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AHHOTauMs

AnaataumorHast kapanomuonatust (AKMIT) siBASIETCS OCHOBHOM MPUYMHOM CEPAEYHOM HEAOCTATOYHOCTM, BHE3ANMHOM CEepAEYHOM CMepPTU U
TPAHCMAQHTALMM CEPALIA Y MALMEHTOB MOAOAOTO Bo3pacTa. IMpuunHbl Bo3HMKHOBeHUs AKMIT pazHoobpasHbl 1 BKAIOYAIOT B cebsi Kak reHeTu-
yeckue, Tak U MeTaboAMYEeCcKre, MH(PEKLMOHHBIE, TOKCHYECKHE u Apyrme dhakTopbl. B HacTosIee Bpemst M3BECTHO, YTO repMUHAAbHbBIE MYyTaLIMK
6oAee Yem B 98 reHax mMoryT ObiTb acCOUMMPOBaHbl C BO3HMKHOBeHHeM AKMIT. OAHaKO NeHEeTPaHTHOCTb AQHHBIX FTEHOB 3a4acTylO 3aBUCUT OT
COBOKYMHOCTH (DAKTOPOB, B TOM YMCAE U OT MOAMIULIMPYEMBIX, T.€. OT TEX, KOTOPLIE MEHSIIOTCSI MOA BO3AENCTBUEM OKpYXKalowen cpeabl. OKOAO
20-25% renetnyeckun 06ycaoBaeHHbIX hopm AKMIT npuxoantcst Ha MyTaumm B reHe TutiHa (TTN). HecmoTpst Ha To 4To TTN siBASIETCS KPYTHEN-
WM GEAKOM B OpraHM3me YEAOBEKa, €ero POAb B (DM3MOAOTMM CEPALIA M 3a00AEBAHMSIX eLUEe MOAHOCTbIO He M3ydeHa. BmecTe ¢ Tem n3meHeHus B
reHe TTN MOTyT B AaAbHEMLIEeM CTaTb MOTEHLMAABHBIMU TEPANEBTUHECKMMU MULLIEHSIMU AAS ACYEHMS TEHETUUYECKMX U MPUOOPETEHHBIX KapAMO-
muonatuit. COOTBETCTBEHHO, aHAAM3 KAMHUUYECKMX CAyHaeB Pa3BUTUSI KAPAMOMMOMATUI Y MALMEHTOB C BbIIBAEHHbIMM MyTauusimMu B reHe TTN
NPeACTaBAsSieT GOAbLION HAYUHBbIA MHTEpeC. B cTaTbe NPeACTaBAEH KAMHMUYECKMI cAydan pa3sutus AKMITy naumeHTa C BbIIBAEHHbIM NMATOreHHbIM
BapUaHTOM MyTauum B reHe TTN 1 06paTHOrO PEMOAGAMPOBAHUSI AEBOTO XKEAYAOHKA Ha (POHE OMTUMAABHOM TEPAMNMM CEPAEYHON HEAOCTATOUHO-
CTM MPU MOCAeAyIolleM aMOYAQTOPHOM HAaBAIOAEHNMU.
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Abstract

Dilated cardiomyopathy (DCM) is a leading cause of heart failure, sudden cardiac death, and heart transplantation in young patients. The causes
of DCM are varied and include genetic factors and metabolic, infectious, toxic and others factors. Today it is known that germline mutations in
more than 98 genes can be associated with the occurrence of DCM. However, the penetrance of these genes often depends on a combination
of factors, including modifiable ones, i.e. those that change under the influence of the environment. About 20-25% of genetically determined
forms of DCM are due to mutations in the titin gene (TTN). Titin is the largest protein in the body, which is an important component of the sarco-
mer. Although titin is the largest protein in the human body, its role in the physiology of heart and disease is not yet fully understood. However,
a mutation in the TTN gene may later represent a potential therapeutic target for genetic and acquired cardiomyopathy. Thus, the analysis of
clinical cases of cardiomyopathy in patients with identified mutations in the TTN gene is of great scientific interest. The article presents a clinical
case of manifestation of DCM in patient with a revealed pathogenic variant of mutation in the gene TTN and reverse left ventricular remodeling
of the against the background of optimal therapy of heart failure in a subsequent outpatient observation.
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Beeaenue

OpnHoll 3 OCHOBHBIX NPUYMH CEPAIEYHON HENOCTATOYHO-
ctu (CH), BHe3amHOII CMepTH M TPaHCIUVIAaHTALMU CepAua y
JTIOfiell MOJIOFIOTO BO3pacTa ABMIACTCA AUIATAIMOHHAA KapAyo-
muonarus (JKMII). Stuonorust popmupoBanus derornma
IOKMII MHoroobpasHa M BK/IIOYaeT TeHEeTMYeCKue IpUdM-
HBI, IPsAMOe MOBPeX/eHNe MMOKapAa MH(EKIVOHHBIMUI WK
TOKCUYECKMMM areHTaMy, SHOKPMHHbIE M MeTabonmuecKie
HapylIeHNs, TaXMapUTMUY, VIMMYHOOIOCPEOBaHHBIE IIPO-
L[eCChI U TIePUIIAPTAIbHY0 KaPAMOMUOIIATIIO, CPEAN KOTOPBIX
OKOJIO 1/2 cITy4aeB COCTAB/IAIOT HACTEACTBEHHbIe GaKTopsl [1].
C mosAB/IeHMeM CeKBEHVPOBaHMA HOBOTO MOKOJICHNA OIMCaHBI
repMMHa/IbHbIE MyTanyyu 6oree 4eM B 98 reHax, BHISBIBAIOIINX
OKMII [2]. B T0o e BpeMs peanusarysi MaTOT€HHOTO MOTEH-
I[Maja MPOUCXOAUT MOJ BIMAHUEM CIIOKHON COBOKYITHOCTU
MoayUIMpyoLMX GaKTOPOB, CPefyl KOTOPBIX HACTEACTBEH-
HBIMM SIB/ISIFOTCSI STIMTEHeTNYIecKre MORU(PUKALMY T€HOMA, a
B Ka4eCTBe IIPUOOPETeHHBIX MOTYT BBICTYIIATh O€PEeMEHHOCTD,
apTepyanpHas IUIEPTOHMS, Ype3MePHOe YIIOTpeOIeH e aIKo-
TOIA M BO3JEIICTBUE APYTMX TOKCHHOB [3-5].

