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MauueHT: O6pasew, N2 3aaBKu: 2221533303
Bospacrt: 24 ropa E
Mon: M i
JAara B3aTus:
JaTta BbINOJIHEHUS: Buomatepuan: Kpoeb c 34TA

Metopa: MLLP B pe)xxume peanbHOro BpeMeHun

Uccaenosanne DOTOCTAPEHME KOKHU

®enorun  DoTOCTAPEHHE KOKH

Pesyasbrar:

I'en HaszBanue rena Bapuanr I'enorun  Puck

FBX040 benox F-6okc 40 NC _000003.12: A/A IloBbIlIeHHBII
2.121600977A>G

LOC10537 HeoxapakTepn30BaHHBIN JOKYC NC _000003.12: G/G IoBbIIeHHBIT

4069 2.120866468C>T

0GG1 8-oxcoryanun-JIHK-rmuko3unasa NC_000003.12: c/C CpenHenonyasuOHHbII
2.9757089C>G

STXBPSL  benok, nogo6HbINH cuHTakcuH cBs3piBaio-  NC 000003.12: A/A CpenHenomyIsHOHHbII

eMy IPOTEUHy 5 g.121381436G>A

XRCC1 X-Ray Repair Cross Complementing 1 NC _000019.10: Cc/C CpeaHenonyIssuOHHBIH

2.43553422G>A

Pacwughposra puckos:
puck «Ipomexmuenviity — OR 0-1; puck « Cpeonenonynsayuonnsitiy — OR 1; puck «Ilosviuennviiiy — OR 1-3; puck «Bwvicokuiiy — OR 3-5.
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FBXO0O40(NC_000003.12: I'en FBX040 xopupyeT OelOK, KOTOPBIH y4acTBYeT B NMPE3EHTALNMH aHTUTCHOB MO-

2.121600977A>G) JIEKyJaMH INIABHOTO KOMIUIEKCA TUCTOCOBMECTUMOCTH | Kiacca, BpOXXIEHHOM UMMY-
HUTETE, YOUKBUTHH-TIPOTENHOBOH Jura3Hoi aktuBHOCTH M IGF1 myTH, cBsI3aHHOM C
BocniasienneM. Asenb A Bapuanta NC_000003.12:2.121600977A>G rena FBX040
MOXKET OBITh CBSI3aH C YBEJIMYEHHEM pHCKa (OTOCTapeHHs KOXH. BhLIBIEHHBIH re-
HoTtHn A/A Bapuanta NC 000003.12:2.121600977A>G rena FBX040 cBsizan ¢ mo-
BBIIIEHHBIM PHCKOM (DOTOCTAPEHHS KOXKH.

LOC10537 4069(NC_000003.12: LOC105374069 - HeoxapaKTepuU30BaHHBIH JIOKYC, HAXOAUTCS B HEPABHOBECHOM

£.120866468C>T) CIEIUIeHUH ¢ HeckonbkuMu BapuaHTamu B reHe STXBPSL. T'en STXBPSL ko-

JMpyeT OeJOoK, KOTOpBIl WIpaeT pojib B BE3UKYJSPHOM TPAHCIOPTE M WHTUOU-
pPOBaHHM 3K30LMTO3a. B OeTa-kieTkax MOMKENYJOYHON >Kele3bl OH HHIHOUpY-
eT CeKPeLHWI0 HHCYIIMHA. Y4acTByeT B BBICBOOOXKICHHH HeEHpOMenuaTopoB. Aul-
nenb G Bapmanta NC_000003.12:2.120866468C>T MokeT OBITH CBS3aH C yBe-
JuYeHueM pucka Qorocrapenuss koxu. Beiseienuslii reHotun G/G BapuaHTa
NC 000003.12:2.120866468C>T cBsi3aH C NOBBIIIEHHBIM PUCKOM ()OTOCTAPEHHS KO-
HKH.

OGG1(NC_000003.12: 2.9757089C>G) Ten OGG1 xommpyer ¢depment 8-okcoryanmH-JIHK-rmukozmmaza (hOGG1), ko-
TOPBI OCYILECTBISAET YJaJIEHHE OCTAaTKOB §-OKCOTyaHHHa (IIPOLYKTa ITOBPEXIe-
HHUs TyaHWHa aKkTUBHBIMH ¢opmamu kuciopona) u3 JHK wyenoseka. I'enorum
G/G Bapuanta NC 000003.12:2.9757089C>G rena OGGl (Cys326) accouun-
pOBaH CO CHM)XEHMEM aKTHBHOCTH (epMeHTa. [€HOTHI MOXeT OBITh CBs3aH C
yBENMYEHHEM pHCKa (QoTocTapeHus Koxd. BrwiaBnenusii remotun C/C BapmanTa
NC _000003.12:2.9757089C>G rena OGG1 He cBs3aH ¢ MOBBIIIEHHBIM PUCKOM (o-
TOCTapEeHHUsI KOXH.

