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luneprpoduueckas kapauomuonatus (I'KMII) — camas pacnpoctpanéHHas Gopma HACIEICTBECHHBIX
3a0oneBaHUi cep/la, KOTopas XapaKTepu3yeTcs THIepTpoduel CTEHKU JIEBOTO U/ WM H3pPEKa IPaBOTO
KEMyJ0UKa, U BCTpedaeTcs B o0med momyssaiuu ¢ gacto-toi 1:500. [To coBpeMeHHBIM TIpeCTaBICHUSIM B
oonpimmHCTBE citydaeB ['KMII — ayTocoOMHO-TOMUHAHTHOE 3a00JICBaHKE, XOTS U HE UCKITIOYAETCS 8y TOCOMHO-
PEIeCCUBHBIN THIT HACIeMOBaHUsA. B HacTosmee BpeMs uaeHTHGHIEpoBaHo okoio 50 reHoB u 1500 mytanuu
B HUX, KOTOpEIe CcBs3aHbI ¢ pazButueM [ KMII. OmHako 1o cuX TOp HE BBISABIECHBI BCE TEHBI, KOTOPHIE MOTYT
ObITh cBsizaHbl ¢ naToreHesoM ['KMII, u kak MUHMMYM B 4eTBEpPTH cly4yaeB reHeTHueckas ocHoBa ['KMII
ocTaércs He BhIABJICHHOMW. [Ipy 3TOM maroreHeTHYeCcKas 3HaYMMOCTh OOJIBINIMHCTBA BhIABICHHBIX TTpu [ KMII
MyTalnui ocTa€Tcsl 0 KOHIIA HE BBISCHEHHOW, MOCKOJBKY H3-32 HHM3KOW BCTPEUAEMOCTH OOJBITUHCTBA
MyTalui B MOMYJISIAN U HEOONBIIOTO pa3Mepa ceMeil IPOBECTH KOCErperaloHHbIN aHaIu3 B JOCTaTOYHOM
00BEME HE TIPEICTABIIAETCS BO3MOXKHBIM. bojee Toro, y poccHiHCKUX OOJBHBIX IO CUX MOP HE OMHUCAH CIEKTP
TE€HOB M MyTallui, KOTOpbIe BHOCAT BKJIa] B pasButue [ KMII B Hamelt nmonymisuuu. B cBA3u ¢ 3TUM KpaiiHe
aKTyaJbHOW SIBIISETCS W3yYCHHE TEHEeTHYeCKHX (akTopoB, cBsa3aHHBIX pa3sutueM ['KMII B poccuiickoit
MOMYJISIKK, B BbIOOpKe M3 99 HepoacTBeHHBIX pycckux marueHToB ¢ ['KMIT u3z MockoBckoit o6macTH,
JIUATHOCTUPOBAHHBIX B COOTBETCTBHU C €BPOICHCKAMH JUATHOCTHYECKUMHU KPHUTEPHUSIMH Ui CEMEHHOMN
I'KMII. CexBeHmpoBaHHE KIMHHYECKOTO OBLJIO MPOBEICHO C HCIIOIB30BaHWEM Habopa misa oOoTramieHus
SomeSelectFocusedExome Ha cekBeHaropellluminaHiSeq 2500 co cpemnum  mokpeituem — 30.
buonnpopMaMoHHBI aHANKM3 TOJYYEHHBIX TOCIeIOBaTeNbHOCTEH mpoBoamics B cpeae «R» ¢
ncmonb3oBanreM aroput™MoB CADD u REVEL u 6a3s1 nanueix ClinVar. B pesynprare 05110 MOKa3aHo, 9YTO
OONBITMHCTBO MyTanui ¢ mokazaHHou corsacHo ClinVar maToreHeTHYecKOd 3HAYMMOCTBIO y HAIIUX
nanueHToB HabmoaaeTcs B rerax MYBPC3 u MYH7 (manpumep, Honcene myTtaunu Q1233* u Y847* B rene
MYBPC3 u muccenc myrtanus G741R B rene MYH7). OOmias gactora MyTallii B 3THX T'€HaX B Hamlel
BbIOOpKE cocTtaBmia 5 %., YacToTra BCTpe4aeMOCTH OTAEIBHBIX MyTallMi B Halled MOMyJSAINH Obljla OYEeHb
HU3KOM. CienyeT OTMETHTh, YTO, HECMOTPS Ha TO, YTO TOYHO MACHTU(DHUIIMPOBAHHBIC MYTAIIUU HE SIBJISTIOTCS
YHUKAJIBHBIMHY IS HallleH BBIOOPKU OOJIHBIX M OOHAPYKUBAKOTCS y MAIUSHTOB BO BCEM MHPE, YaCTOTHI 3TUX
MyTAaIlil B HaIIeH MOy HEMHOTO OTIMYAIOTCS OT TeX, 0 KOTOPBIX coobimanochk B EBpomne. MbI Takoke
UACHTU(DUITUPOBAINA HECKOJIBKO MOTCHIUAIBHO MATOrEHETHYECKU 3HAUMMBIX MYTAIlMi B TeHAX CAPKOMEPHBIX
oenkoB MYH7, MYBPC3, TNNT2, MYL3 u TPM1, kotopsle cunrtatorcs ocHOBHbIME TeHamu [ KMIL. Otu
MOTEHITUAIEHO MAaTOTEHETHYECKH 3HAYMMBIC BapHAHTBI TaKXKe OYEHBb PEIKH W BCTPEUAIOTCS B OTACIHHBIX
ciaydasx I'KMII y 6oibHBIX Bo BceM Mupe. OHM ObUTH KJTacCH(DHUITMPOBAHBI KaK IMMATOTCHETHYECKH 3HAYNMbIC
C TOMOIIbI aHaiu3a OMOWH(GOPMATHKHU, MPOBEACHHOTO B 3TOM HCCICIOBaHUU. 22 TOTEHIMAILHO
MaTOreHEeTHYECKH 3HauYMMbIX BapuaHTa BbigBiIeHBI B reHax ACTN2, TRIM63, LDB3, TTN, MYH6, TCAP,
NEXN u VCL, koropbie MOTyT OBITh TpuunHO#N pazBuTus 'KMII y 24 mamueHToB W3 Hamieil BBRIOOPKH.
HekoTropeie 3 3THX T€HOB KOTUPYIOT OCIKH, KOTOPHIC SBIISIOTCS CTPYKTYPHBIMU KOMIIOHEHTAMHU CapKOMEpa,
TOTJIa KaK JPYIrue CTPYKTYPHO CBSI3aHBI C CAPKOMEPOM WJIM YYACTBYIOT B MOICPKAHUH (DYHKITUU CapKoMepa.

Boinonnenue pabomet yacmuuno noooeprcano Kypuamoecxkum zenomuvim yenmpom — UMI (coznawenue Ne (75—
15-2019-1664).
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