VI3 W3BeCTHBIX TE€HETMYECKMX MYTalNil, BbI3BIBAIOIINX
JKMII, Haubonee pacipocTpaHeHbl MyTalluM B FeHe TUTUHA
(TTN), na Koropble npuxoputcsa 20-25% cydaeB BceX TeHeTHU-
4yeckn 06ycoBieHHbIX Gopm 3abomeBanus [6]. TTN - cambiit
60nbII0iT 6€/I0K B OpraHM3Me, KOTOPBIl SAB/IACTCSA BaXKHBIM
KOMIOHeHTOM capkoMepa. TTN komupyerca 364 sk3oHaMmu
rena TTN, xoTopble mpoayuupyoT 6emok pmuHOi 27 000-
33 000 aMMHOKMCIOT ¢ MOJIEKY/IApHOI Maccoit 2900-3800 x]la
[7, 8]. On cmyxut coeguHeHreM Z-fucka ¢ M-1uHmeit capko-
Mepa U BBINOTHAET, COOTBETCTBEHHO, KapKAaCHbIE 1 CUTHAJIb-
Hble QyHKuun. Myrauun B reHe TTN NpUBOAAT K pasBUTUIO
Pa3IMYHBIX KapAMOMMOIaTHif, HO Jaiie Bcero K JJKMII. Bme-
CTe C TeM CTe[{yeT OTMETUTD, YTO Y 2-3% HaceleHus, He UMe-
IOLIero ABHBIX 3a00/IeBaHNIT HA MOMEHT 00C/IefloBaHus, OOHa-
pyxuBatorca mytarym B reie TTN [9-11]. TTN oTHocuTCA
K reHaM rpymnsl FLAGS (frequently mutated genes — «gacto
MyTHpylomue reqsi») [12]. IIpu sToMm Hambomee YacTbIMU Te-
HeTU4ecKuMM fieeKTaMy ABJIAIOTCA BapMaHTBI, YKOpauuBa-
foe 6enok reda TTN (TTNtv) [10]. IIpegmonaraercs, 4to u
ApyTUe MeXaHU3MBI MOTYT OKa3bIBaTh BIIVAHNE Ha CEPHEIHYIO
¢dyHKIMIO, HarTpuMep u3MeHeHus B pochopummposanuu TTN
BIMAIOT Ha JKeCTKOCTb OeKa, a aJlbTepHATHBHBIN CIVIAICUHT
IPYBOANT K CHHTe3y pasnndHbix usopopm TTN.

Hecmotps Ha To uTo TTN siBIsIeTCS KpynHeHuM 6enKoM
B OpPraHM3Me YeJI0BeKa, ero poib B (HU3MOTIOTUN CepALia I Ia-
TOreHese 3a00JIeBaHMIL ellle TIOTHOCTBIO He u3ydeHa. VsMeHe-
Hus BreHe TTN MOTyT B Ja/ibHeJIIeM CTAaTh IIOTEHIIVaTbHBIMMU
TepaneBTUYECKUMY MULICHAMIY [JIA JIe4eHNS TeHeTMYeCKNX U
npuobpeTeHHBIX KapanomyonaTuil. ClegoBaTelbHO, aHANIU3
kmHnYecKux crydaes (KC) pasBuTus kapguomMmonaruii y ma-
I[VIEHTOB C BBIABIEHHBIMM MyTanusamu B rene TTN mpepcras-
75T GOBIIOI HAYYHbIN MHTEpeC.

KAuHuuyeckni cayuan

ITaryent J1.,46 net. [TepBble )kamo06bl OABUIINCH B BO3pacTe
34 nret. 11.12.2009 BepBble BBIAB/IEHO HapyIIEHNe PUTMaA — Ia-
pokcusm ¢ubpwursiiym npepceppuit (OIT), curycoBsI puT™
(CP) BoccTaHOBMIICsE caMOCTOATeNbHO. [10 JaHHBIM IIPOBEMeH-
Hot axokapauorpaduu (IxoKI') cokpaTnuTenbHas ctocO6HOCTD
(CC) mmokappa neBoro xenygouka (JIDK) coxpanena. Knuun-
YeCcKy 3HAYMMOII IIaTONIOIMN He BBISABIEHO. B TeueHme 3 mec
IIOCTIe TTAPOKCU3MA MOTyYas Tepanuio B-610KaTopoM, a 3aTeM
CaMOCTOATENIbHO NIPEKPATUII JIeYeH)e TI0 IIPUYMHE XOPOLIETo
CaMOYYBCTBUA. B mocnenyromue rofbl MOCTOAHHOTO JIEYeHNA
He IIOJTy4asI, BpayaMy He HaOJI0faics, IPUCTYIbI ObIM OYeHb

TEPATTEBTUYECKMM APXMB. 2024; 96 (9): 901-908.

PERKMMY, KOPOTKMMIL, KYIMPOBA/IICh CAMOCTOSITENIBHO 1 CYOB-
€KTVBHO XOPOLIO IepeHOCUINCh nanueHToM. 13.01.2022 nos-
BUWIVICh «HETIPUATHBIE OLIyIeHNs B 00MacTy cepalia», obiast
CMaboCTh U HEOMOTaHNe, OHAKO KaK TaKOBOTO Y4YallleHHOTO
HEPUTMIYHOTO cepaLebrenns 601bHOI He omya. 21.01.2022
obpatuics 3a MEAUIIMHCKOI IToMobio. ITpy mpoBeeHny anek-
tpokappuorpaduu (IKT') sadpukcuposana PII. [Tanmenra ro-
CIIUTA/IM3UPOBA/IN 110 MECTY XXUTEbCTBA. bonbHOMY IpoBO/M-
T PUTMYPEXKAIOLIYI0 Tepalnio, BliepBble IO HaHHBIM IXOKI
oTMeueHO cHIKeHune dpakiuu Beiopoca (OB) JDK mo 35%. He-
pes 5 AHeit mocyie BBIMMCKY U3 CTAallOHApa IOYyBCTBOBAJI C/Ia-
60CTbh, HOSBUIVICH OfBIIIKA Py (usudeckoil Harpyske - OH
(mompem Ha 3-i1 3Tax), cyodebpunpHas remneparypa. Camo-
CTOATENPHO OOpaTU/ICA K Y4aCTKOBOMY TeparesTy. 26.01.2022
BBITIOZTHeHa KoMmbioTepHasa Tomorpadma (KT) opranos rpyn-
HOJ1 KJIETKIL, KOTOPas II0Ka3aja Ha/lmn4ye BUPYCHOI THEBMOHWN
KT-1. TocunTaau3upoBaH B TOCINTA/Ib [/Is IIAIIIEHTOB C HOBOII
kopoHaBupycHoit nHdpekuuert (COVID-19). ITpu nocTyrieHnn
06Hapy>KeHbl TUAPOTOPAKC, BEHO3HBIT 3acToit (B3) B merkmx.
Torpa >xe moBTOpHO BhIMONMHeHa JXOKI: neBoe mpenceppue
(JITIT) - 40 MM, npaBoe mpepcepaue — 41 MM, IpaBbIil JKeNTyHo-
yeK — 31 MM, KOHeuHbI1 guactonudeckuit o6vem (KJO) JTDK -
140 M1, KoHeuHbli1 cuctommdeckuit o6bvem (KCO) JIK - 85 M,
DB - 38%, o6Hapyxenb! 1uddysHblil rUIoKKMHe3 cTeHoK JDK,
[apafoKCaIbHOE [BIDKEHIE MEXIKETYL0UYKOBOI IePeropomKi,
HOBBIIIEHHAA TPabeKy/IApHOCTb cTeHOK JIK, HesHaunTeTbHBbII
BBIIIOT B [TO/IOCTY IEPUKAP/, BBIIOT B [JIEBPA/IbHBIX TOTOCTSIX.
IIpoBeneHo KOHcepBaTMBHOe jedeHMe. Bpimmcan 31.01.2022,
Ha3HaYeHa aMOyIaTopHas Tepamus: puBapokcaban 20 Mr/cyT,
MeTonponon 50 Mr 2 pasa B JieHb, CIIMPOHONIAKTOH 25 MT/CYT,
nosaprad 12,5 mMr/cyT, Topacemuy; 10 Mr/cyT. Beinucas ¢ mosno-
SKUTEbHON AMHaMMKoit. Yepes 1 Hep Moc/ie BBIMMCKY U3 CTa-
ILIIOHapa COCTOsIHNUE MOCTENIEHHO YXYALIANOCh, CHIDKAIACh TO-
nepantHocTh K ®H, uT0 cTano mpuunHoit obpamenns B PIBY
«HMMULK um. akag. EJ. Yasosa» (puc. 1).

