOOCIeNOBAaHUIO, IO pe3yIbTaTaM KOTOPOTO
Ob11 ycraHoBieH nuarHo3 KMIT (puc. 1). PesyabraThl
sxokapauorpacdun (OxoKI') 3a Tor mepuon He mpem-
craBlieHBI. Ha TOT MOMEHT kaj100 MalmeHTKa He peab-
saBysuta. HasHaueHa Tepamnisi METOIPOJIoia CYKIIMHATOM
25 mr 2 pasa/cyT., Habmogazach y Kapauoora o MeCTy
KUTETbCTBA.

B Bo3pacre 53 et oTMeTHIIa BOSHUKHOBEHHE KOPOT-
KHX 3TM30I0B YYaIlleHHOTO PUTMUYHOTO CepAIIcOMCHNS,
"3aMUpaHus”, BBITIOJIHEHO TUIAHOBOE XOJITEPOBCKOE MO-
HUTOPUPOBAHUE DIIEKTPOKAPANOTPAMMBI (METOMPOJIOI
CYKLIMHAT 25 MT 2 pa3a/CyT.): CHHYCOBBIII pUTM C 9acCTO-
Toii cepaeunbix cokpameHuii (YCC) 51-65-108 yu./muH,
846 OMMHOYHBIX XEJIYIOUYKOBBIX SKCTPACUCTOJI, SIIU30[
KeIymoukoBoil Taxukapauu (7 KomriekcoB) ¢ HCC
144 yn./muH, 532 OOIMHOYHBIX HAIKETYIOIKOBBIX 3KC-
Tpacuctoi. DxoKI B Bo3pacte 53 neT: JeBoe mpeacep-
nue 38 MM, KOHEYHO-IMACTOIUUECKU pasMep 42 MM,
KOHEYHO-IHracToandecknii oovem 62 M, M2KIT makcn-
MaJIBHO YTOJIIIeHa 10 21 MM, 3aaHsIsI CTCHKA JICBOTO Ke-
nymouka (JIXK) mo 18 mMm, ¢pakumsa Beiopoca CUMIICOH

71%, MakcuMaJbHBII TpagUEHT B BBIHOCIIIEM TPaKTe
JI2K (BTJIZXK) 61 mm pr.ct., npaBblit xenygouek (I12K)
25 MM, iepennstg ctenka I[T2K 5 mm, TAPSE 19 MM, HIK-
HsIs [oJIask BeHa crnamaetcs >50%, pacyeTHOe JaBlieHME
B JITOYHOIT apTepUU HE TOBHIIICHO.

BrimonHeHa KopoHaporpadus — 3HAYUMEBIX aHTHO-
rpadmIecKX N3MCHEHU He BBISIBICHO.

B Bo3pacte 54 jget — neGoT GUOPMILIAIINU TIpeI-
cepmuii (PI1), moTpedoBaBIIECH TOCIUTATN3ALINHT, CUHY-
COBBIIf pUTM BOCCTAaHOBJICH ITOCPEACTBOM 3JIEKTPOUM-
nyjabcHOI Tepanuu. HaszHaueH anukcabaH B 103€¢ 5 MT
2 pa3a/cyT. Ha ¢oHe MHUIIMUPOBAHHON Tepariyi aMHO-
IapOHOM 3a(UKCHUPOBaH aMUOTAPOH-MHIYIIMPOBAHHBIA
THUPEOTOKCUKO3, YTO MPHUBEIO K 3aMcHE aMHOJapOHa Ha
cotanon 40 mr 2 pa3a/cyT.

IMaumeHTKa OBUTA HampaBieHa Ha TEJICMEIUIIMHCKYO
koHcynsraumio B ®I'BY "HMMUIIL nm. B.A. Anmazosa”,
10 pe3yJIBTaTaM KOTOPOii ObLIa 0TOOpaHa Ha TOCITUTAIM -
3alMio 11 pelreHus Bornpoca 0o MKII.

