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Abstract. It has been suggested that dysfunctions in reparation system of DNA increases the risk of oncological
diseases occurrence. In the presented work the search of the association of the single nucleotide polymorphism
(SNP) 15238406 and rs13181 resulting to the amino acid exchange Lys75/Gly in the reparation system’s gene XPD
(ERCC) in the Republic of the Kazakhstan is performed. The population study was fulfilled by using of case-control
approach in the two main republics ethnic groups — Kazakhs and Russians. The group of the tested patients included
607 persons (379 of Kazakh, 228 of Russian nationalities possessing clinically diagnosed and histology confirmed
breast cancer (BC) diagnosis, the group of the controls was formed from practically healthy 290 Kazakh and 248
Russian persons. The allele frequencies and genotypes distribution analysis was performed by means of PCR-RLFP.
The differences in allele frequencies and genotypes distribution between groups of patients and controls were
assessed by means of standard indices: odds ratio (OR), 95% confidence interval ( 95%CI), %2, p< 0,05. As a result
of the performed investigation the statistically significant differences in allele frequencies were evaluated in
polymorphic site rs13181 of XPD gene between groups of patients and controls both in Kazakh (y2=4.33, p=0.04)
and Russian (¥2=4.63, p=0.03) nationalities. The values of the differences determined in the process of the testing of
quantitavely representative sample permits to regard Lys751Gin polymorphism as a potential marker of BC risk in
Kazakh and Russian ethnic groups of Kazakhstan.
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Annoramust. [Tpeamonaraercs, 4to HapymeHus B (yHKIHOHMPOBAaHHMH cucTeM penapanuu JJHK mosbimaror
PHUCK BO3HHKHOBCHHS OHKOJOTHYECKHX 3a0oneBaHWil. B mpemnaraemoii paboTe mMpoBencH MOWCK aCCOUMALMH
omHOHYKjIcoTHAHOTO MommMopdm3ma (OHIT) B yuactkax 15238400 u rs13181, mpuBOAAIIETO K AMHHOKHCIOTHOH
3amene Lys751Gln, rena cucremsl penapanuu XPD (FRCC2) ¢ pakoM MOJIOUYHOM »xkele3bl B Pecryomike Kazaxcran.
Ilony 1AUHOHHOE HCCICAOBAHUE MPOBEACHO METOJOM «CIY4Yad-KOHTPOJBY» B ABYX OCHOBHBIX 3THHYCCKHX IPYIIAX
pecIyOTHKH — Ka3axaxX H PyCCKUX. B rpymmy HCCIeI0BAHHBIX MANUCHTOB BKIFOUCHO 607 i (379 — Il Ka3aXCKOiH,
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228 — pycCkOH HALMOHATBHOCTEH) C KIMHHYCCKH JHATHOCTHPOBAHHBIM H THCTOJOTHYCCKH MOATBEP/KICHHBIM
JUarHO30M Pak Moso4yHOH xene3bl (PMIK), rpynma koHTpost Ob1a chopMHpPOBaHA W3 MPAKTHYECKH 310POBBIX 290
JHI Ka3axCKou, 248 — pycCkOW HAUMOHANPHOCTCH. AHANM3 YaCTOT aijelcH W PacHpeleNiCHHS TCHOTHIIOB B
BapHAOCNIBHBIX YYACTKAX TECTHPYEMBIX TICHOB IPOBEIACH MCETOAOM IIOJIMMEPA3HOW LEMHOW pPEakmuu  C
TIOCIIETYFOIIAM OTIPEJCJICHHEM TIOMMMOP(H3MA ATHH PECTPUKIMOHHBIX (pparmMeHToB. Pazmramsa B 4acToTax aymrenci
W PACTIPESACICHUH TCHOTUIIOB MCXY TPYINIAMH MAIUCHTOB M KOHTPOJII OLCHWBAIM IPH MOMOINM CTAHJAPTHBIX
mokaszarenci: otHomenme maHcoB (OR - odds ratio), 95% mosepurensrerii uatepsan (95%CI), y2, p<0,05. B
pe3yIbTaTte MPOBEACHHOTO HMCCIICTOBAHWS BBUIBJICHBI CTATHCTHYCCKH JOCTOBEPHBIC PA3IHMYHSI BO BCTPEUACMOCTH
amnencit B momuMop¢HoM caite rs13181 rera XPD B rpymmax NanmpeHTOB M KOHTPOJIT KAaK Ka3axckol (y2=4.33,
p=0.04), Tak um pyccroit (¥2=4.63, p=0.03) HAUMOHANBHOCTEH. 3HAYCHUS PA3NUYUI, BBLIBICHHBIX B PE3yJbTaTe
TCCTHPOBAHHUS JOCTATOUHO IPEACTABHTEILHOM, B KOJMYCCTBEHHOM OTHOIICHHM, BBIOOPKH IIO3BOJLIIOT
paccMatpuBath moamMophusM Lys75/Gln B kKadeCcTBE MOTCHIMATBHOTO Mapkepa pucka PMOK B kaszaxckod u
PYCCKOi dTHHUICCKHX rpynnax PecmyOmku Kazaxcran.