ITpn mocTymaeHnn OOHAPY>KEHBI SIBICHWS IEKOMIIEHCA-
uyu xporndeckoit CH (XCH) o manomy u 60/b1IOMY Kpyram
KpOBOOOpallleHNsA, B YaCTHOCTN: YMEpPeHHBble OTEKM HIDKHMX
KOHEYHOCTEN! /10 HIDKHeI! 1/3 rojieHeli c 06enx CTOPOH; O fJaH-
HBIM PEHTTEHOTOTNYECKOTO MCCIeSOBAHNUSA OPTraHOB IPYHAHOIL
knerku — B3 II cragum, ABycTOpOoHHee HeOOMbIIOe KOMNYeCTBO
BBIIIOTA B CMHYCaX; NPU YIBTPasBYKOBOM MCCIIEHOBAaHUM —
npusHaky B3 B cucreMe HIDKHeN IIO/IOi BeHBI, CBOOOGHAsS
JKUIKOCTD B IIPABOIi IJIEBPA/IbHOI IIOTIOCTH, KOTOPbIE IIOTpe-
6oBa IpoBeleHN s AKTYBHOI MOYETOHHOI! Teparun gypoce-
MuzioM 40 MI BHY TPMBEHHO.

ITo maHHBIM 7TaGOPATOPHBIX VICCTEHOBAHMII y IAIjE€HTa
IOpY TIOCTYIUIeHMN obpainan Ha ceOs BHUMAHME IIOBBIIICH-
HBIII yPOBEHb MO3TOBOTO HATpPUITypeTN4ecKoro ropMoHa (o
5060 mir/m), obiiero 6ummpy6una (xo 55,8 MKMOJB/T), MOYe-
BOJT KUCIOTHI (10 522,6 MKMO/Ib/JI), B OCTa/IbHOM IIOKa3aTesin
(B TOM umC/IEe YPOBHY TOPMOHOB LIIMTOBUFHOI YKe/le3bl, BHICO-
KOYYBCTBUTEIbHOTO TPOIOHMHA U C-peakTMBHOro Gefka) Ha-
XOAWINCD B IIpefie/iax HOPMa/IbHBIX 3HAYEHMIL.

Ha SKT sbiasnena ®PII ¢ MakcuManbHON 4acTOTON cep-
neunbix cokpauienuit (HCC) 178 yn/muH, cpepuss YCC -
131 yn/muH. HopMmanbHoe IMONOXeHME 3MeKTPUYEcKOil Ocu
cepaua. InddysHsie nsmMeHeHns: Muokapaa (puc. 2).

ITposenenne OxoKI' mpu mocrymaeHnu 6bIIO 3aTPyLHEHO
[0 TIPUYMHe BBIPOKEHHON Taxucucronmuu. TeM He MeHee mpu
aHamu3se faHHBIX JXOKI' BBLAB/IEHBI pacIIVpeHNe BCeX Kamep
CepALa, MPeNMYILIECTBEHHO JIEBBIX OT/E/IOB, U 3HAYNTEIbHOE
muddysHoe CHIDKEHNE ITTO06aTbHOII COKPaTUTENbHOM (YHK-
v JDK. YeTkux 30H HapylleHUs JTOKaIbHO COKPATUMOCTU
JIX se BoLsiBiieHo. O6HApY>KeHbI HapyILIeHNe [YACTOMTNIECKON
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CocrostHUe TIOCTETIEHHO
VXyaurajioch, CHIXallacb
TOJIEPAHTHOCTH

1 f

O6paruJicst 3a MEAULIMHCKOI
nomotipio. Ha OKT
sacukcuposaHa PIT.
TocnuTaM3upoBaH no Mecty
HKUTEJTbCTBA

Briepsbie BbISIBIEHO
HapyIIeHHue puT™a

VXyauieHue CoOCTOSTHHUSI. Kk OH.
TTOSBUIMCH «<HETIPUSATHbIE KT-kapruHa BUpycHOi Tocnuramm3anus
OILLYIIEHHUS B 001aCTH», nHesMoHuu KT-1. B ®I'BY <HMHUILIK
o01mas cnadocTh BbL1 rocnuTAIM3HPOBAH um. ak. E.1. Ya3zosa»
U HEZIOMOTaHUe B COVID-rocmutain Munszapasa Poccun
® @
11.12 13.01 21.01 26.01 31.01 28.02 07.2022
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A A

BoimucaH ¢ onoXUTETbHON Mo nanubiM Ox0KI mpusHaku
JMHaAMMKOM TMOBBIILEHHOM
TpabeKyIIPHOCTU MUOKApa
X

ZKanod wer. Croiikoe
yaepxaunue CP

Puc. 1. AHamHes 3a00AeBaHMsa naunenTa A.
Fig. 1. Patient L. medical history.

¢yukuun JDK ¢ npusHakaMu HOBBILIEHNS [JaBIeHMsI HAION-
HEeHIUA, PerypruTanus MUTPaIbHOTO KIalaHa 2-1 CTeleHHu,
perypruranys TPUCKYMUAJbHOTO KamaHa 2-3-if CTeleHM,
JIeTOYHAA TUIEPTeH3MsA 2-ii CTEHeHM, IMPU3HAKM BBICOKOTO
LIeHTPa/IbHOTO BeHO3HOro AaByeHus. Obpaiana Ha ce6s BHI-
MaHHe HOBBIIIeHHasA TpabeKyrApHOCTb Bepxyiuku JDK, amm-
KaJIbHOTO VI CPeJHETO CETMEHTOB OOKOBOII CTEHK, OTHOLIEHE
HEKOMIIAaKTHOTO C/I0s MMOKapfa K KOMIIAKTHOMY Clor ~2,0-
2,2 ¢ y4eTOM 3aTpy[SHEHHOM Busyanusauuyu epxymxu JIK.