Anamue3 xu3HH. PaGoTaeT (oTmemouHuk). BpemHsie
MIPUBBIYKA B TIPOILIOM M HA HACTOSIIWIT MOMEHT OT-
punaeT. HacimeacTBeHHOCT: OTSTOINEHA, Y POMHOI ce-
ctpbl B 51 ron ycraHosieH nuarHo3 I'KMII, nepeHecna
pamuroyacToTHyIo abamnuio o nosoxy PIT B 57 yer, Ha
HACTOSIIIMIT MOMEHT XmBa, 58 jeT. TeTs 1o TMHUM OTIIa
yMepia BHe3armHo B 40 jieT, mMera 3a00jieBaHKe cepaa.
PomocnmoBHas TaliMeHTKY TIpeacTaBlIeHa Ha PUCYHKE 2.
3HaunMMasl COITyTCTBYIOIIAsl ITATOJOTUS IIpeAcTaBIcHA
aTepoOCKIICPO30M OpaxuornedanrbHBIX apTePUil CO CTEHO-
30M 10 30%, 1Mo moBOAYy 4Yero IojydaeT po3yBacCTaTUH
40 mT 1 33eTMHUO 10 MT.

OOBEeKTUBHBIN ocMOTp — 6e3 ocobenHocteit. YCC
56 yn./muH. ToHBI cepalia SICHbIe, PUTMUYHEIE, IIIyM HE
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Puc. 3. Pesynbratel MPT cepaua (A-T) n anexktpokapavorpamma (A-E) nauveHTku.
Mpumeuanue: Bn3yanuampyertcsa runeptpodus Bcex CTeHok JIK, BKIo4as BEPXYLLKY, C MaKCUMYyMOM B CpeauHHbix otaenax MXI, a Takxe runeptpodus mrokapaa
npaBoro xenynoyka. Ha 0TCPOYeHHbIX MOCTKOHTPACTHBIX M306paxerunsix (B, ') — nHTpamypanbHble GrOpo3HbIe M3MEHEHNs NO BCex cTeHkax JIXK.

BBICIYIIWBaeTCI. ApTepuanbHoe maBieHne 115/80 MM
pT.cT. dpIxanne Be3ukyasipHoe. [leueHb He yBeaMdeHa.
OrtekoB HeT. MHaeKc Macchl Tefaa — 25 Kr/m>2.

PesyasraTel o0caenoBannsa. [1o pesyrsratam adopa-
TOPHBIX MCCICOIOBAHUN — 0¢3 3HAUMMBIX OTKJIIOHCHUA.
I'emoro6uH 146 /i, neiikouuTo3a HeT. AJIaHUH- U acIiap-
TaTaMUHOTpaHCcepas3bl, OMINPYOWH, SJICKTPOJUTHI
B HopMe. KpeaTuHuH 81 MKMOIIB/J, CKOPOCTh KITyOOU-
koBoit ¢puasrpaunu no CKD-EPI 71 ma/mun/1,73 M2
JlumuoorpaMMa Ha (hoHE JTMITUIOCHIDKAIOMICH TepaITiu:
o0mwuii xojecTepuH 3,3 MMOJIb/J, XOJIECTCPUH JTUTIN-
OB HU3KO# TIOTHOCTH 1,5 MMOIIB/JI, TPUTJIHUIICPUIEI
1,7 MMOJIB/JT, XOJIECTCPUH JIMITUIOB BHICOKOM TUIOTHOCTH
1,1 MMoOIB/1.

Ha snekrpokapouorpamme: cuHycoBbIii putM ¢ YCC
56 ya./MuUH, 2JIeKTpUUYecKast OCh Cepila B HOpME, IIpu-
3Haku runeprpoduu JIZK, nuamMeHeHUs peroisipu3aluu
B BUIE ITyOOKMX OTPUIIATEIIBHBIX 3y0110B T B OTBEICHM-
ax 1, 11, 111, aVF, V4-V6 (puc. 3).

ITo nanueiM DxoKI' B Bo3pacte 54 neT: mmobanbHag
cucronnueckas dpyHkuus JIZK coxpaneHa (ppakiiust Bbl-
6poca CumiicoH 69%), 30H JIOKAJIBHOTO HAPYILIEHUS CO-
KPaTUMOCTH He BBISIBJIICHO. Jlvmaramus JIeBOro mpeacep-
aus (uHaeke oobema 77 mi/m2). KoHueHTpuyeckast ru-
neptpodus JIZK ¢ makcumanbHbIM yrojmeHueM M2KIT

10 23 MM Ha ypOBHE CPEIMHHBIX OTHeJIoB. OTMeuaeTcst
OOCTPYKTHUBHBIII KPOBOTOK Ha YPOBHE CpEIHEN TpeTu
JIK (obGnacth manuaasspHbIX MBILIL, HE U3-3a Tepe-
HECHCTOINYECKOTO IBUWKCHUS TIEPEIHE CTBOPKU MHU-
TPaJIbHOTO KJIallaHa) — ¢ MaKCHUMAaJIbHBIM TPagleHTOM
49 MM prt.cT. Jmacronmyeckas TUCHYHKINS 2 CTCIICHU.
Pesynbrater OxoKI mipencrtaBieHs! B Tadbamie 1.

