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MOJIEKYJIIPHO-TEHETUYECKHWIN AHAJIA3 IOJITUMOP®U3MOB

TEHA XRCC1 Y JETEM KOPEHHOT'O U ITPUIILJIOIO HACEJIEHUA
KEMEPOBCKOM OBJIACTH
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ITpoBeneno uccnenosanue nonumopdusmoB rena XRCCI1Argl194Trp, Arg280His n Arg399GIn B nByx
9THUYECKUX rpynmnax KemepoBckoil obnmactd (IIOpLBI, pycckue). YacTOThl BCTPEYAEMOCTH MHHOPHBIX
amneneii His m Gln rema XRCCI COOTBETCTBYIOT HaHHBIM, MOJNYYCHHBIM JJISI MOHTOJOWIOB, WU
COIJIACYIOTCSl C JAHHBIMH, IOJYYSHHBIMH JUI1 Tpymmbl pycckux Kemeposckoit obmactu. Yactora
BCTpedaeMocTi MUHOpHOTO ajutens 7rp rena XRCCIArgl94Trp B TpymIe MOPIEB MEHbIIC 3HAYCHHH,
XapaKTePHBIX U1 MOHTOJOMIOB (B PAa3IMYHBIX IOMYJIUSX MHpPA) M CONOCTaBMMAa C YaCTOTOM

RCT]%C‘J&GMOCTI/I 9TOr0 aJuIelIs B rlf;l/nndcﬂp(yc kux KemepoBckoii 06acTu.
JIFOUEBBIC CIIOBA: ceHeMUUECKULl NOTUMOPDUIM, WOPTbL, PYCCKUE

B HacTosiee Bpemsi IMHAMUYHO pa3BHUBa-
I0TCS MOJIEKYJISIPHO-TEHETUYECKUE METObl, MO-
3BOJISIIONINE BBISIBUTH STHUYECKHE DA3IWYUSA Ha
MOJICKYJISIpHOM ypoBHE. HIMBUIyaIbHEIN HaOOp
NOTMMOP(HBIX BapUAaHTOB I'€HOB CIOCOOEH OKa-
3bIBaTh CYLIECTBEHHOE BJIMSHHME Ha aJanTal[OH-
HbI€ BO3MOXHOCTH OpraHu3ma. B 3Toi cBs3M ak-
THUBHO HM3y4aeTcs Bkaja reHoB penapauuu JJHK B
¢dbopMHpOBaHUE WHIMBHIYaJIbHOH YyBCTBUTEIb-
HOCTU TE€HOMa K MOBPEKIAIOIIUM MYTareHHbIM
BO3ACUCTBISIM. B HacTosiiiee BpeMsi H3BECTHO 00-
nee 150 reHoB, MPUHUMAKOIIUX Y4YacTHE B pas-
JIMYHBIX IyTAX penapauuu [14].