Pak wmomounoti xeme3pt (PMIK) siBusercss HamGojee pacmpOCTPAHCHHBIM W JIHAUPYIOMIUM IO
CMCPTHOCTH CPEAH OKCHIIMH BCErO0 MHpa OHKojormueckum 3adosiecsanmem |[1].  Eskeromno
JuarHocTupyetcs Oonmee MuiummoHa HoBbiX ciayuacB PMOK, u okomo 400 000 w3 Hux 3aBeprmacrtcs
JeTANbHBIM UCXOJAO0M [2]. 32 moCIeAHUE ACCATHICTHS B PA3BHTHIX CTPAHAX JOCTHTHYTHI ONPCICICHHBIC
ycnexu B 0oppOe ¢ PMIK 3a cueT CKpuHHHra HACCJICHHUS, COBCPIICHCTBOBAHUS PAHHCH AUATHOCTHKH U
METOAOB JCUCHHA. TeM HEe MEHEE, B MHpPE, B LIEJIOM, IMPOTHOBUPYETCSA POCT 3a00ICBACMOCTH B CBA3H C
VBCITHUCHHECM MPOJODKUTCIBPHOCTH JKU3HH B PAa3BUTBIX M H3MCHCHHEM 00pasa JKHU3HH (KYpPECHHE,
ynorpebiacaue ankoroist, hactdhyna, H3MCHCHHE CCKCYATbHBIX CTCPECOTHUITOB) B PA3BUBAOIIUXCS CTPAHAX.

PaszBurne onko3abos1eBaHMIl MMPEACTABISICT COOON CIOXKHBIH MHOTOCTYICHUYATHIN MPOLECC, BKIAT B
KOTOPBIA, CPEAM MHOTHX JPVIUX MOTHBOB, BHOCAT HApVYIICHUS B (YHKIHOHHPOBAHWH CHCTCMBI
pemapamun JJHK. Mannas cuctema OCYIICCTBIACT 3aIUTY HACACACTBCHHOTO AIMIapara OPraHu3MOB OT
MOCTOSIHHO JCUCTBYIOIIMX arpecCUBHBIX (akropos BHemHeH cpeipl (Y®P-u3myueHHE, TOKCHUCCKHE
XUMHUYICCKHE COCIUHCHMS, (DOHOBAS MOHU3HPVIOIIAS paiHalys W APYrUc) H UCHPABICHHEC BHYTPECHHHX
oHOOK, BOZHUKAIINUX B MPOLIECCE PEIUTHKALIAH, SBISCTCH 003aTEIBHBIM YCIOBHEM CYINCCTBOBAHHUS
BCEX OMOJIOTHYCCKUX OOBCKTOB. JKCHHU3UOHHAS pernaparus Hykiacotuaos (QPH) - oauH u3 OCHOBHBIX U
VHHBEPCATBHBIX HA BCEX 3Talax 3BOMIOLMH MEXaHU3MOB 3TOT0 NPOLIECCA, OCYIIECTBILIOMNN YCTPAaHCHHE
LIMPOKOTO CIICKTpa MOBPEKICHUN, H B HEpBYIO ouepenp — aanykros JJHK, BozHukaromux B peaynbrare
BO3ICHUCTBHS XUMUUICCKHUX KAHLICPOTCHOB |3, 4]

B mpouecce OPH yuacteyror okomno 20-30 Genkos, n3 xotopeix ERCC1 (Excision repair cross
complementation group 1) u ERCC2/XPD (Excision repair cross complementation group 2/xeroderma
pigmentosum D) sBisirorest ogarMu w3 ocHOBHBIX y4acTHUKOB. bejaok ERCCI, obpa3syst retepoaumep ¢
oenkom ERCCA4/XPF, Beictymaet B poau sHiaonykneasbl. beiok ERCC2 umun XPD  asmsercs
cyObeaunniel TpaHckpumiuonHoro (akrtopa uemoseka TF2/TFIIH (transcription factor TF2/TFIIH
complex), urparomero axkayio pons B IPH.

