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KasmeBnbie norennuasi-zaBucMble Kanaabl Kv7.1 mpeactaBistior coboit KpymHbie MeMOpaHHble
Gesiku. OyHKIMOHATIBLHO aKTUBHBIH KaHaJ 00pa3yor derbipe ajbda-cyobeauauinl (KCNQ1) u
or 2 1o 4 ponosuaurenbubix cyobeaunul (KCNE1 wim MinK). OcuoBhas ux ¢dyHKIus B op-
raHu3Me - PeryJidius TPOJI0JIKUTETbHOCTU IIOTEeHIINAIa JeCTBU YKeJTyI0YKOB cepra. Myra-
1uu 6€JIKOB, GOPMUPYIOIIIX KAHAJ, SIBJIAIOTCH IPUIUHON PA3JINIHBIX ATOJIOTUN CEPIIa, Jallle
Bcero - npuunnoit yjymuennoro narepana QT. Cunmpom ymamaenHoro QT (LQTS) - oxna
3 Hanbojiee PACIPOCTPAHEHHBIX (DOPM MATOJIOTHI MOHHBIX KAaHAJIOB Cep/illa, XapaKTepu3yio-
MAsICAd ACUHXPOHHBIM W YJJIMHEHHBIM MHTEPBAJIOM DPENOJISPU3AINN YKETYI0IKOB. JTO MOZKET
[PUBOJIUTD K 2KEJIYJIOUKOBOM TaXUKAP/IUU U BHE3AIHOW cepjievHoit cmepTu. Takue HapyiieHus,
B YaCTHOCTH, TIePeIaloTcs HACIecTBeHHO. Onrcano 60JIbIToe KOJTMIeCTBO My TaIluil B T€HAX Ka-
JINEBBIX KAHAJIOB, MTPOSB/ISIIONIUIXCS B MMOJIOOHBIX CUMIITOMAX U PETUCTPUPYIOMINXCS KAK YMEHb-
IeHNsT TOKOB, HEOOXOJUMBIX JIJIsT CBOEBPEMEHHOT'O 3aTyXaHUs MOTEeHIHAaa JefiCTBA.

lannas pabora MocBsIleHa NCcae0BaHUIO JIBOWHON MyTaruu B rere kenql, koropas BejeT
K npossiennio LQTS y nanuenta. B renome uccieyeMoro 0Lt 06HaAPYKEHbI CJIETYIOIIIE OJ1-
HorykJeoruanabie 3amenbl: ¢.1011C>G (p.Ile337Met) u ¢.1025T>C (p. Leu342Pro). Oxna u3
X (¢.1011C>G) 6bu1a obHapyzxkena B 2017 1. [1], HO ee dyHKIMOHAIBHOE BIUSHEE Ha PabOTy
KaJIMeBOTO KaHaJIa paHee He ObLIO MCC/IeI0BAHO. MyTarun pacioiozKeHbl B TpaHCMeMOpaHHOM
crimpaii S6 (0Ha M3 TOPOOOPA3YIONIUX CHUPAJIeil), 4To, MPEIOJOKUTETHLHO, MOKET 3HAUN-
TeJILHO BJIUSTH Ha MPOBOJIMMOCTH KaHAJIA.

MyTarun ObLn BBEJIEHBI B ILJIA3MULY, KOIUPYIOILYIO MOC/IEI0BATEILHOCTE T'eHa kengl, Kak
Bmecte (¢.1011C>G + ¢.1025T>C) rak u Kaxkmas 1o oraeapHocTn. MyTarenes ObLT TOATBED-
KJieH cekBeHupoBanueM. [lrazmuabl Obln TpaHceupoBaHbl B KJIETKHA KYyJIBTYPhl SIMTHUKA
kuraiickoro xomsika (CHO-K1), coBMecTHO ¢ mmasMuioit, KOIUpyoIei oMo THUTENbHY IO CyOb-
equnuity Kanaia KCNEL. Vposenb skcrpeccun 6e/ika ObLIT IPOBEPEH C IIOMOIIBIO METO/Ia UMY H-
nobsiora. Hu omna u3 myraruii, a Tak ke ux KOMOUHAIMS, HE HAPYIIAIOT TOTAJIBHYIO SKCIIPEC-
cuio 6eJiKa. DJIEKTPOMU3NOIOTUIECKIe U3MEPEeHNs KMHETUKHU MOTOKa MOHOB K+ 1poBejieHbI
MeToioM patch-clamp B konduryparun whole cell. Myranus ¢.1011C>G npuBoauT K 3ame1-
JIEHNIO KUHETUKN MOTOKa NMOHOB K+ W c¢/BUTY KpHWBOIT aKTHBAaIMN KaHaJa BIpaBo. B Kirerkax,
9KCIIpeccupyomux 6eyiok kanasa ¢ mytarnueit ¢.1025T>C mmm ¢ ux koMOuHaIeil He yJIaI0ch
zapeructpupoBatb K+ Tok. Takum ob6pa3om, onucanubie MyTallud TPUBOJIAT K CHUYKEHHUIO aK-
TuBHOCTH KaHasta Kv7.1, u, BO3MOXKHO, K HAPYIIEHUIO BHY TPUKJIETOYHOTO PACIIPE/Ie/ICHUST OeJi-
Ka, 9TO MPOSBJISETCS KaK HapyIIeHne HOPMAJIbHOIO MOTEHINa I JefCTBUSA B KAPIUOMHUOIINTAX
u nposiByisierca cunygpomom LQT y nanuenta.
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