Cunraercs, 4TOo OOJBIIMHCTBO MOBPEXIE-
nuit JIHK ymansercst Genkamu SKCIIM3HOHHON pe-
napanuu ocHoBaHu# (base excision repair, BER).
OpnuMm U3 reHoB, koaupytonmx ¢pepmentsl BER,
spisgercsi teH XRCCI. XRCCI (x-ray cross-
complementing group 1) OTHOCHTCS K peTyJIATOp-
HBIM OellkaM perapanuu, He uMeeT (epMeHTa-
TUBHON aKTHBHOCTH, HO OCYILECTBJISIET KOOPAM-
HanuoHHyto QyHkuuo. XRCCI B3auMoaeicTByeT
¢ nomu-Al® mnonumepazoi, JHK-nurazon 3,
JHK-nomumepasoii B, APEI [12]. B psae uccie-
JIOBaHUI YCTaHOBIJIEHA CBS3b MOIMMOpP(hU3Ma reHa
XRCCI1 ¢ yBennueHueM 4yBCTBUTEIBHOCTH K MY-
TareHam, KOTOpoe MpOSIBISIETCS, B TOM YHCIIE B
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YBEJIMYEHUH XPOMATHAHBIX abeppauuid U cecT-
PUHCKHUX XpoMaTHIHBIX 00MeHoB [11, 12]. K uuc-
Iy HamOoJee W3YYCHHBIX MOJIUMOpP(HU3MOB TEHa
XRCC1 otnocarcs: XRCC1 Argl94Trp, XRCCI
Arg280His, XRCC1 Arg399Gin. 3amena XRCCI
Argl94Trp pacnionaraercst B ruapodoOHOM pe-
rMOHEe Oellka, MEeXIy JOMEHOM, B3auMOJEHCT-
Bytouiim ¢ JIHK-monumepaszoii f u ADPRT-
B3aUMOJIEUCTBYIOIIMM JoMeHoM [9]. Wmerorcs
JTaHHBIE O TIOBBIIICHUU PUCKA PaKOBBIX 3a00sieBa-
HUM y Hocutenelt penoruna aukoro thuna XRCCI
Argl94Arg [2, 3]. B psane uccnemoBaHuii ObLia
TaK)K€ BBISIBICHA CBA3b MOJMMOPPU3MOB TI€HA
XRCC1 Arg280His u XRCCI1 Arg 399Gln c yBe-
JUYEHUEM PHUCKA BO3HHUKHOBEHHUS OHKOJIOTHYE-
CKUX 3a00JeBaHMI y HOCUTENIe MYTAHTHBIX all-
neneif. OcoOblil UHTEpec MpHOOpeTaeT U3ydeHue
HOJIMMOP(HBIX T€HETHUECKUX MAPKEPOB y KHUTe-
Jel 3KOJOrMYecKd HeOJIaronoylyYHbIX PErHOHOB,
T.K. OCTa€TCd HESICHOW MPUYMHA MEKITHUYECKHUX
OTIMYMN TPOLECCOB aJalTalMl y KOPEHHOI'O M
MPUILIOTO HACEJICHHs NPU YCIOBUU OAHOTHUITHON
Harpy3KH.

Heap wucciaenoBaHusi: aHAIU3 IOJIUMOP-
¢u3ma renorunos rexa penapauuun JIHK XRCCI
y TpencTaBUTENel KOPEHHOTO (IIOPLBI) M IPH-
nutoro HaceneHus (pycckue) KemepoBckoit 00-
JacTy.

Marepuajsl U MeTOabl. Vccnenyemas BbI-
Oopka BkIoyana 263 yenoBeka (123 manpunka u
140 neBouek, cpennuii Bo3pact 12,81+0,18 mer).
Cpenu Hux: mopueB — 143 denoBeK, PyCCKUX —
120 yenoBek (U3 HUX 54 yenoBeKa MPOXHUBAET B
mkone-uHTepHare r. Tamraron KemepoBckoit
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obmactu, 28 yenoBek npoxkuBaet ¢. Kpacnoe Jle-
HuHck-Ky3Henkoro paiiona u 38 B c. [lava SAm-
KUHCKOTO paiiona KemepoBckoii obnactn).