ITo panHBIM XOnMTEpoBcKoro MoHuTopupoBanusa SKI npu
Tepanuu MeTarnposnonoM 100 mr/cyt peructpuposanack OII co
CpeHeil YaCTOTON COKpAI|eHVsI SKeMyZ0YKOB 95 yu/MuH (Mu-
HuManbHO — 70 ya/mMun B 07:02, MakcumanbHo — 151 ya/mMun
B 14:21). BoiaBneHo 940 ONMHOYHBIX U 46 KYIJIETOB >Kemly-
ITOYKOBBIX 3KCTPACUCTON, YaCTb KOMIUIEKCOB ¢ abeppariueit
BHYTPJDKEIYOYKOBOrO MPOBENEHNMs, 6 KOPOTKUX HpobexeK
JKeTyO4YKOBOI Taxukapanu (3—9 KOMIUIEKCOB) ¢ MaKCHMallb-
HOJI YaCTOTON COKpallleHNs Kelnyfgoukos 197 yn/mun B 17:38,
2 may3pl IPOROLKUTENBHOCTDIO 6omee 2,0 ¢, MaKCMMaJIbHBI
OTHOCUTEIbHBIN pUcK — 2,1 ¢ B 06:29. VmeMudeckoit fyHaMu-
K1 cerMeHTa ST He 3aperncTpupOBaHo.

Takum 06pasoM, HepBOHAYAIBHO CIOXIIOCH CIefyIolee
CY>KJieH)e: IalMeHT MOJIOOTO BO3pacTa, 06e3 BPeIHBIX IIpHu-
BBIYEK, TPO(eCCHOHANTbHBIX BpefHOoCTell. CeMellHblil aHaMHe3:
MaThb CTpafiaeT apTepua/lbHOI IMUIepTeH3Mel, OTel] Tparu-
4yecky noru6 B Bodpacte 54 jeT. [INTeNbHOCTD MMEIOIIErOCs
[IAPOKCM3Ma TOYHO ObITa HEM3BECTHA, IIOCKOIBKY >Kamob Ha
HEPUTMUYHOE CepALeOreHre 60NbHOI He mpenbsasisl Ilpu
a"ammse uMeromuxcsa IKT ¢ 2009 1. crenado 3akmodeHne 06
orcyrcteum CP u mammunu OII. He uckmrodeno, yto CP tak
Y He BOCCTAHAB/MBAJICS, XOTs 00Iljee CaMOYyBCTBUE IAIVEH-
Ta OBUIO yHOBIeTBOpUTENbHBIM. Brieperie cHinkenne OB JDK
3aduKCUpoBaHoO Yepe3 3 Mec oT MoMeHTa o6parenusi B OI'BY
«HMUIK nm. akap. E.JI. YazoBa», npuyem 110 JaHHBIM IIpe-
apipymux 9xoKI pacimpenne nonocreii cepaia Ob10 BecbMa
He3HA4MTeNbHbIM. BeposTHee BCero, MINTENbHO CYIIECTBY-
fomas Taxudopma OII mpuBena K paclIMpeHUIO IIOTOCTeNt
cepaua n cHwkenno OB JDK. Ha ¢one COVID-19 npouso-
mna mekomiencaiusa XCH. Boinecen puarnos JIKMII, XCH co
3HAYNTENbHO CHIDKeHHOI OB Ha (one nmepcucTupyomieit Gpop-
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Puc. 2. OKI naumenra A.
Fig. 2. ECG of patient L.

mpl OII. C yyeToM HeyI0BNIETBOPUTENBHOTO KOHTpOA 3a YCC
(meTomposon 100 Mr/cyT), CKITOHHOCTHU K TUITIOTOHUY IPUHATO
pellleHNe o IOIbITKe BOCCTaHOB/eHUA U yaep>kaHusa CP. Vuu-
ThiBasl JymTenbHocTh @I, ¢ 1enpio yBenMyeHNUs LIAHCOB Ha
BOCCTaHOBJ/IEHME U yfiep>kanue CP Bpaun MHUMIMMPOBAIM aH-
TUAPUTMUYECKYIO TepaNMio amuopapoHom. Ilocme mposenen-
Hoit ypecrmuieBogHol OxoKI mon BHyTpuBeHHOI aHeCcTe3N-
eit paspsgom gedubpuisaropa 150 x[Ix Boccranosnen CP ¢
YCC 80 yn/muH (puc. 3).

CrnepyeT OTMETUTD, YTO Noce BocctaHoBaeHnsa CP camo-
JyBCTBME MAL[MEHTA YAY4LINIOCh: YMEHbIUMIACH CTEIIEHDb BBI-
Pa’K€HHOCTH OfBIIIKM, BO3POC/IA TONEPaHTHOCTh K OH.

Iocne Boccranosnennsa CP u focTimxeHUs HOPMOCUCTO-
JIMU C LIeTIbI0 YTOYHEHNUs [AMAarHo3a MpOBeleHo [000cenoBa-
Hue. [To JaHHBIM MarHUTHO-pe30HaHCHOI Tomorpadum (MPT)
cepplia ¢ KOHTPacTMPOBaHMEM BBIABJIEHBI: 0YAr0BOE IOpaXKe-
Hue MMOKapfia nepepHeit crenku JIXK mimemumdeckoro renesa,
MP-npusHaky HeKOMIAKTHOrO Muokapga JDK (Tommmua KoM-
IIAKTHOTO C7I0S1 MUOKApJa CHIDKeHa /1o 4-5 MM, TOJIMHA He-
KOMIIAKTHOTO C10sI — 12-16 MM; COOTHOIIIEHNE CI0eB — 1:3-4;
HOBBIIIEHNE TPAOEKY/LIPHOCTY MUOKapAa OOKOBOI CTEHKM
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Puc. 3. KI naunenta A. nocae BocctaHoBAeHusi CP.
Fig. 3. ECG of patient L. after sinus rhythm recovery.

JIDK B cpefHeM M anyKajlbHOM CETMEHTAX, B CUCTONY, He JI0-
CTUTamllee KpUTEpHeEB [UarHO3a «HEKOMIIAKTHBINM MUOKApP/»;
HOBbILIEHHAsA TPabeKy/IApHOCTb MMOKapfa Bepxymku IDK);
pacmmpenne nonocty JIIT; cHuKeHMe COKpaTMMOCTI MUOKap-
ma JDK (OB JIXK 29%); ruppornepukapa; BYCTOPOHHUI TUAPO-
TOpaKc. MP-IIpM3HAKOB OCTPOr0 MUOKAPAUTA He 0OHAPYKEHO.
IIpyHuMas BO BHMMaHMe BBLABJIEHHOE 04aroBoe IIOpakeHMe
MUoOKapza nepenHeii creHky JDK, Bpaun BBIIOTHMUIN KOPOHA-
poanruorpaduio, 1o JaHHBIM KOTOPOJI KOPOHAPHBIE apTepun
NIPeACTAB/IAMICh MHTAKTHBIMIL.

