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[To mamabiM BO3 B 2019 1. mHCYIBT OBLI BTOPOH 1O 3HAYUMOCTH IIPUIHHON CMEPTHOCTH
B Mupe. B rmobampHoM MacmiTabe MOXKW3HEHHBI PUCK Pa3BUTHA WHCY/IbTA MOCTe 25 JIET Y
JKEHIIUH BBIIE, YeM Y MYKYHH, HauOOJIbIINE IToKa3aTe/n HabJIoMaloTed y KeHiua Bocrou-
noii Esponbr u Bocrounoit Azuu [2]. MHcynbT gBiisercst My abTudaKTOPHBIM 3a00/1€BAHIEM, B
pasBUTHE KOTOPOI'O MOIYT BHOCHTB BKJIaJ| Pa3IMIHbIC TeHBI [1].

I'en NOTCH 3 koaupyeT OJHOMMEHHOH PEIenTop, 00eclednBaonnii paboTy CUrHAJIBLHOTO
nytu NOTCH, xoropeiit npuHuMaer ydacTue B Pa3BUTHH M TOMEOCTa3€ MHOXKECTBA TKaHEH
u opranos |5]. Umerorca jpanuble, uro geiicreue curnanbaoro nyta NOTCH ceasano ¢ sm-
OPHMOHAJILHBIM Pa3BUTHEM COCYJIOB, IpolieccaMu tpoJiudepanuu u udepeHmpoBKI KJIETOK,
AHTHOTEHE30M, YMEHBIIEHNEM OKHCIMTELHOIO cTpecca n anonrtosa [4]. Hapymenns skcrpec-
CHU TeHa MOTYT OBITh CBSI3aHBI C PA3BUTHEM UIIEMUIECKUX HHCYJIBTOB PA3IHIHON IPUPOIHI [3].
O1HO# M3 TPUYWH MTOI0OHBIX HAPYIIIEHNH MOTYT OBITH OJHOHYKJ/IEOTHIHBIE 3aMeHbl. [lesb ncce-
JIOBAHWS 3aK/II09aeTcst B u3ydennn accormanun s 1044009 rena NOTCH 3 ¢ puckoM pa3BUTHSA
UHCYJIBTA Y KEHIIH.

Marepuajom st ucciemoBanus rnocayzxkuan oopasnbl JIHK, Bbigenennble 13 KpoBu >KeH-
IIUH, TIEPEHECIIINX WHCYJIBT, U 3/I0POBbIX KeHIuH (80 06pas3ios: 25 — KOHTPOJIbHASI IPYIIa, 55
— mepereciie HHCYIbT). Vzydenne nommopdusma rs1044009 rena NOTCH 8 ocyiecTBieHO
MeTOJIOM aHajm3a moauMopdusMa JyimH pecTpukiimonubix dpparmentos (ITIP®D) ¢ ucnosbzo-
BaHueM SHj10HyKJeasbl pectpukimn BstMW 1 (SibEnzyme, Poccust).

lenorunt T'T siBisiercs mpeobiiagaonuM B 006enx rpymnax, B To Bpems kak remoturt C'C' He
ObL1 oOHApY2KEH. /19 KOHTPOJILHO I'PYIIIBI TOKA3aTe/ b YaCTOThl BCTPEYaEeMOCTH MeTePO3UTOT-
HOrO reHoTuma cocraBui 36%, a cpeau KeHnmH, nepeneciux uHeyasT — 22%. Bour nposeaen
aHaJIn3 9acTOThl MUHOPHOTO autess (C'): B KOHTPOJIbHOI TpyIIe nokasareab cocrasui 0,18, B
rpymre Keumud, nepedecmux uHCyJgbT — 0,11. Ilo mamaeim npoekra 1000Genomes MAF it
rs1044009 cocrasnsier 0,37, st eBponeiickoii nomyssnuu — 0,23 [6]. B xoze nposejenHoro uc-
CJIeJIOBAHUS He OBLJIO BBIABIEHO 3HAYUMBIX PA3JIMIUN B YACTOTAX PACIIPEJIC/ICHUS TeHOTHUIIOB U
asutesteit rs1044009 rena NOTCH 3 mex iy uccieyeMbiMu rpytiamu kenmmus (p=>0,05). [To-
JIYIEeHHBIE PE3YJIbTAThI CBUJIECTEILCTBYIOT O TOM, YTO JAHHBIH MOJIUMOP(MU3M HE acCOIUUPOBAH
¢ U3MEHEHUEM PUCKa PA3BUTUsS UHCYJIHTA Y YKEHIIHIH.
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