JUis  BBINOJMHEHMSI MOJIEKYJISIPHO-TE€HETH-
YEeCKHUX HCCIIeIOBAaHNH 3a0Upalii BEHO3HYIO KPOBb
Ha aHtukoaryisHre (0,25 MM D/ITA-Na), ¢ no-
CIIEIYIOIIMM IOJIy4€HUEM JIeWKoB3BecH. Brinene-
nue JIHK wu3 storo Oumosormyeckoro marepuala
MPOBOJIUITA METOJAOM (PEHOJ-XJIOPOHOPMHOM IKC-
tpakiuu [8]. O6pasusl JJHK pactBopsiin B 10
mM Tris/1 EDTA, pH 8,0 u xpanuiu npu —20°C.
Jnsa  TunupoBaHus MOIUMOP(GU3MOB B TeHE
XRCCI: Argl94Trp, XRCCI Arg280His, XRCCI
Arg399Gin wucmonp30Balii KOMMEPYECKYIO TECT-
cucreMy  «SNP-express»  (HII®  «Jlutex»,
r.Mockga). TP npoBoammu Ha amrmudukaTope
TEPHHUK (HII® «JAHK-Texnomorus», Poccus)
M0 Mporpamme, peKOMEHJOBAHHOM MpPOU3BOAUTE-
geM Habopa. AMITTU(PUIMPOBAHHBIE (pParMEHTHI
JHK pazpensimu 3nekTpodopeTHuecku B TOpH-
3oHTaNBbHOM 3% arapo3Hom rene. [locie okoHua-
HUs 37eKTpodopesa resib OKpalIMBalId pPacTBO-
poM OpOMHCTOTO PTHIWSA M BU3YaJU3UPOBAIH B

POXOJIAIIEM yIbTPaHOIETOBOM CBETE HA TPaH-
cwumroMuHaTope. CTaTUCTHYECKUH aHalu3 mep-
BUYHBIX JAHHBIX OCYLIECTBIISIM CPEICTBAMU
STATISTICA for WINDOWS v.8.0. Omenky
JIOCTOBEPHOCTH Pa3IM4Mil B paclpepeseHUuH Io-
TUMOP(HBIX BAPUAHTOB MPOBOIWIN CTaHAAPTHBIM
MeTOZIoM ¥ ¢ HompaBkoii Merca Ha Hempephis-
HOCTb. OIIGHKY COOTBETCTBHUSI pacHpeesieHuit
MOJMMOP(HBIX BapUaHTOB PaBHOBECHIO Xapau-
BaiinOepra oOCymecTBISUTM € HCHOJIB30BAaHUEM
JIOCTYITHOTO ~WHTEpHET-pecypca: http://  www.
genes.org.uk/software/hardy-weinberg.shtml [7].

Pe3yabTaThl U 00cykaeHne. B uzydeHHBIX
BBIOOpKaX JeTeH pachpeesieHusl 4acToT ajuieneit
U TE€HOTUIIOB W3YYEHHBIX MOJUMOP(HBIX Mapke-
pPOB HE MMENU OTKJIOHEHUH OT paBHOBecHs Xap-
nu-BaitnOepra. [lonydeHHble B pe3yibTare Mpo-
BEJICHHOT'O MCCIICJIOBAHUS 3HAYCHHSI YacTOT aJlie-
JIeil ¥ TEHOTHIIOB Y IIOPIIEB U PYCCKUX B CpaBHE-
HUU C JaHHBIMHU JINTEPATYpbl IPEACTABICHBI B
Tabmmmax 1, 2 u 3.

Ta6auua 1. [Tomumopdusm rena XRCC1 Argl94Trp B pa3audHbIX STHHYECKUX TPyTIIax

Oo6bem Feﬂ(zTI/m Dg:::;:i_
2:;;1“1 n (%) ro aJulelisi Tpynna

Arg/ Arg Arg /Trp Trp / Trp q (Trp)
N=142 | 120(84,51)° | 22(15,49)" 0° 0,077 wopust KO [CJT ]
N=120 | 103 (85,83)° 16 (13,33)" 1(0,83) 0,075 pycckue KO [C]] ]
N=405 368 (90,86) 35 (8,64) 2 (0,49) 0,048 yBpomneouas! (Hopserus) [14]
N=315 | 275(87,30) 40 (13,70) 0 0,063 yBporneoupl (Urammst) [5]
N=524 | 259 (49,40) 228 (43,50) | 37 (7,10) 0,288 mMoHTroou s (TaiiBans) [4]
N=102 57 (55,88) 40 (39,22) 5(4,90) 0,245 moHronounsl (Kurait) [4]