IMTareHT BBIIMCAH M3 CTALMOHApa, Ha3HAYeHbL aMOyIa-
topHas Tepanyst XCH (mepunzonpu 2 Mr, 6Mconponon 2,5 Mr,
panarmndaosuH 10 MI, CHIMPOHOMAKTOH 25 MT), Tepanusi Ajs
yhep>KaHMA 3YBO/IEMMYECKOTO CTaTyca MHeTeBbIM IUYpeTH-
KOM — TopacemujioM 10 Mr/cyT. BBumy CKIOHHOCTU K TMIIOTO-
Huu (80/68-85/65 MM PT. CT.) He IPEICTABIAIOCH BOSMOXKHBIM
mepeBecTy OONBHOTO Ha IIPYEM VHIMOMTOpPA aHTMOTEH3MHO-
BBIX pelentopoB u HempuwmsyHa. C Ienbio IpoQuIaKTUKy
TPOMO0IMOOTNIECKIX OCTIOKHEHMIT PeKOMEHIOBAHA TEPATINS
puBapokcabanom 20 Mr/cyT, a s yaepxxannsa CP — ammopa-
pou 200 mr/cyT. B manbHeiiemM BBULY HOABUBLIETOCA CYXOTO
KalllId NepUHAONPUI 3aMeHeH Ha KaH/lecapTaH 8 MT.

leHeTM4eckoe oGcAeA0BaHME

C nernblo ucKIOYeHNs nepBuyHoro xapaxkrepa JKMII ma-
LMIEHTY IIPOBENEHO MOMHOTeHOMHOe cekBeHupoBanue (I1I'C).
IIpoanamsupoBanbl 154 reHa, cBsA3aHHbIE C HACTIE[CTBEHHbI-
M1 pOpMaMu CepAeYHO-COCYAUCTOI ITATOTIOTH, B TOM YHUCTIE C
MOHOTE€HHBIMU KapauomMyonaruamu [13].

Ionnozenomnoe cekeeuuposanue

IOHK Boiiensumn u3 06pasijoB LeJIbHOI KPOBU IIPU IIOMO-
iy Habopa QIAamp DNA Mini Kit (Qiagen, Tepmanns). ITox-
TOTOBKY OMONMMOTEK IIOTHOr€HOMHBIX IIOC/IEAOBATENbHOCTE
nposopwn npu oMoty Habopa Nextera DNA Flex (Illumina,
CIIIA) B COOTBETCTBUM C MHCTPYKLUMAMMU IIPOM3BOAMTEN.
O6pasipl CeKBEHMPOBaIM C IMHOM mpoureHus 150 m.o. u
He MeHee 4eM 30-KpaTHBIM IIOKPBITMEM. BelpaBHUBaHuMe Ha
pedepencueiii rerom (GRCh38) mposognmu Ha rwiardopme
Dragen Bio-IT (Illumina, CIITA), a onpefeneHne BapuaHTOB —
Ha Strelka2 [14].

Knunuuecxas unmepnpemauus namozeHHoCmu

BbIABTIEHHDLX 6APUAHINO08

Vicrionb3oBany oayaBTOMATUYEeCKNUI BapMaHT aHHOTaLlUU
¢ omopoii Ha 6a3y mauubix ClinVar u aBTOMaTI9eCcKMil MHTEP-

TEPATTEBTUYECKMM APXMB. 2024; 96 (9): 901-908.

nperarop InterVar (Bepcys or 27.07.2021). [laHHBII MHTepIIpe-
TaTop obecrieynBaeT 18 BHIZOBOB KpUTepMeB PEKOMEHIALMI
AMepUKaHCKOJ KOJIIETMM MeIMIMHCKON T€HeTUKY M FeHOMM-
ki (American College of Medical Genetics and Genomics -
ACMG), B yactaoctu PVS1, PS1, PS4, PM1, PM2, PM4, PM5,
PP2, PP3, PP5,BA1l, BS1, BS2, BP1, BP3, BP4, BP6 u BP7, us3 28.
JononuuTenbHas GUIbTPAIMA BKIIOYaIa QUIbTPALMIO 110 KO-
JMYeCTBY albTEPHATUBHBIX ¥ pedepeHCHBIX ajIeell KaXmo-
ro BapuaHra u3 pesynbraTos III'C — cyMMapHO JO/DKHO ObITO
6bITb He MeHee 30, 15 u Gonee ajeneit pedepeHCHOro 1 anb-
TEPHATVBHOTO 3HAYEHMA.

KoHeuHyI0 NHTepIpeTalui0 BAPUAHTOB OCYIECTB/IANN Ha
ocHoBaHum nHTeprperanyu InterVar, 6ass ganubix ClinVar, a
TaKoKe NHQOpPMaIMY U3 INTePaTypPHbIX UCTOYHMKOB. B aHamu3
BKJIIOYA/IV TONBKO ITATOT€HHBIE MY BEPOATHO NATOTeHHBIE Ba-
puanTs 1o Knaccudukannn ACMG 2015 r. [15].

Honyuenuble pesyﬂbmambl

VY manueHTa BBIABJIEH IIATOTEHHBIN BapuaHT B reHe TN,
KOTOPBIIT COOTHOCKUTCS ¢ 067macThio A-momocsl 6enka (A-band
region): Chr2:178570882_G/A; NM_001267550.2: exon326:c.
C75250T:p.R25084X; rs794729286. [Ipyrux maTOreHHBIX WM
BEpPOATHO ITATOTeHHbIX BAPMAHTOB B M3y4YaeMbIX TeHaX He BbI-
AB/TeHO. [laHHBII BapMaHT MPUBOAUT K YKOPOYeHMI0 Oenka
TTN n accounuposaH ¢ passutvieM JKMII (puc. 4).