I'en XPD/ERCC2 nokanmzoBan Ha xpomocoMme 19q13.3 u monyumn Ha3BaHue OT 3a00JCBaHUSA
Xeroderma pigmentosum, pu KOTOPOM Obl1a BIEPBbIC HACHTU(HUIIMPOBAHA CBA3b J¢EKTHBIX BAPUAHTOB
rCHA C Pa3BUTHEM 3a00/ICBAHMS.

leneTnueckue Bapuaumy B BUAC OAHOHYKICOTHAHBIX noimumopdusmoB (OHII) renos FRCCI u
ERCC2 moryT CHWXKATh KaK YPOBCHb BKCIPECCHUH, TaK M (YHKUHOHATBHYIO AKTHBHOCTh MPOIYKTOB
JaHHBIX TeHOB. B Hacrosimee Bpemst ommcansl accormanmu OHIT B rene EFRCCI ¢ pakoM JIETKOro,
IJIOCKOKJICTOYHBIM PAKOM TOJIOBHI M 1w, pakoMm npsvoin kuiuku u PMX [5-7]. B rene XPD/ERCC2
acconuanmu OHII ¢ oHkonoruueckuMy 3a00NEBaHMSIMU ONMCAHBI NMPH pake nerkoro |[8], mMouesoro
my3sipst [9], pake rososel u wmen [10]. Accoumarnuu noseimeHHOrO pucka PMIXK ¢ renotunom Lys/Gln
reHa XPD oOHapyxeHa CpeaM KCHIIMH WHAMHCKOW momyasmuu [11], B To BpeMs kak B (HHCKOH
MONMYJSIMK accolmanusl JaHHoro nomuMmopdmama ¢ PMIK mpossisercs Tonpko B rpymme Kypsmpux
>KeHIOUH [12].

Ucnonpzoeanne npannerx o Hamuuuu accounayn OHIT ¢ renonocpe noBaHHBIMU 3a00TECBAHUSIMUI AT
ONHOU MONYMALMH B NPUMCHCHHHM K APYIOH HEBO3MOXKHO B CBS3H C TEM, YTO MEXKIIOMYJISLIHOHHbIC
pasnuumsg B ruobamsHOM Macmrtabe (eciau CPaBHUBATH MOMYILIUMH PAa3HBIX KOHTHHEHTOB) AOCTATOYHO
BEJHKHU U COCTABISIOT 0K0j10 10—15% renernueckoro pasHooOpasus ueaoseka | 13].
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Llenbo HACTOSAIIETO UCCICIOBAHMUS SIBISICTCS BBISBICHHEC ACCOLUALNH MOIMMOPQHBIX BAPHAHTOB B
yuactkax 1513181 u rs238406 rena XPD ¢ puckom PMIK B OCHOBHBIX 3THHYECKHMX TPYIIIAX HACETCHHUA
PecnyOnuku Kazaxcran — kazaxax M PyCcCKHX U ONPESACICHHE BO3MOxHOCTH ucnojb3osanus OHIT B
Ka4eCTBE MapKEePOB 3a00NEBaHHUA /s PAHHEH U MPCAUKTUBHON AUATHOCTHKH.

Marepuanibl H METOABI

B wuccnenosanue BrmroucHbl 607 oOpasuos JIHK, BbiACICHHBIX W3 LEIBHONW BCHO3HOH KPOBH
MALMCHTOK € KIWHWYECKH HOATBEPKACHHBIM auarHo3zoM PMIK (379 - kaszaxckoi, 228 pycckoit
HalMOHATbHOCTEH), monyueHHbiMH B Kazaxckom HHUWM onkonmormm u pagvonoruu u B ['opomckom
OHKOJIOTHYECKOM JucraHcepe T.Anvatel, n 538 o00pasuoB, BBIACICHHBIX W3 KPOBH MPAKTHYCCKH
3mopoBeIX keHIMH 0e3 PMXK B cemeiiHomM u juuHom aHamHese (290 kasaxos, 248 pycckux),
npeaoctasneHnsie ['opoackum neHTpoM kpoBu r. Ammartsel. Mccnenosanre nposeacHo ¢ cOOMIOACHUEM
aHOHUMHOCTH, HH(POPMHUPOBAHHOCTH H JOOPOBOJIBHOIO YUACTHS XKCHIUMH, MOATBCPKACHHOTO MHCEMEHHO
B IIPOLIECCE AHKETUPOBAHUS.