Ipumeuanue: 3aeck u nanee: KO — Kemepockas o6macts; CJI — cobeTBeHHble naHuble; “p<0,0001(x’=36,22)
OTJIMYHE YacCTOTHI BCTPEUAEMOCTH T'ETEPO3UIOT B TPYMIIC MIOPLEB OT YaCTOTHl BCTPEUAEMOCTH T'ETEPO3UIOT B TPy
morrononos (TaiiBaus); ° p<0,0001(3°=54,64) OT/IHYME YACTOTHI BCTPEYAEMOCTH TOMO3HIOT O AJUIENIIO JUKOTO THIIA
B IPYIIIE IIOPIEB OT YaCTOTHI BCTPEYaeMOCTH B rpytine Mourononos (Taiisanb); © p<0,05 (x*=9,31), oT/amune 4acToThI
Bcrpeuaemoctu reHotuna XRCCI Trpl94Trp B Tpynme LIOPIEB OT YacTOTHI BCTPEUAaEMOCTH JTAHHOTO T'€HOTHIIA B
rpymre MoHrojouaos (TaiiBaHs); 4 p<0,05 (x2=4,58) OTJIMYME YaCTOTHI BCTPEUAEMOCTH T€TEPO3UIOT B TPYIIIE MIOPIIECB
OT YaCTOTHI BCTPEUYAEMOCTH TeTEepO3UroT B rpymie esporeonos (Hopserus); € p<0,0001 (x> =51,11) otiuume 4acToThI
BcTpeyaemoctu reHotuna XRCCI Argl94Arg B rpynne eBporneonioB KO oT 4acToThl BCTpe4aeMOCTH TaHHOTO T€HO-
THIIA B IPYIIE MOHIOJIOU/OB; fp<0,0001 (x° =36,51), OTIIHUME YACTOTHI BCTPEUAEMOCTH TETEPO3UIOT B IPYIIIE EBPO-
neon1oB KO OT 4acTOTHI BCTpE4aeMOCTH TeTEPO3UTOT B IPYIIIIE MOHTOJION/I0B

Yactotel  redHotunoB  reHa  XRCCI
Argl194Trp B Tpynne LIOPLEB HE COIIACYIOTCS C
JTAHHBIMH, TOJyYEHHBIMU JJIi MOHTOJIOM/IOB (Ha-
npuMmep, KuTaiies u xureneit TaiiBaus). Y mop-
LIEB CHIKEHA YacTOTa BCTPEYaEMOCTH MHUHOPHOTO
amens Trp (7,7%), Torna Kak B rpymmax cpaBHe-
Hus oHa coctasmia 28,8% u 24,5%. Pacnpenene-
HUE YacTOT BCTPEYaEMOCTH TE€HOTUIIOB T€Ha

XRCCI Argl94Trp B rpymnne pycCKUX COIOCTa-
BUMBI C JAHHBIMHU, TIOJYYCHHBIMU ISl IPEICTABU-
Teneir Oenmoii pacel (eBpomeounsl). [Ipu cpaBhe-
HUM TIpeACTaBUTENed KOPEHHOro (WIopibl) U
npunuioro (pycckue) HaceneHusi KemepoBckoii
o0macTi He OBIJIO BBISBIEHO CTAaTHCTHYECKH 3HAa-
YUMBIX OTJIMYMHA B pacHpeAesIeHUH YacTOT BCTpe-
yaeMocTH reHoTunoB rena XRCC1 Argl194Trp.
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Tao6auna 2. [Tomumopdusm rera XRCC1 Arg280His B pa3in4HbBIX 3STHUUECKUX TPYIIIaxX

O6Lem Yacrtora

I'enotun (%) MHUHOPHO-
BbI- Honynsuus
0opku . . : To anTeTa

Arg / Arg Arg/ His His / His q (His)