[To maHHBIM MarHUTHO-PE30HAHCHOUW TOMOTpadun
(MPT) cepaiia ¢ KOHTpACTHBIM YCUJIEHUEM TaaO0JuHU-
eM: IWIaTaIus JIeBoro mpencepnust (47*45 Mm), ocTaib-
Hble KaMepbl cepllla He pacliupeHbl. BruipakeHHas
acuMMeTpuuHas runeprpodus muokapaa JI2K, B 601b-
meit creneHn cpenHHbIX oTaenoB MKIT (mo 24 Mwm).
OTYECTIUBOTO TIEPETHECUCTOINICCKOTO IBIKEHHS CTBO-
POK MUTpPaJbHOTO KijaraHa He BbisgBiaeHo. [TosocTs JIZK
B CUCTOJIy Ha YPOBHE CPEAMHHBIX OTAEJOB MPaKTUUECKHU
He auddepenuupyercs. [lmobanbHasg coKpaTUTeIbHAS
criocooHocTh JIXK coxpanena (66%). TosiuHa Muokap-
nma ITXK 4-8 mm. Hapymenwuit 1oKanbHOM COKPAaTUMOCTH
He BBISIBJICHO. JIaHHBIX 3a allMKaJbHYIO aHEBPU3MY HE
nojriydeHo. Ha oTcpoueHHBIX TOCTKOHTPACTHBIX M300pa-
JKEHUSIX BO BcexX cTteHKax JIK ompemensiorcs mHTpamy-
paibHBIe (DMOPO3HBIC M3MEHEHUS (pHUC. 3).

I'eneTnyeckoe TecrupoBanne. MeTONOM CEKBEHUPO-
BaHUS HOBOTO ITOKOJICHUSI C TIPUMEHEHHUEM IIEJICBOTO
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Tabnuua 1

Pesynbratbl 9xoKI naumenTku 54 net ¢ TKMIM co Cp0O6

MapameTp

JleBoe npencepavie

O6bem NeBoro npeacepays

VHaekc o6bema NeBoro npeacepaus

Mexxenyno4koBasi neperopoaka, 6asanbHo:
CpeaviHHble oTaenbl

3afHss CTeHKa NeBoro Xenynouka

WHpeke maccobl Myokapaa

OTHOCWTENbHASA TOMLLMHA CTEHOK

®dpakums Boibpoca NeBoro xenyaoyka no CUMmcoH
KOHeYHbI anacTonuyeckuii pasmep

KoHeuHbIi gnacTonnyeckunii 06bem

MHAeKc KOHeYHOro AMacTonnyeckoro oobema
KoHeuHbIi cuctonmnyeckuin o6bem

MHAeKc KOHeYHOro CUCToNNYecKkoro obbema
YaapHblit 06bem

Mnowaapb npaBoro npeacepans

MpaBbliil xenypoyek, 6a3anbHo

NpaBbiii xenynoyek, nepeaHe-3afHuii pasmep
MepeaHss CTeHka NpaBoro xenyao4ka

TAPSE

PacyeTHoe cMcTonmMyeckoe AaBneHne B NEro4HON apTepum
I'paguenT B BTJTX, MakcumanbHbIn

[pafMeHT Ha YPOBHE CPEVHHBIX OTAENOB, MAaKCUMAIbHbIN
Muk E

Mk A

€' cenTanbHblii

€' natepanbHblii

E/A

E/e’

Deceleration time

[Iunactonunyeckas aucdyHkums
MepenHe-c1CToNMYECKOe ABUXEHNE MUTPANBHOrO KnanaHa
MwutpanbHas peryprutaums

AopTanbHas peryprutaums

MynbMoHanbHas peryprutaums

TpvikycnupanbHas peryprutaums

Pesynbrat EnvHuubl nsmepexus
MM
vl
mn/m2
MM
MM
r/m2
69 %
42 MM
128 MmN
73 m/m2
40 ()l
23 Mn/m2
88 MA
15 cm?
34 MM
27 MM
4 MM
>17 MM
24 MM PT.CT.
12 MM pPT.CT.
el e
0,73 Mm/cek
0,74 m/cex
5 cm/cek
7 cm/cek
0,99
12
154 MCeK
2l renens
HeT
1 cTeneHu