Beipenenne JIHK mpoBoannu ¢ ucnomezoBanmeM HaOopa pearcHtoB pupmber “Qiagen” (CLLIA) B
COOTBETCTBHH C MPUJIATACMBIM MPOTOKOIOM. AHANTH3 4YacTOT aieneil u paclpelclcHHs TCHOTHIIOB B
BapHaOCNbHBIX VYACTKAX TECTHPYEMBIX TI'CHOB MPOBEACH METOAOM MOJHUMCEPA3HOM LEMHOH peakuyn
(TILIP) ¢ mocneayiomumM onpeaeiacHueM noanMopdusmMa JIHH pecTpukunoHHBX (parmenTos (ITJPD) ¢
HCTIONIb30BAHUEM COOTBETCTBYIOIIMX JHJIOHYKIECA3 PECTPUKLIH, B COOTBETCTBHH C PEKOMEHIAITHMSIMH
¢dup™mel-nponsBoanTensl. OMUrOHYKICOTHAHBIC MOCICIOBATEIBHOCTH NPaiMEpOB, KOMIUIEMCHTAPHBIX K
TCCTHPYEMOMY VYACTKy, COCTABJICHBI C HCHONBb30BaHMEM mporpamMel «Primer-Express», cormacHo
JAHHBIM, TOTYYCHHBIM U3 3NeKTpoHHOH 0asel «Ensemble data base».

OJUroHyKJICOTHIAHBIC TMOCICAOBATCIBHOCTH MPSMBIX M OOpaTHBIX MpaMEpOB W VCIIOBHS
aMITUHKALAN TECTHPOBAHHBIX YYacTKOB reHa XPD npuseacHsl B Tabmuue 1.

Tabmma 1 — Yuactku rera XPD, UCTIONb30BaHHBIE TIpaiiMephl, YCIOBYS aMITTH(DUKAITAT

Yuactox I Ipatimepsr VYenous aMImmpuKaIim

F: 5 CTGCCCTCCAGTAACCTCAT 3’ 95°C-3 muH, 95°C-30 cex, 57,1°C-30 cek, 72°C-1 mun
15238406 R: 5 GAAGAGTGGTTGGGTTTCCA 3° (40 muxioB), 72°C-5 MuH

F: 5> ATCCTGTCCCTACTGGCCATTC3’ 96°C-1 yum, 94°C-30 cek; 60°C-30 cek, 72°C-1 mun
rs13181 R: 5" TGTGGACGTGACAGTGAGAAAT 3° (30 muxioB), 72°C-3 MuH

Anexrpodopes nposoguwiu B 8% nmommakpunamuaaom rene (ITAATD) npu cpeanux cune Toka 60 MA
n nHanpsokeHun 300 B B teuenme 2-3 wacos. UcnmomezoBammeic B [P 7Tag-JHHK-mommmvepasa,
JaesokcupudonykiacozuaTpudocharsl, Obrunii ceiBopoTouHbiii anpOymun (BCA), a Taxxke 3HIOHYKICA3BI
pecTpukumu nocrasneHsl pupmoii «CudIuzum» (Hosocubupcek, Poccus).

CrarucTideckuii aHanu3 BbINONHEH ¢ ucnonb3oBanneM mnporpammbel  STATISTICA, v. 5.0,
“StatSoft”, (USA). Ilpu cpaBHEHHH YacTOT anneaci H TCHOTUIIOB HCTIOIBb30BAIICS CTAHAPTHBIN KPUTCPUH
coorserctud [lupcona - y2. g OTKIOHEHNS HYNCBOH TMIOTE3BI (OTCYTCTBUE PA3NUUUI) MPUHAMATH
VPOBHH CTaTUCTHYCCKOH 3Haumvoctu p<<0,05. Mcrnionp30BaHBl KPUTEPHH OTHOLICHUE WaHcoB (odds ratio -
OR) u moseputenbHblil B npeaenax 95% unrepsan (confidence interval - 95%ClI).