Hannvie Ounamuuecxko2o HAOII00eHUS

C menpio AVMHAMUYECKOTO HAOTIONEHUs U OIpefe/ieHus
TajnbHeNIell TAKTYKY BeleHN: MalMeHTa IPUTIACIN Ha BU-
31T 4epe3 3 MeC, OfHAKO 0 CeMEIHbIM 00CTOSATEIbCTBAM OH
npubsT yepes 5 Mec. Ha BusuTe 60/IbHOI COOOLINIT, UTO yB-
CTByeT cebsi 3[JOPOBBIM, OfbILIKA He OeCIIOKOUT, HapyIIeHNs
pUTMa He peuMAVBMPOBA/IN, NP AKTUBHOM CaMOKOHTpPOJIE
«CpBIBOB ITy/Ibca» He OoTMedal. Ilo JaHHBIM TOHOMeTpa ap-
TepuanbHoe gapneHue n YCC ocTraBanuch CTaOMIBHBIMU —
110/70 MM pT. cT. u 60-68 yn/MmH cooTBeTcTBeHHO. [0 fan-
HBIM K/IVHUKO-VHCTPYMEHTA/IbHBIX METOHOB OOC/IeNOBaHNMs
OTMeYeHa MOMIOKNUTeNbHAsA JUHAMMKA Ha (OHE IPOBOAUMOTO
7iedeHNs U cToiikoro yaepxanua CP. Ha MmomeHT ocMoTpa npu-
3HakoB fekomiencaru CH He o6Hapy>xeHOo. OTMe4YeHO CHM-
JKeHIe B JUHaMMKe MO3TOBOTO HaTpUITypeTUIeCcKOro TOpMOHa
1o 108,9 ir/mn. [JanHble KOHTpOonbHOI DXOKI npepcTaBieHs! B
CpaBHUTENBHON TA6M. 1.

OO6cyxaeHne

B HacrosIee BpeMsi MeXaHM3MBI, IpUBOAsALINe K GopMu-
poBaHMIO (PeHOTMIIA KAPAMOMIOIATUH Y TAL[MEHTOB C MyTa-
uusamu B rede TTN, 0o koHIla He u3BecTHHI [16—18]. Bonpias
pONb  yhensieTcs MONONHMTENbHBIM (hakTopaM-MonnduKa-
Topam 3aboneBanusa. Kpome toro, He siceH 1 TeHe3 06paTHO-
ro pemogenuposanua JDK (OPJIXK) y maumentos ¢ JKMII
U BBIABJIEHHOI MyTanueit B rene TTN [19, 20]. ITox OPJIXK
HoHMMaKT abcomorHoe ypennderne OB JIDK=10% nnu Hop-
manusanuio (OB JDK>55%) cucronmdeckoit GyHKINU mOCIIE
Hauana nedenuss CH. Y mainmenta Bocctanosnenue ©B JIDK
[POM30IUIO B [epBble MOIr0fa C MOMEHTA MaHU(ecTa sBie-
Huit CH, @B ysenmmunnacs ¢ 23 o 55%. Hopmannsanusa kamep
cepaua n @B JIDK ormeueHa BO MHOTUX KIMHUYECKUX MCCIe-
nosaHuaAx. Hanpumep, C. Vissing u coasr. (2021 1.) BBIABMIN
KpUTEpUM OOPaTHOTO peMofenpoBaHusa y 58% MalyeHTOB,
IpyYeM KOHTPOJIbHOE JICC/IeJoBaHNe BBHIIIOTHEHO B CpefHEM
yepes 6 siet, 06Hapy>xumm ynyuienue OB JDK - ¢ 28+13% 1o
39+16% (p<0,0001) [21]. M. Akhtar u coasT. (2020 I.) BBIABK-
mu OPJIDK y 69% naumentos ¢ TTN-JIKMII. VMuTepecen ToTt
¢axr, uyto y 39% narmenTos ¢ ucxogusim OPJIK B mocnenyro-
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[MonHOreHOMHOE
CEKBEHUPOBaHHE

6 AHAAU3 61H0UYAAUCH MOABKO

Murepnperanus Ha ocHoanmu InterVar, 6a3bi qannbix ClinVar
M JIMTEPATYPHBIX HCTOYHHUKOB

[TaToreHHbII BapuaHT B I€HE

sapuanmbl no kaaccuguxayuu ACMG2015

wau eep TTN (15794729286)

Ionoxenue B rene 77N BbISBICHHOTO BAPHAHTA
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Puc. 4. Cxema reHeTM4eCKOT0 0GCACAOBAHMS U MOAOXKEHHE BbIIBAEHHOTO BapuaHTa B reHe TTN.

Fig. 4. The scheme of genetic examination and the position of the identified variant in the TTN gene.

meM Habmofanu mosropHoe cHykeHne OB JDK. Viccnenosa-
TeNM COOOIIAIOT O TOM, YTO MecTononoxeHne myrauyu TTN
He OBbI/IO CBSI3aHO CO CTATUCTUYECKM 3HAYMMBIMU PA3INIUsIMU
B 0bpaTtHOM pemopenuposanuu JUK [22]. Kpome Toro, crneny-
eT OTMeTUTb, 4To Teverne JKMII, 06ycnoBneHHOl My TaLuei
BreHe TTN, siBnsieTcst 6osee 6/1aronpusTHBIM 10 CPAaBHEHMIO C
JKMII, 06ycnoB/IeHHON My Tal{sIMM B MHBIX reHax [19,20,23].
OpHakKo c/efyeT YYUThIBATh U TOT (aKT, 4YTO IPU CpaBHEHUU
vactorsl OPJIXK cpepy mauyeHToB ¢ 6071ee fo6pOKadecTBeH-
HBIMU U 3710KadecTBeHHbIMU TeHoTnmnamu JJKMII 3HaummbIx
pasmunmii He BbIABIEHO (39,6% mpoTus 46,2%; p=0,047) [24].

3aboneBaHMe y MalyieHTa MaHU(eCTUPOBAIO B 34-IeTHEM
BO3pacTe C HapyleHNs puTMa ceppua (mapokcusma PII), mpu-
yeMm coxpansnack CC muokapaa JDK, nposisnennit CH He 6b110.
Takoe Hauanmo xapakTtepHo g TTN-KMII u 6p110 ommcaHo
panee. PactipoctpanenHocts @II B uccnenosanun C. Vissing
u coaBr. (2021 r.) cocraBuia 43%, 9TO mMOYTH B 2 pasa BBILIE,
4yem coobanocs B padore U. Tayal n coasr. (2017 r.) [21, 25].
Crenyer OTMETHTb, 4TO HapyleHus purMa cepaua (HPC) npu
TTN-IKMII BcTpedaroTcsi B HECKONBKO pas dallle, YeM B 00-
et momy/sinyy nanyentos ¢ JKMIT [26-28]. OcobeHHo npu-
MedaresieH TOT (akT, 4To y 23% 6onbHbix OII pasBuBamach g0
JIN OTHOBPEMEHHO ¢ ycTaHoBIeHueM AnarHosoM JKMII, uto
nopuepKuBaeT GakT cBA3y Hamuuua myTtauuu TTN ¢ puckom
parHero Havana OIT [29, 30]. Y manuentos ¢ TTN-MyTanusamu
MOTYT BCTPEYaTbCs U XKeMy[OYKOBble HapylleHns purma [21],
OJIHAKO VX 3/I0KaueCTBEHHOE TeUeHNe BOSHUKAET Yy OOIbHBIX C
TSOKENIOM CUCTONMMYECKO ;uMcd)yHKuMe]?[.

