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Lenb. YCTaHOBUTb reHeTUYeCKNe AeTEPMUHAHTbI UAMONATUYECKON rMnepTpoduyeckol Kapamommona-
Tumn (TKMM) y naumeHTOB Noxuaoro Bospacta. Matepuanbl u metoapl. B uccnegosaHue BrkatoueH 131 naymeHt
¢ FTKMI B noxkmnom Bo3pacte. CeKkBeHMpOBaHME HOBOrO NOKO/NIEHUA C O4HOBPEMEHHbIM aHann3om 108 reHos,
ACCOLMMPOBAHHbIX C Pa3NIMYHBIMK BapuaHTaMM KapAMOMUONATUIA U HapyLLEHMAMU PUTMa, nposeaeHo 17 na-
umMeHTam. MonumopdHble BapuaHTbl rs2290149 u rs10838692 reHa 6enka [JOMeEHa CMepPTU MUTOreH-
AKTMBMPYEMOI NpoTenHKMHa3bl (MADD) nccnepoBaHbl y 154 nauueHTos ¢ FTKMIM B cpegHEM M MOXKUIOM BO3-
pacte. [pynny cpaBHeHWs cocTaBuiu 288 340pOBbIX LOHOPOB. Pe3ynbTaTbl. Y NauneHToB ¢ MaHudbecTaumen
KAMHUYEeCcKux npossaeHnii TKMI B NOXMAOM BO3pacTe BbIABNEHbI FeHETUYECKMe BapuaHTbl B reHax, Koau-
pytoLmx BbipaboTKy benkos capkomepa B 18% cnyyaes (MYH7), B reHax, Kogmpylowmx BbipaboTky 6enkos Z-
OMCKA, UMTOCKesIeTa U MOHHbIX KaHanoB — B 29% HabnioaeHWit, ABOViHbIe reHeTUYEeCKMEe BapuaHTel — Yy 24%
naumeHTos (MYH6 + SCN5A, DSC2 + TTN, TNN T2 + LAMA, VCL + HCN4), He 6biau ycTaHOBAEHbI — B 29% cnyda-
eB. feHotun TT nosmmopdHbIXx BapuaHToB rs2290149 (TT:TC+CC, OLWW=1,872, 95% AWN=1,149+3,05, p=0,03) n
rs10838692 (TT:TC+CC, OLL=1,629, 95% AN=1,099+2,416, p=0,02) reHa MADD y nauneHToB c KM BbisB/IEH B
82,5% un 55,2% cnyyaes, COOTBETCTBEHHO. B rpynne KoHTponsa reHotun TT noAnmMopdHbIX BapuaHTos rs2290149
1 rs10838692 Habnogaetca B 71,5% u 43,1%, cooTBeTcTBeHHO. Pacnpeaenenune annenent T:C nonumopdHoro
BapuaHTa rs2290149 reHa MADD y nauueHToB ¢ TKMM coctasmno 89,9% : 10,1% v 3HaYMMO OT/IMYANOCh OT
rpynnbl KoHTpons - 82,3 % : 17,7% (OLW=1,923, 95% AWN=1,253+2,951, p=0,01), noammopdHOro BapuaHTa
rs10838692 reHa MADD B rpynne T’KMMM - 72,4% : 27,6% v 62,2% : 37,8% B rpynne koHTponsa (OLW=1,598, 95%
[N=1,182+2,159, p=0,01). BbiBogbl. Mpu TKMM ¢ maHudecTaumein KAMHUYECKUX NMPOABAEHMI B MOKUAOM BO3-
pacTe npeobnafatoT reHeTUYeCKne BapuaHTbl B reHax, KoAMpPYoLWMX BbipaboTKy 6esKkoB Z-aucKa, LuTocKkeneta
M MOHHbIX KaHa/0B, UMEIOLMX HeONpeaeneHHYo 3HaUMMOCTb. feHoTUn TT 1 annenb T nonMmopdHbIX BapuaH-
TOB rs2290149 u rs10838692 reHa 6esnka LOMEHA CMEPTU MUTOTeH-aKTUBMPYEMOI NPOTEMHKMHA3bI acCoLMM-
poBaHbl ¢ runepTpodurein mmokapaa Npu MAMoNaTUYECKol runepTpodUYeckor KapaAMomMmMonaTumn B cpeaHem 1
NOXW/IOM BO3pacTe.

KnioueBble cnoBa: navonaTmyeckas runeptpopuyeckan KapamoMmonatus, NoXMUAON BO3PaCT, reHeTH-
Yyeckue AeTepMMUHAHTbI, CEKBEHUPOBAHWE HOBOrO NMOKO/MEHUA, NOAMMOPdHbIE BapuaHTbl FeHa JOMeHa CMepTH
MWUTOreH-aKTUBUPYEMOW NPOTEUHKMUHA3I.
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