Pe3ynbTaThl H HX 00CyKAEHHE

B pesymprare avmmnudukanme ydyactka, coaepikamero momuMopduelid  mokyc 15238406,
cuHTe3upyercs ¢parmeHt pasmepom 187 mH., xapakrtepusytommii reHotun GG. 3amMeHa B JaHHOM
vuactke HykiacotHaa G Ha T mpuBoauT kK oOpa3zoBaHUIO crielU(HUICCKOro caiTta PECTPUKLUH AT
pectpuktasel Hinfl. B pesynsrare pectpukuuu GopMupYIOTCS $parMeHTsl AauHOM 165 u 22 mH,
xapaktepusytonpe reHotun 1TT. TUnoBrie pe3yabTaThl 3NCKTPOYOPETHUCCKOTO aHATH3a TECTUPYEMOTO
VIaCcTKA MMPHUBCICHBI HA PUCYHKE 1.

Anamnz nmommMmopdmsma B jokyce 1513181 renma XPD ocHOBaH Ha TOM, YTO B PE3yJIbTaTe
ammmaduramu odpasyercs pparment [IHK pasmepom 324 mH., coaepkaimuii CalT PECTPUKLUHA IS
suaonykneassl Pstl, popmupyroieii asa dparmenra pazmepamu 100 u 224 m.H., KOTOPBIE COOTBETCTBYIOT
renoruny TT. Bo ¢parmente 224 n.H. npu otcytcTBun 3amMeHbl ocHoBanus G Ha T oOpasyercs Bropoi
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Jopoxxku: 1,2,3 — reHoturt GT; 4,6 — renotunt GG; 5 —rerotunt TT, M —mapkep MOJIEKYJBIPHOM Macchl
Prcynok 1. Dnekrpodoperpamma mpoaykTos LIJ[P® anamisa momimopdHoro tokyca 15238406 rena XPD

caliT pecTpUKIHH 1y pecTpukTasbl Pstl, mocne obpaboTku kotopoi obpasyrores npoayktel 158, 100 u
66 m.H, cootBercTByomue reHotuny GG. DnextpodoperpaMma PeCTPULUPOBAHHEIX MNPOIYKTOB
aMTuUKaLY IPUBCICHA HA PUCYHKE 2.
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M — Mapkep MOJEKYISIPHON Macchl, Topokku: 1,5 — reHotunt GG; 2,3.,4.,6 — reHotunt GT; 7.8 - rerotun TT
Pucynok 2 - DiextpodoperpaMma mpoayKTOB aMITTU(PUKAITIN U PeCTPHUKINHY moarMopdHoro tokyca rsl13181 rena XPD

B pesymerare craructudeckoi 0OpabOTKM JaHHBIX T'CHOTHUITMPOBAHHS MOJUMOP(HHOro JIOKyca
r$238406 rena XPD nony4ueHsl pe3yabTaThl, IPUBCACHHBIC B TAOIMLE 2. B kazaxckol 3THHUCCKOH rpymme
JacTOTa BCTPEIAEMOCTH MYTaHTHOTO ayutens T He oTnmyanace B rpymnmnax namueHToB ¢ PMK u 310poBeix
xkermud (0.343). Kpome Toro, pasnuums B pacnpeAciICHHH T'CHOTHIIOB B OOCWX rpymmax ObLIH
HE3HAYUTCIbHBIMH U HEC HOCHIM CTATUCTHYCCKH 3HAUYNMBIX pasnuuuii (p=0.92).

B pycckoi 3THHYECKON Tpymnme 4acToTa BCTpedacMocTH MuHOpHOro amrens T cocrasuna (0.406 u
0.373, mast caydast ¥ KOHTPOJIS, COOTBETCTBEHHO. QHAKO 3TH Pa3ivyus HOCHIM CIYYAHHBINA XapakTep.
(x2=1.07, p=0.3). PacnpeacicHue TCHOTHUIOB B JAHHOW MOMYJSIHH [MOKA3AI0 PA3IUYIHUS, KOTOPHIC,
OJHAKO, HE HOCUITU CTATHUCTHUYCCKH 3HAUMMBIN Xapaktep (p=0.44). [1pu 3ToM pacnpeaeneHue reHOTHIIOB B
KOHTPONBHBIX TPYMIIAX Ka3aXxCKOM MW PYCCKOW MOMYIANHANA COOTBETCTBOBANIO PACIPEACICHUIO XapIu-
BaiinGepra, ¢ mokazarensmu p = 0.85 1 0.67 cOOTBETCTBEHHO.