HEeT
npuknanaHHasa
npuknanaHHasa

CokpaueHusi: BTJIK — BbIHOCSLLMIA TPaKT neBoro xenynoyka, TAPSE — cuctonuyeckas akckypeus konbLa TPYKYCNMAanbHOro KnanaHa.

oborarmeHus: ObUIO MPOBENEHO uccienoBanue 39 re-
HOB, accolMMpoBaHHbIX ¢ pazsutueM ['KMII, a takxke
e€ T.H. "(peHokonuit", ¢ mocnenywonieit BepuduKanueit
pesynbrara 1o CaHrepy. BoisiBIeHB BapraHThI B TeHaX:
MYH?7 (p. Thr1929Met), FHOD3 (p.Ala493Thr), BAG3
(p.Cys179Trp), Bce B reTepO3UTOTHOM COCTOSTHUU, KOTO-
pble MHTEPIIPETUPOBAHBI KaK BaApUAHTHI HEOTIpEIeIeH-
Hol kmmHn4deckoit 3Haunmoctu (VUS) (Tabi. 2).
MenunuHCKIe BMeNIATeJIbCTBA. BhIMOTHEHA CTpaTu-
ukarus pucka BCC no mkane "HCM-SCD" (eBpomeii-
cKast MOJIeJTb), pacYeTHBINA PUCK cocTaBuI 5,35% (mpo-
MexyTouHblii) [§]. [IpuHMMas BO BHUMaHWE W30JUPO-
BaHHyI0 CpOO0, MepCcreKTUBHI YCIEITHON MUO3KTOMUN

TPaHCAOPTAJLHBIM JIOCTYIIOM OBIJTM PACIeHEHBI KaK CO-
MHUTETbHBIEC. BbUTO Takske y4TeHO HaJIMYMe 30H TMO3IHe-
TO KOHTpACTHOTO ycwieHus rapoauuaust ipu MPT cepaia
BO Bcex cTeHKax JIZK. Pe3ynbrarel reHeTH4ecKoro TecTu-
pOBaHMSI HA MOMEHT TOCTIUTAIN3AIMN e1lle He ObLTN 13-
BecTHBI. [IpunsiTo pemrenue 06 nmruiantauuu MK-DR.
B cBsa3u ¢ munumansHoit YCC no 40 yn./mMmuH Ha dhoHe
Hebonpmumx 103 coranona (40 mr 2 pasa/cyrt.), BRIOOD
man Ha K] ¢ dyHKkuumeit nByxkaMepHOl 3J1eKTpoKap-
JUOCTUMYIISIIIUY TI0 TPEOOBAHUIO TSI PACIIIUPEHUS TIep-
CIIEKTUB TUTPAIIUY aHTUAPUTMUIECKOU Teparum.
Kmamgecknii muarno3. OcxHoBHoit: TKMIT co CpOo,
cemeitnast ¢popma. Puck BCC mo mkane "HCM-SCD"

w
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Tabnuua 2

XapaKTepMc'ruKa BbISIBJIEHHbIX FTEHETU4YeCKUX BapUaHTOB y NaLlNEeHTKN

MYH7
Chr14:23882972

XapaktepucTuka/reH

XpoMOCOMHas no3nuums

FHOD3
Chr18:34232723

BAG3
Chr10:121431796

BapuaHTt NM_000257.4: c.C5786T: p.Thr1929Met  NM_001281740.3: c.G1477A: p.Ala493Thr  NM_004281.4: ¢.C537G: p.Cys179Trp
Homep rs rs730880918 rs1440337292 rs1564774433

3UroTHOCTbL retepo- retepo- retepo-

YactoTa no GnomAD, % 0.005308 0.006378 He 3aperncTpupoBaH

MatoreHHocTb o ACMG/AMP VUS VUS VUS

Mpumeuanue: no c6opke hg38. VUS — BapuaHT HeonpeneneHHo KIMHUYECKON 3HAYMMOCTH.

5,35%, npoMmexyTouHblii (mata pacuera 10.12.2023).
Ienetnyeckue BapuaHTtel B MYH7 (p.Thr1929Met),
FHOD3 (p.Ala493Thr), BAG3 (p.Cysl179Trp) Heompe-
IEeJeHHON KIMHUYecKoil 3Haummoctu o ACMG. Um-
nnanTauus asyxkamepHoro MKJI Intica Neo 5 DR-T
(IS-1;DF-1) ot 12.12.2023.

