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BBenenmne. ubpuanbie qunnn THP-1, co3manuble ¢ ncrob30BaHneM MHUTOXOHIPHUI T1a-
IIUEHTOB C aT€POCKJIEPO30M, ITO3BOJIIIOT UCC/IEIOBATH BIUSIHUE MUTOXOH/IPUAJILHOIO T€HOMA Ha
KJIETOUHBIE IIpoIiecchbl. Panee ObLIO OTMEYEHO, UTO YaCTh JIMHUNM HPOsBiseT jJedeKT MUToda-
I'UU — OTCYTCTBHe yBenudeHusi ypoHs mutodarun npu crumyssiun FCCP. enb uccremo-
BaHUsI — MPOAHATM3UPOBATH MUTOXOH/IPUAIbHbIE TE€HOMBI 8 MUOPUHBIX JTUHUN (HOPMAJIbHbBIE
TC-HSMAM1, TC-HSMAMS3, TC-LSM2, TC-520 u gedexranie TC-522, TCI-521, TCN-521,
TCP-521) u onucarh u UCC/IEIOBATH MOJIEKYJISIPHBIE MEXAHIU3MbI MUTOXOHIPHAJIbHBIX JIUCHYHK-
Ui, B 9aCTHOCTH, CBsI3aHHBIX ¢ ramtorpymmavu Mt/ IHK [1].

Marepuanbl 1 MeToabl. CeKBeHNPOBaHNE MUTOXOH/IPUATBHBIX T€HOMOB BBITIOJTHEHO TIPU
oMot tostHoreHoMHOoro NGS-cexkBenaropa mo Meromy Illumina. /lanabie obpaboranbr mpn
nomoru crangapraoro 6uontrdopmarudeckoro 10 (bwa, samtools u beftools) u BbipoBHEHBI
na KeMmOpupKekyto sranonnyto nociepoBaresbHocts (CRS). Ananns ramiorpymn mpoBoimicst
upu nomotnu ceppepa HaploGrep 3.

PesynbraTel u obcyxjaenune. ObHapyx)keno 60 yHHKAIbHBIX MUTOXOHIPUATBHBIX OJIV-
MOPGU3MOB, HE BCTPEYAIONIUXCA B POAUTEIbCKON Jmnuu. V3 HuX 58 ABJISIOTCA MapKepaMu
MUTOXOH/IPUAJILHBIX TaIIorpyIi. 37 MmyTtaruii HaxojaTcea B renax OXPHOS, 12 B Hekoupyto-
EM peryagaTopHoM ydacTke, 7 — B MuToxoHpuaibHbix pPHK n 4 — 8 TPHK. BosibmuncTso
U3MEHEHMIT 3aTparnBaeT CyobeInHuIbI KoMILIekca [, aro ycummBaeT reneparmio ADK n moxker
c11ocobCTBOBATH MUTOXOHIPUAJIbHOI JucdyHKIHN [2]. 37 MyTarmit naeHTHdUIIPYIOTCS KaK Ma-
torernble B ClinVar, BK/Tfo9ast Kak HECHHOHUMUYHBIE, TaK M CHHOHUMUYIHBIE 3aMeHbl. Hanboiee
BBICOKOE COJIEpyKaHHe TOJIMMOPMU3MOB, & TaKKe OTHOIIEHHUE IMaTOrMeHHbIX U HECUHOHUMUTHBIX
3aMeH K obremy uamciay myTaruii Habsmogaercs B uausgx TC-HSMAM3 u TC-520, koropsie
TaKKe JeMOHCTPUPYIOT JedekT MuTodaruu. DTu JUHUU OTHOCATCH K rariorpyinam 12b u K2,
B OTJIMYHE OT OCTAIbHBIX, HpuHaIekamnx K cyokaagam H. Jluaun TC-HSMAM1 u TC-LSM2
TaKyKe UMeIOT JeeKT MUTOMArun, HO UX MUTOXOH/IpUAJIbHBIE T€HOMBI OJIM3KKM K HOPMAJIbHBIM
JIMHUSIM.

SakJirroyeHune. 2 JuHUE ¢ jedekTHO MuTodarueil comep:KaT IMOBBIIIEHHOE KOJIUIECTBO
HECHUHOHUMUYHBIX ¥ ATON€HHBIX MUTOXOHIPUAJIBLHBIX MYTaIldil 1 He OTHOCATCS K rartoTuiry H.
DTO yKa3bIBAECT Ha BO3MOXKHOE BJIUSTHIE TaIlIOTPYIIIBI KAK TeHOMHOTO OKPYZKEHUSI Ha, COCTOSTHIE
MHUTOXOH/IPUAJILHOTO reHoMa U 3(MPEKTUBHOCTD YIAJICHUS MTOBPEXKICHHBIX MUTOXOHJIPUI, 9TO
MOYKET TIOBBIIIATH PUCK PA3BUTHS MUTOXOHIPUAIBHON MATOJIOTUN.
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