N=143 | 123(86,01)" | 20 (13,00)" 0 0,070 mopusl KO [C/ ]
N=114 97 (85,09)° 17 (14,919 0 0,075 pycckue KO [CH ]
N=377 | 350(92,84) 24(6,37) 3(0,80) 0,040 esponeonsl (Hopserus) [14]
N=479 | 406 (84,80) 70 (14,60) 3(0,60) 0,079 eBporneonbl (PunmstHams) [6]
N=195 180 (92,31) 13(6,67) 2(1,03) 0,044 esponeounsl (CHIA) [10]
N=120 95(79,20) 23 (19,20) 2(1,60) 0,113 MoHToou k! (TatiBaHp) [4]
N=172 137 (79,70) 35 (20,30) 0 0,102 monrononsl (Kopes) [4]

Ipumeuanue: *"p<0,05 (x=5,07), oranune yactoThl BeTpedaemoctn reHotuna XRCCI Arg280Arg B Tpymie
IIOPLEB OT YaCTOThI BCTPEYAEMOCTH JAHHOTO IeHOTHIA B rpymme eBporeonos (Hopserus); "p<0,01 (x’=6,82), ormu-
YK€ YacTOThl BCTPEYAEMOCTH T'€TEPO3UTOT B IPYIIIE MIOPLIEB OT YACTOTHl BCTPEYAEMOCTH TETEPO3UTOT B TPYIIIIE €BPO-
neounoB Hopsernu u CIIA; “p<0,05 (X2=5,53), OTJIMYHME 4YacTOThl BcTpedaeMocTu reHotuna XRCCI Arg280Arg B
rpymre eBporeonnioB KO 0T 9acTOTHI BCTpe4aeMOCTH JaHHOTO TeHOTHNa B rpymie eBporeonnoB (Hopseruns); dp<0,05
OTJIMYHUE YaCTOTHI BCTPEUAEMOCTH Ie€TepO3UroT B rpyimie pycckux KO oT 4acTOTBI BCTpe4aeMOCTH TeTepO3UroT B IpyIl-

nie eBporreonioB (Hopeerus, CILIA)

Pacnpenenenne 4actoT TI€HOTUIIOB TeHa
XRCCI Arg280His B rpynne pycckux KO otnu-
yaeTrcsd OT JaHHBIX [0 YacTOTaM I'€HOTHIIOB, MO-
Jy4eHHBIX JUIs rpynn esponeounos Hopserun u
CHIA. V pycckux KO moBblllieHa 4acToTa MH-
HopHoro amnens His (7,5%), a B rpynmnax cpaBHe-
Hus oHa cocrasuia 4,0% u 4,4%. B rpynne mop-
neB KO HaOmomaeTcst CXOACTBO pacHpeesieHus
resotunoB reHa XRCC1 Arg280His ¢ rpynnoit

KOpPEUIIEB, KUTEAMU TalBaHi U CTAaTUCTUYECKHU
3HAYUMOE OTJIMYME OT paclpeieseHU B rpymnmnax
esponeonsioB Hopeeruu u CLIA. [Ipu cpaBHeHun
npeAcTaBUTeNe KOPEeHHOro U MPUIIJIOro Hacele-
Husi KemepoBckoi oOmacté He OBLIO BBISBICHO
CTaTMCTUYECKH 3HAYMMbIX OTJIIMYMI B pacrpene-
JICHUH YacTOT BCTPEYAEMOCTH TEHOTHIIOB TEHa
XRCCI1 Arg280His.