Ocnoxuenud: ITapokcnamanbHasa dopma PII, BHe
mapokcusma. CHA,DS,-VASc — 1 6amr. HAS-BLED —
0 6amnoB. EHRA III. DnekrponMItyibcHas Teparus
C BOCCTaHOBJIEHMEeM cuHycoBoro putMma oT 05.03.2023.
XKemymoukoBas aKcTpacuUCTOIUS 5 Tpamamuu 1o Ryan.
ITapoxkcu3mbl HEYCTOIUMBOII MOHOMOP(MHOI XKeTya0uKO-
Boit Taxukapanu. Mopranbu-Anamca-Crokea (-).

ConyrctBytomuit: [unepaunuaeMus 26 tuma. Ate-
pockiiepo3 6paxuonedanbHBIX apTepuii TeMOTUHAMU-
YeCKH He3HAYNMBIN. AMHOTApOH-NHIYIINPOBAHHBII TH-
PEOTOKCUKO3 B aHaMHe3e, 3yTupeo3. KopoHaporpadus
ot 05.11.2023.

Jlunamuka u ucxonpl. Ha HacTosimii MoMeHT Ha ¢o-
HE aHTUAPUTMHUYCCKOI Tepallid COTaJIO0JIOM HaOJroma-
FOTCSI TIOBTOPHBIEC TTAPOKCU3MBI TaxucucToamdeckoi PI1,
TpeOyolre TOCTIUTAIU3alMu U MPOBEACHUS 3JEKTPO-
UMITYTbCHOM Teparuu, B CBSI3U C YeM IIaHUPYETCS TIPO-
BeICHME PamroYacTOTHOM abilalimy cyocTpaTa apuTMHUM.

OGcyxpeHune

IIpencraBneHHBIN KITMHAYCCKUNA CIIydail IEMOHCTPH -
pyeT knuandeckoe TeueHre 'KMIT CpOo6 y nanmeHTKI
¢ KOMOMHAIIMEN peIKnX MHCCEHC-BapMAaHTOB B T¢HaX
MYH?7, FHOD3 n BAG3 n ceMeiHBIM aHaAaMHE30M IIO
passutuio 'KMIT n BCC.

I'ensr 6enkoB capkomepoB (MYH7, MYBPC3 n np.)
SBJSIOTCS Hanbojiee pacHpoOCTpaHEHHON MPUYMHOMU
I'KMII y reHOTUN-NO3UTUBHBIX NauueHToB [1]. B To
K€ BpeMs M3BECTHO, UYTO IIEHETPAHTHOCTh CApKOMEPHBIX
BapMaHTOB COCTAaBISET JUIIb Topsaka 50% [9], dyro mo-
OyKImaeT McClIeIoBaTelIei K TOMCKY IPYTHX TeHETUIECKIX
1 TIPUOOPETECHHBIX MPUYNH, BIUSIONINX Ha Peaan3aInio
¢enotunra TKMII. B atom otHomenuu reHsl FHOD3
n BAG3 mipuMedaTeIbHBI TeM, 9TO UX YaCThie BapMAHTHI
MMEIOT HanboJjiee CIIHbHYIO aCCOLMAILINI0 ¢ (DeHOTUIIOM
I'KMII o pe3yabrataM NOJIHOT€HOMHBIX UCCAEIOBAHUIMN
accormanwmii [10, 11]. Penkue e BapMaHTHI TeHa, KOTO-

phIii KomupyeT 6etok FHOD?3, yuacTByrommii B cOopke
aKTMHA B KapAMOMHUOIIMTAaX, OTHOCUTEJIHHO HEIaBHO
OBLIM OIMMCAHBI KaK ogHa U3 npuuyuH pa3putus ['KMII
B 1-2% caydaeB [12]. OnucaHust pegkux BapuaHTOB Ie-
Ha BAG3, urpamIiero KpUTHIEeCKyo pojib B IIPOIEccax
0eNIKOBOI aerpagauuu U arornTo3a, B ¢Bs3u ¢ [KMII
OrpaHWYCHBI CIMHUYHBIMU KIMHUICCKUMU CIydasiMU
TIpY Y3KOM crieKTpe MyTtanuii [13].