STXBPSL(NC_000003.12: I'er STXBP5L kommpyeT 6elok, KOTOPEIA UTpacT Pollb B BE3UKYISIPHOM TPaHCIIOP-

2.121381436G>A) T€ W MHTUOMPOBAaHHUHU JK30IMTO3a. B OeTa-KIeTKax MOKeTyI09YHON JKelle3bl OH WH-
THOMPYET CEKPELMI0 MHCYIMHA. YYacTBYeT B BBICBOOOXKICHHHM HEHPOMEIHATOPOB.
Annens G Bapuanta NC _000003.12:2.121381436G>A rena STXBPS5SL moxeTr ObITH
CBsI3aH C YBEJIMUCHHUEM PUCKa (OTOCTApEeHHs KOXKH. BrIsiBIeHHBII reHoTHn A/A Ba-
puanta NC _000003.12:2.121381436G>A rena STXBPS5L He cBsi3aH ¢ NOBBIIIEH-
HBIM PUCKOM (DOTOCTapEeHUS KOXKH.

XRCCI1(NC 000019.10: I'en XRCCI1 sBnsercs BaXHBIM 3JIEMEHTOM IIpoIlecca 3KCHU3MOHHOW pemapanun

g.43553422G>A) ocHoBanuil. Bapuant NC _000019.10:2.43553422G>A rena XRCC1 accouuupoBan
CO CHIJKCHHEM BOCCTAHABJIMBAIOIICH aKTUBHOCTH (epMeHTa. BapuaHT MoxeT ObITh
CBsI3aH C yBEJIMYEHHEM pHCKa Pa3BUTUS HEKOTOPHIX THIOB paka M (orocrapeHus
koxu. Breisenennsiit rerotun C/C Bapmanta NC _000019.10:2.43553422G>A rena
XRCC1 He cBsizaH C MOBBIIIEHHBIM PUCKOM (DOTOCTAPEHHUS KOXKH.

I'en FBXO040 Benok F-6oke 40
@Dynkuusa rena  FBX040 (benok F-6okc 40) mpencrasnsier coGoii re, kogupyrommii 6eqok. Cpequ CHHAIBHBIX MyTeH, B KOTOPBIX
OH yYacTBYeT - Ipe3eHTanusi aHTureHoB Moiekynramu MHC I kiacca, BpOXKAEHHBIH MMMYHUTET. YUYacTBYyeT Takxke B
YOUKBUTHH-TIPOTENHOBOH JIUTa3HOH aKTUBHOCTH.

I'en LOC10537 4069 Heoxapakrepr30BaHHbIN JIOKYC
@Oynknusa rera  LOC105374069 - HeoxapakTepH30BaHHBII JIOKYC, paciookeHHbIH Ha xpomocoMme 3 (3q13.33) B 3oHe rena STXBP5L.
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I'en OGGI1 8-okcoryanun-/IHK-mukosunasa
DOyHkuusa reHa  OpaHoi u3 Hanbosee YyBCTBUTENBHBIX M OHOJIOTHYECKH BaXKHBIX MHUIIeHed npu noBpexaeHun JJHK aktuBHbIME hopmamu
KHCJIOPOZA SIBJISIETCS] TYaHUH, a IPOIYKTOM HMOBPEXAEHHs 8-okcoryaHuH. Tak kak 8-okcoryanuH (8-OG) siBisiercs Hau-
OOJIBIIAM TI0 BEJIMYMHE BBIXOIA MPOAYKTOM, oOpasyeMbiM mpu aelictBuu ADPK Ha HykiemHOBBIE KHCIOTHL, TO §-OG B
HacTosIee BpeMs CUMTAeTCs OIHMM M3 OCHOBHBIX OuomapkepoB okuciautenabHoro nospexxaenus IHK. I'en OGG1 koau-
pyet depment 8-okcoryanuH-/IHK-rmmko3nnaza (hOGG1), KOTOpbIil OCYIIECTBISAET YAAJICHUE OCTATKOB 8-OKCOT'YaHWHA U3
JIHK uenosexka.

I'en STXBP5L Benok, mogo0HbIi CHHTAKCUH CBA3BIBAIOLIEMY ITPOTEUHY 5
Dynknusa reHa  Ten STXBPSL koaupyet 6enoK, KOTOPBIil 3KCIIPECCHPYETCsl B LIGHTPAIBHON U epu(epHIecKoil HEPBHOI CHCTEME M HTpaeT
POJIb B BE3UKYISIPHOM TPAHCIIOPTE M BBICBOOOXKICHIH HEHPOMEIHATOPOB.

I'en XRCCI1 -Ray Repair Cross Complementing 1
Dynakuusa reHa Ten XRCCI spisercst BOKHBIM 3BEHOM B MEXaHH3ME HCIPABIICHHUS OLIMOOK - SKCIM3MOHHOMN perapaiuu ocHoBauuii (base

excision repair, BER), npu KOTOpoi MOBPEXJICHHOE a30THCTOC OCHOBAaHHE, HAPHMEP TUMHHOBBIH IVIMKOJb, YAANSCTCS
cnenudmueckoit JJHK-rmuko3nmazoii 1o BekpoIThs caxapodocdarnoro kapkaca JJTHK.

Hara: Bpau-reserux : Honnuce:

Hamnpasnenue 0000035564TECT TECT TECT Crtpanuna 3 u3 3


https://www.chromolab.ru/
O.Cherbaeva
Штамп

O.Cherbaeva
Штамп

O.Cherbaeva
Штамп

O.Cherbaeva
Штамп

O.Cherbaeva
Штамп

O.Cherbaeva
Штамп

O.Cherbaeva
Штамп

O.Cherbaeva
Штамп

O.Cherbaeva
Штамп

O.Cherbaeva
Штамп

O.Cherbaeva
Штамп

O.Cherbaeva
Штамп

O.Cherbaeva
Штамп