BosBpaiasich K NPUBEREHHOMY KIVHUYECKOMY Habiio-
IeHMIO, CTIefyeT OOpaTUTh BHUMAHNE HA TO, YTO YaCTOTA Ia-
POKCU3MOB 1 ITUTENbHOCTD NepcucTupyomero sapuanra OI1
HeN3BeCTHbI, TOCKOIbKY ins 6ompHOro HPC 66111 Mamocum-
NITOMHBI, HMKAKO! MENVKAaMEHTO3HOW Tepamnuy JIUTENbHOE
BpeMsA OH He IOMy4al. MO>KHO IPeAIIoNIOKNUTD, 4YTO B JAHHOM
CIy4ae MMe/la MeCTO KapAMOMMOIATUA, VHOYLVPOBAaHHAA
apuTMueli, Ipy KOTOpoit cuctommdeckas amcdynkumsa JDK
nposouypyercst taxukappueit win HPC. OcobbiM acrekToM
maHHoro Bupa KMII sBiseTcss obpaTHOe peMofenypoBaHue
JDK mocre ycTpaHeHMst apuTMMH, 9TO U HaO/TIOAIoCh y Hallle-
ro manueHTa. Vccnenopanusa Muoxapya XenyJouKoB 4eIoBeKa
IEeMOHCTPUPYIOT, YTO pPas3lIMYHble K/I€TOYHbIE CTPYKTYpPHbIE
" (YHKIMOHA/IbHbIe MEXaHU3MBl aKTUBUPYIOTCA Aaxke MpU
HopMocuctomrdeckoM BapuanTe OII [31]. CooTBeTCTBEHHO, B
nanHoM crydae @I MoxkeT paccMaTpuBaThCA U KaK CIIEACTBIE
K/IeTOYHBIX M3MEHEHMII y MalyenTa ¢ MyTauyeit B rede TTN,
U Kak (aKTop, CIIOCOOCTBYIOUMIT BTOPUYHOMY IAaTO/MOTHYe-
CKOMY PEMOJIeNIMPOBAHNUIO CcepAilja. Mo/eKynApHble MeXaHU3-
Mbl pasButus aputmuu npu TTN-unpyuuposansoin JKMII
IO KOHIIa He M3ydeHBI. Mofeny Ha TpBI3yHaX U pBIOKaX fa-
HIO [31, 32] HeMOHCTPUPYIOT pa3BUTHE AUACTONNYECKOI AUC-
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TabAnua 1. CpaBHeHne AaHHbIX DX0KI
Table 1. Comparison of echocardiography findings

IlanHbIE
AMArHOCTUKU 01.03.2022 11.03.2022  23.08.2022
IxoKTI
JITT, cm 4,3 4,3 32
AINKanbHO, CM 6,1x4,6 - -
O6bem JIIT, M1 98 96 44
KJIP JOK / KO 6,2/158 6,0/170 5,0/95
JDK, cm/mnn
KCP JDK / KCO
JDK, cv/mn 5,2/121 5,3/121 3,5/43
V[Hnech KOO JDK, 85.9 B 516
MJT/M
I/IHneZKc KCO JIK, 65.8 _ 234
MIT/M
DB DK, % 23-24 28-29 55
TMIXXII, cm 0,7 0,7 0,8-0,9
T3CJDK, cm 0,7 0,7 0,8-0,9
IInomans III1, cm? 18,5 - 13
IDK, cm 2,9 - 2,5
Hwxusgsa nonasa 2,5/1,8 xon- 2,1/1,5kon-  He pacum-
BE€Ha, CM nabupyer nabupyer peHa
> <50%
CIJIA, MM pT. cT 55 35-37 27
HepocraToynocTh 2 2 1
MK, cremnenn
HepocraTrounocTp 3 ) 1
TK, crenenn

IToxasamenu duacmonuvecxkoi pynxuuu JDK no TMII, cm/c

Eml 96 10
Ems 4 6-7
E/Em 24 24

ITpumeuanue. KJIP - xoHeuHbINI AyacTommdeckuit pasmep, KCP —
KOHEYHBIiT cuctonmyeckuit pasmep, MK — Mutpanbubiil knanas, [IDK -
TIpaBBIli >Kemynodek, I1IT - mpaBoe mpencepae, CIIJIA - cucTomryeckoe
mapeHue B jerouHoit aprepum, T3CJDK - rtomumuua 3ajgHeit cTeH-
xn JDK, TK - tpuckynupaneupii xinanad, TM]I - TkaHeBas MMoKap-
nmanbHas pommreporpadusa, TMIKIT - TomumMHa MeXOKeTyTo4KOBOI
TIEPETOPOSIKIL.
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Puc. 5. Cxema pa3sutus 3aboAeBaHus.
Fig. 5. Pattern of the disease development.

dyHKUMM ¥ BeIpaKeHHOTO ¢1bposa Kak B Ipefcepansx, Tak
U B )KETy[OYKaX, YTO MOXKET CIYXUTb CyOCTpaToM Kak Ipef-
CepAHBIX, TaK 1 xenyfoukosbix HP [33]. Kpome Toro, mpu sH-
TOMUOKapAManbHol 6uomncun nanuenTos ¢ JKMIT, nMerommx
BapUaHTHI, yKopaunBawlye red TTN, BbIABIEH HOBBIIICHHbII
MHTEePCTULMAIbHBIN (1OPO3 10 CPaBHEHMIO C MALMEHTaMMU C
ITKMII, BbI3BaHHBIMU APYTUMY IpU4MHaMu [34].

ITpu c60ope aHaMHe3a manueHnTa JI. OTYETINBO MPOCTIEXNU-
Bajlach XpOHOJIOTMYeCKas CBA3b MeXAY MOABIEHNMEM CUMIITO-
MoB pasBepHyToi kmHMKM CH n nepenecennoit COVID-19,
YTO 3aCTABWIO PACCMATPUBATh MUOKAPAUT KaK IPUYNHY BbI-
ABJIEHHBIX M3MeHeHut. OgHako ToT ¢akT, yro HPC BO3HUK-
IV 3aJI07ITO J{O IlepeHeCceHHOI MHQEKINUI, a TAKXKe TO, YTO 110
manHbIM MPT cepplja ¢ KOHTpacTHpPOBaHMEM OTCYTCTBOBA/IN
IIPU3HAKY OCTPOTO MUOKAPAUTA, @ B aHA/IN3aX KPOBU (PUKCH-
poBanMch HOpMabHble ypoBHM C-peaKTUBHOTO OefKa U Tpo-
IIOHVHA, IIOCTaBWIN IIOf, COMHEHVE JaHHBI AyarHos. TeM He
MeHee MepeHEeCeHHY MHQEeKINIo C pasBUTIMEM ITHEBMOHUM,
MHTOKCHKALIMell CIIeflyeT pacCMaTPUBATh KakK (paKTOp-MOIM-
¢uxarop 607e3nn y 6onpHoro ¢ TTN-myTanuei.