B mpuBeneHHOM KIIMHUYECKOM IIpUMEpE TIPOBEICHIE
TEHETUIECKOTO MCCIICIOBAHNS Y CECTPHI IpobaHIa, MME0-
et ¢penotun 'KMII, a Takzke KacKagHOTO KJIMHUYECKO-
TO ¥ TCHETUIECKOTO CKPMHMHTA CPEIN OPYTUX POICTBEH-
HUKOB ITaIIMEHTKN MOIJIO CYIICCTBEHHO ITOBJIUSTH Ha
MHTEPIPETAIIAIO BBISIBIICHHBIX TCHETHUCCKUX BapUAaHTOB
¥ UX BKJIAI B peajam3alnio (peHOTHUIa KapaIuOMUOIATHN
B IaHHOI ceMbe, OMHAKO, HE OBLIO JOCTYITHO HA MOMEHT
HaIMCaHUSI CTaTbU, HO pacCMaTpUBACTCS B OyIyIIeM.

KpacHoiif mmHUMe 3mech MpOXOAUIT BOIIPOC CTPATH-
¢dukatmnu pucka BCC, mOCKOIBKY U3BECTHO, YTO CPEJl-
HEXeJIyIOYKOBbIT Mopdonornueckuii Bapuant I'KMII
SIBJISICTCS OMHUM W3 HEOJarompUsATHHIX (DCHOTHUIIOB
C TOYKU Pa3BUTUS alUKaJIbHONM aHEeBPHU3MBI, OMIaTa-
iy 1 comyTcTByommx puckoB BCC [1]. EBpormeiickumit
KaJIbKynaTop crpatndukanmum pucka BCC "HCM-SCD"
(dopManbHO YUYUTBHIBAET TOJHKO TpaAUEHT Ha YpOBHE
BTJI2K, Ho He yuuthiBaeT ctereHb CpOo0 [8]. CemeliHbIi
anamHe3 BCC B 40 yreT y TeTH MallMEHTKU TakxKe He T10-
nagan IoJ KpUTePUH, IpUMEHsIeMBbIe B TaHHOM Kallb-
KyJsiTope. Bo3MOXHOCTH XHPYPTUUIECKOTO JICUCHUS KaK
MeToda, CIIOCOOHOTO TOBIUATH Ha IPOTHO3 3aboJjie-
BaHUS, B JAaHHOM cjiydae ObUIM orpaHW4cHBI. Ciemyer
OTMETHTB, YTO COITIACHO TaHHBIM JIUTePaTypHI, XUPYpP-
rnyeckoe yneyeHne 'KMIT CpO6 TpaHcanmKaabHBIM
IOCTYTIOM IEMOHCTPUPYET OJaroNpUsITHBIC OTIAJICHHBIC
pPe3yABTaThl B OIBITHBIX IICHTPaX, HO HE IPEICTaBIISICTCS
IIMPOKO PacIpOCTpaHEHHOI TaKTMKOI Kak B Poccum,
Tak u 3a pybexom [1, 3], B To BpeMsI KaK TpaHCaop-
TaJTbHBINA TOCTYII IIPETOCTABIISICT OTpaHUUYCHHBIC BO3-
MoxHocTH B Koppekunu CpO6. Janasie MPT cepnia
C KOHTPACTHBIM YCHJICHUEM TaIOJIMHUEM, KOTOPHBIC VUM~
TBIBAET aMepUKaHcKast Moneib pacuera pucka BCC [2],
31ech 0BT HEOOXOOUMBI TSI MCKITFOUCHUSI alTMKaIbHOM
aHEeBPU3MEI (He BBISIBIICHA Y MAIIMEHTKI), yUeTa CTCIICH!
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pacrmpocTpaHeHHOCTH (hubpo3a (MHTpamMypajibHbBIC Du-
Opo3HbIe U3MEHEeHUsT BO Bcex cTteHkax JIXK) u aBuiauch
ogHUM M3 oObocHoBaHuUM K nmoctaHoBke MKJI y mauu-
€HTKHU C TIPOMEXYTOUYHBIM pruckoM BCC.

3aknioyeHue

I'KMIT ¢ CpO6 sBisteTcs BaskHOI MOP(hOJTIOrMIeCKOit
dopmoit TKMII, accouuupoBaHHOI C IOBBILIEHHBIM
PHMCKOM pa3BUTHUS HEOJIATrOMPUATHBIX MCXOMOB. Takue
MMallMEeHTHl TPEOYIOT MepCOHANM3NPOBAHHOTO MOIX0AA
npu ctpatndukanym pucka BCC ¢ mpuMeHeHreM MeTOo-
OB MYJBTUMOIAILHON BU3yaIU3alni. Penkie MucceHe-
BapuaHTHl B reHax FHOD3 n BAG3 MoOryT paccMaTpu-
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