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«CTYOEHUKNHCKWME YTEHNA» (MOCKBA, 2 IEKABPA 2022 r.)

FrEHOTUMN-®EHOTUMUNYECKUE XAPAKTEPUCTUKMN
MATOMEHHbIX HYKNEOTUAHLIX BAPUAHTOB
C.3697C > TWU C.772G > ATEHA MYBPC3Y OETEN
C KAPOMOMUOMATUEN
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HaunoHanbHbIN MegULMHCKUIA UCCeqoBaTeNbCKUn LEHTP
30opoBbs getert Munsgpasa Poccun, Mocksa

Kntouesnie criosa: demu, kapOuomuonamuu, HykieomuoHble
eapuaHme|

Axmyanvnocmeu. Ilarorennsle Bapuantel rena MYBPC3 MoryT
BBI3BIBATH runeprpoduueckyio kapauomuonaruio (F'KMII) y ne-
Tei, 3aUacTyIo ¢ KHU3HEYTPOXKAIOIIMMH HAapYIIEHUSIMU PUTMa CepALa
(HPC), a Taxixe sSBISATHCS MPUYMHOM HEKOMITAKTHOTO MHOKap/ia JIEBO-
ro sxenynouka (HMJDK) u pexxe — annatanimoHHON KapIHOMHOTIATHH.

L]env: onucarh BapuaHThl KapAXOMHUONATUH, BbI3BAaHHBIX IATO-
TeHHBIM HYKJICOTHIHBIM BapuantoM c¢.3697C > T (p.Q1233) u ero
COYETaHHEM C MAaTOTeHHBIM BapuaHTtoM c.772G > A (p.E258K) B re-
He MYBPC3 y nerei.

Mamepuanst u memoost. MeToI0M CEKBEHUPOBAHUSI HOBOTO I10-
KOJICHUSI BbIsIBJICHBI || MalMeHTOB ¢ MaToreHHbIM BapuanToMm ¢.3697C
> T (p.Q1233) B rene MYBPC3 3a nepuon ¢ 2016 mo 2022 r. cpenu
nanuenToB ¢ KMII, mpoxoauBuiux oOciieioBaHHE B KapIHOJIOTHYe-
CKOM OTJIeJICHUH. BONbHBIM OBIIO IPOBECHO 00CIEI0BAaHHE, BKIIIO-
YaBlIee 9XOKapaAnorpaduIo, MeKTpoKapaAuorpaduio, MarHUTHO-Pe30-
HAHCHYI0 ToMorpaduo cepana (3a UCKIFUCHUEM TallueHTa 2 JieT),
ompezeneHne coaepkanust N-TepMHHAIBHOTO MPONENTHIA HATPHii-
ypetndeckoro ropmona (NT-proBNP, Hopma 10 62 rir/mi1) B KpOBH.

Pesynomamur. Ilarorennsiit Bapuant ¢.3697C > T (p.Q1233)
Bepu(UIMPOBaH Kak npuunHa 3a06oneBanus y 10 6onpubpix ¢ ['KMIT
(9 mansankoB, 1 neBouka). B 1 ciyuae (1eBouka) mmeno MecTo codera-
HUE JIByX MIATOTeHHBIX BapHaHTOB: ¢.3697C > T (p.01233) u c.772G >
A (p.E258K) rena MYBPC3, obycnosusiee HMJIK ¢ nunararyon-
HBIM ()EHOTHIIOM U PECTPUKTUBHON reMOMHAMHKOH. XKanoOs! BKITIo-
yaiau (n = 11) CHWKEHUE TOIEPAHTHOCTH K (PU3MUECKOIM Harpyske ¢
Pa3BUTHEM OJIBIIIKH, IIEPUOANICCKH BO3HHUKAIOIINE OOIH B TPYyIHOI
KieTke, ydaménublii put™. [loBbimenne konuenTpauuiit NTproBNP
ObLI0 y Beex manueHToB (cpexHee 3Hauenne 1221 nr/mir). HPC Brico-
KUX TpaJaliii 3aperucTpupoBansl TonbKo y 2 aereit ¢ ['KMIT; pazmny-
Hbl€ HapyILLCHUs IPOBOIALICH crucTeMbl — Y 8 manueHToB. CpenHss
TOJIIIMHA MEXOKETy0uK0oBON nieperoponku y nereit ¢ 'KMII cocra-
Buita 20 mum (8,9-35,5 MM), y 2 MMena MecTo JIaTeHTHast 0OCTPYKLUSA
BBIBOJIHOTO OTJIEJIA JIEBOTO KeTynouka (23-34 MM pT. cT.). Y 1eBOUKH
¢ HMJIX ¢ poxxnenns tsoxénoe teaenne XCH, arpuomeranus, anna-
TaIMsl JISBOTO HKEJTY/I0UKA C €r0 HU3KOH COKPATUTENILHOM CII0COOHO-
CTBIO, ANACTONIMYECKas! AUCYHKIHS 110 TUITY PEeCTPUKTHBHOH. Du-
6po3 muokapaa npucyrcTByeT y 10 manmentoB. HebnaromnpusitHbx
coObITHI He 3apeructpupoBano, nanuenTsl ¢ 'KMII nomyyaror Te-
pamnuto Gera-6nokaropom, neBouka ¢ HMJDK — 6asuchyro mo XCH.

3axnouenue. 11lnpokast BapnabeabHOCTE (PEHOTHITA KapIHOMHO-
MIaTHH TIPU OTAETBHBIX MyTalUaX 00yCIOBIMBAET HEOOXOIMMOCT MO-
JIEKYJISIPHO-TEHETHYECKOW BepUPHKAIINY, U3yUESHHs Ka)JI0TO CIIydast
3a00J1eBaHus AT YCOBEPIICHCTBOBAHHS ITOAXOIO0B K JICUCHHIO, B TOM
YHclle — pa3paboTKe FeHHON Tepanuu.