Taoauna 3. [Tomumopdusm rera XRCC1 Arg399Gin B pa3nuvHbIX STHUYECKUX TPYIIIIaxX

Yacrtorta

Oo0bem

I'enorun (%) MHUHOPHO-
BBIOOP- Honmyasinus
- ro aJulesist

Arg/ Arg Arg / Gln Gln/ Gln q (Gln)

N=129 69 (53,49) | 52 (40,31) 8 (6,20) 0,264 mopips KO [C/ ]
N=109 49 (44,95) | 44 (40,37) | 16(14,68) 0,275 pycckue KO [C] ]
N=391 151 (38,62) | 186 (47,57) | 54 (13,81) 0,376 esponeousl (Hopeerus) [14]
N=248 100 (40,32) | 115 (46,37) | 33 (13,31) 0,365 esponeon sl (Upnanmus) [1]
N=524 279 (53,20) | 196 (37,40) | 49 (9,40) 0,281 MoHToou k! (TatriBaHp) [4]

Ipumeuanue: *p<0,01 (x=8,19), ominume yacToTel BeTpedaemoctu reHotuna XRCCI Arg3994rg B rpynie
LIOPLIEB OT YACTOTHI BCTPEYAEMOCTH JAHHOIO FeHOTHIA B rpymme esporeonnos (Hopserus); "p<0,05 (x*=4,65), oriu-
4yre 4acToThl BcTpeuaemocT reHotuna XRCCI GIn399Gin B rpymne HMIOPUEB OT YacTOTHI BCTPEYAEMOCTH JTAHHOTO
renoTuna B rpymne esporneonos (Hopserus); °p <0,05 (3’=5,43), oTiMdme 4acTOThI BCTPe4aeMoCTH reHoTuna XRCC1
Arg399Arg B rpynIie WoOpPLEB OT YaCTOTH BCTPEYaEMOCTH JIAHHOTO TeHOTHIIA B rpyIie eBporieonoB (Mpnanmus)

BoiBoabl: yactoTel TeHOTUITOB reHa XRCC/
Arg399Gin B rpynme HIOPIEB COTJAcyloTcs C
JAHHBIMH, TTOJYYEHHBIMU JUISI MOHTOJIOMJIOB (Ha-
npumep, skuteneid TalBaHS) M CTaTUCTUYECKH
3HaYUMO OTJIMYAIOTCS OT pacHpeiesieHuil B rpyI-
max eBporeonsioB Hopeermn m Hpnanguum. Pac-
MpeleJIeHUe 4YacTOT BCTPEYAEMOCTU T'E€HOTUIIOB
rera XRCCI Arg399Gin B rpynme pycckux co-
MTOCTaBUMBI C TAHHBIMH, TTOJTy9€HHBIMH JIJISI €BPO-
neonnioB Hopeernm u Upnanauun, a Takxke coria-

CYIOTCA C JaHHBLIMH, IOJIYYCHHBIMU OJII MOHIO-
JJONJOB. HpI/I CpaBHCHHH TPYIIIl IIOPUHEB U PYC-
ckux KO craTtucTHdeckyd 3HAYUMBIX OTIIMYAM B
pacnpeneneHun 4dactoT reHotunoB reHa XRCCI
Arg399Gin BbisiBIEHO HE OBLIO.

Paboma noodoepocana eocyoapcmeeHHbIM KOH-
mpaxmom DI «Hccaedosanus u paspabomxu no npu-
OpUMEMHbLIM — HANPABGIEHUAM — PA3GUMUSL  HAYYHO-
mexHonozuueckoeo komnaexkca Poccuu wna 2007-2012
eo0bly MNe 16.512.11.2062; epawmom PODU, 10-04-
00497-a
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MOLECULAR-GENETIC ANALYSIS OF GENE XRCC1
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Analyses of gene polymorphisms XRCCI1Argl194Trp, Arg280His u Arg399Gin in two ethnic groups of
Kemerovo oblast (shorts, Russians). Frequencies of occurrence minor alleles His and Gln gene XRCC1
correspond to the data received for Mongoloids, and will be coordinated with the data received for group
of Russians in Kemerovo oblast. Frequency of occurrence minor allele Trp gene XRCC1Argl194Trp in
shortsgroup is less than values, characteristic for Mongoloids (in various populations of the world) also is
comparable to frequency of occurrence of it allele in group of Russians in Kemerovo oblast.
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