Emge oganM ¢axtom, Ha KOTOPBIIL CllefyeT 06paTuTh BHMU-
MaHue, SB/IAITCS CTPYKTypHbIE OCOOEHHOCTYM MMOKAapja Ia-
nuenTa JI. Tak, npu ananmse ganubix OxoKI u MPT ceppaua ¢
KOHTpaCTHpOBaHMeM obpaiiano Ha ceOsi BHUMaHMe Hamndue
HOBBIIIEHHOIT TpabekynspHocTy Myokapaa JDK, ogHako Kpu-
TepuM IMOCTAHOBKM AMArHO3a HEKOMIIAKTHOTO MMOKapfa He
mocturHyThlL IIpu BoccraHoBnernu @B JDK, cokpalteHnn mo-
JI0CTelt IpUBeieHHast 0COOEHHOCTD COXPAHSIIACh, YTO, BEPOSIT-
HO, ABJIAETCA OOHUM U3 nposasaennit TTN-MyTanum.

Takum obpasom, npusegeHuslit KC geMOHCTpUpyeT MHO-
ro(aKTOPHOCTb B Pa3BUTUY TAKOTO 3abonmeBaHms, Kak [JKMIL
Hanmrune narorenHon myranyu B rede TTN cpenano Muokaps
IanueHTa Hanbojee ysI3BUMBIM /IS TaKMX (paKTOPOB, KaK MH-
(eKLMOHHO-BOCIAMUTE/IbHbIN IPOLECC, TaXMCUCTOMNYECKIUI
BapMaHT apUTMUM, YTO ¥ IPUBENO K Pa3BUTUIO AMIATALUN
Kamep ceppua, cHivkenuto CC muokapaa JDK u manudecty
asnennit CH. Bmecre ¢ Tem, IpUHMMas BO BHMMaHIE aHAMHe3
3aboneBanns, nepeHecennas COVID-19, kak u moboe fpyroe
nHpeKuMoHHOe 3ab0/IeBaHNe, MOXKET ObITh PACCMOTpPEHA Kak
[OLOHUTENbHbIN  (akTop-Mopudukarop 6onesun. Creny-
eT HOfYEpPKHYTb, YTO YCTPAHEHME HOIOTHUTEIbHBIX (aKTO-
poB-MoaNdUKATOPOB 607IE3HM TO3BOMMIO JOOUTHCS XOpOILIe-
ro KanHn4IecKoro apdexra (puc. 5).

CorlacHO TIOCTETHVM peKoMeHjanuAM EBpomerickoro
obijecTBa KapAMOIOroB IO KappmommomarusaMm [35] ¢ de-
HOTUIINYECKON TOYKM 3PeHMs IPUBEEHHYI0 KIMHUYECKYIO

TEPATTEBTUYECKMM APXMB. 2024; 96 (9): 901-908.

CUTYyallMI0 MOXXHO pPacCMaTpuBaTh KaK IIPOrpeccrupoBaHUe
HegunatanyoHHoy kappuomyonaruu (HKMII) go OJKMII u
obpatHoe passutre ot JJIKMII k HKMII. Bmecte ¢ Tem Hamm-
une mytaunu B rede TTN, gaxxe HeCMOTPsI Ha 0OpaTHOE peMo-
nenupoBanue JDK 1 kIMHMYecKoe BbI3AOPOB/IeHNEe TAllMeHTa,
TieflaeT ONpPaBIaHHBIM HEONPeJie/IEHHO JO/Iroe IPOIOHIMPOBa-
Hue ocHoBHoI Tepanuu XCH. IIpusenennsiii KC nokassisaer
HeOo6XOMMOCTD 60JIee TIATEIBHOTO 00C/IeNOBaHNA MOTIOLBIX
HaLMEeHTOB ¢ IapoKcu3ManbHoit popmoit OIT, KoTopas MOXKeT
Ka3aTbCA Ha IEPBBIN B3INIAL UAMOMATUYECKUM BapPMAHTOM.
ITomrmo OxoKI Heob6XOpMMO paccMaTpyuBaTh IIPOBEHEHIE
MPT cepaua c KOHTpaCTUPOBAaHMEM ¥ TeHETMYECKIX METOLOB
TeCTUPOBAHUA.

Kpome TOro, HO/KHO OBITP OPraHM30BAHO TIIATEIbHOE
IMCHaHCepHOe HaO/IofeHMe 3a TAKUM IMALMEeHTOM C Le/lbio
paHHero BbIABIECHMs pelUAuBa 3a007eBaHUA ¥ HapYIIEHUI
purMa. bonbHOro Heo6xomMMO MHGOPMMUPOBATh U O APYTUX
¢daxTopax-mopudrKaTopax 3a001eBaHMs, CPEAY KOTOPBIX, Ha-
IIpUMep, IpMeM aJIKOT /1, apTepuanbHasd IUIepTeH3UA.

PackpbiTie MHTepecOB. ABTOpBI AEKIAPUPYIOT OTCYT-
CTBI€ IBHBIX ¥ IIOTEHIIMA/IbHBIX KOH(INKTOB MHTEPECOB, CBs-
3aHHBIX C ny6)1m<aume171 HACTOSAIIEN CTaThU.
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Cnmcok cokpaumeHmri

B3 - BeHO3HBIIT 3aCTOM

JOKMII - guiatanoHHas KapAuoOMMOIIATIS
KO - KOHEe4HbII1 AMacTONNYECKIIT 06beM

KC - xnmuanyeckmit crydaii

KCO - KOoHeuHbIIT CUCTONMMYECKMIT 06beM

KT - xomnbioTepHas Tomorpadus

JIX - neBbIit Xemypodex

JIIT - neBoe mpexncepaue

MPT - MarHUTHO-pe30HAHCHas1 TOMOTpadus
HKMII - HegumaTanioHHasA KapAMOMIOIATIA
HPC - Hapymenne putma cepaua

OPJIX - obpaTHOe peMopienpoBaHIie IEBOTO XKeTy0uKa
III'C - moMHOTeHOMHOE CeKBEHMPOBaHNe

CH - ceppieyHast HETOCTaTOYHOCTb

CP - CMHYCOBBIIT PUTM

CC - coxparuTenbHas ClI0OCOGHOCTD

®B - ¢ppakuus BeOpoca

®H - ¢pusnueckas Harpyska

OII - GpubpMUIALIS Ipefcepanit

XCH - xpoHuyeckas cepfieuHast HeloCTaTOYHOCTD
YCC - yacTOTa CepAeYHbIX COKpaIleHNIT

KT - anextpokappyuorpadms

9xoKT - sxokapanorpadmst

ACMG (American College of Medical Genetics and Genomic) - Amepu-
KaHCKasl KOJUIETUA MEVIIVHCKON T€HETYKY 11 TeHOMMKI
COVID-19 - HOBas KOPOHAaBUPYCHAA MHPEKINA

TTN - reH TTVMHA
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