Tabmma 2 — YacTtoTa amenelt U pacipe ieneHre TeHOTUTIOB ToTMMOPGHBIX ToKycoB 15238406 u rs13181 rena XPD B ka3zaxckoit
U PyccKoi sTHUUeckuX rpymmax PecryOnmku Kazaxcran

TTomyns TTomumop Annens, PMIK KonTpois 2 p OR. 95% CI
s buzm TE€HOTHII
n =379 n=290
| [ T 260 (0.343) 200 (0.343) 000 J1.00 ]1.00 [ 0.80-1.26
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G 498 (0.657) 380 (0.657) 1.00 080126
15238406 T 43 (0.113) 35(0.121) 0.93 0.58—1.50
/G 174 (0.459) 129 (0.445) 017 |09 1.06 0.78 — 1.44
G/G 162 (0.427) 126 (0.434) 0.97 071-132
Kazaxu n=135 n=130
T 227 (0.841) 200 (0.769) 433 | o0 1.58 1.02-245
1513181 G 43(0.159) 60 (0.231) ) ) 0.63 0.41-098
T 96 (0.711) 79 (0.608) 1.59 0.95-2.65
/G 35 (0.259) 42(0.323) 412|013 0.73 043-125
G/G 4 (0.030) 9 (0.069) 0.41 012-137
n=228 n=248
T 185 (0.406) 185 (0.373) 1.15 0.88—149
15238406 G 271 (0.594) 311 (0.627) 107 0.30 0.87 067-1.13
T 36 (0.158) 37(0.149) 1.07 0.65-176
/G 113 (0.496) 111 (0.448) 166 | 0.44 121 085-174
Pyccxue G/G 79 (0.346) 100 (0.403) 0.78 054114
n=134 n=130
T 176 (0.657) 147 (0.565) 163 | 0.03 1.47 1.03-2.09
1513181 G 92 (0.343) 113 (0.435) ) ) 0.68 0.48-0.97
T 60 (0.448) 42(0.323) 1.70 1.03-2.80
/G 56 (0.418) 63 (0.485) 467 010 076 047-124
G/G 18 (0.134) 25(0.192) 0.65 034-126

IIpuMeyanue : p — JOCTOBEPHOCTh Da3MUMIl ITOKazaTeleil 110 CPaBHEHMIO ¢ MX 3HAUEHMSMU V 3J0POBBIX JOHODPOB, ¥2 —
CTaHJapTHBIM KpuTepuii [IMpcoHa I cpaBHEHUS 4acTOT T'€HOTHUIIOB U atenel reHoB; OR — KpuTepHii OTHOIIEHHUS ITIAHCOB,
OTpaKaloOIMil OTHOCUTEIBHBIM PUCK DPa3sBUTUS 3a00JI€BaHMS IIPU OIIPEJIEICHHOM TE€HOTHUIIE II0 CPAaBHEHUIO CO 370POBBIMHU
JIOHOpaMH ¢ 95%-M JIOBEpUTEIILHBIM UHTEPBATIOM

B pesynbrare renorunuposanus nonuMopdroro mokyca rs13181 rena XPD nonyucHsl pe3yabTaThl,
MpHUBCACHHBIC B Ta0mune 2. YacTota BCTPEUacMOCTH MYTAHTHOTO amens 1 B Ka3axXCKOH STHHICCKOH
rpymme coctaBmwiaa 0.841 u 0.769 anga mamuceHTOB M KOHTPOIS, COOTBCTCTBCHHO, W JAHHBIC PA3THYUMS
SBIIIOTCS CTATHCTUUCCKH AocToBepHBIMU (y2=4.33, p=0.04). OtHomenue mancoB OR nna ammens T
coctasun 1.58 mpu 95%CIL: 1.02 — 2.45, 4r0 mHO3BONMET paccMaTpuBaTh NAHHBIH NOIUMOpP(H3M B
Ka4yeCcTBE IMOTCHIMATBHOrO Mapkepa pucka PMJK B maHHOH mnonmynsammu. AHAmW3 pacnpeaeeHHS
TCHOTHIIOB B Ka3aXCKOW IPYMIIE CTATUCTHYCCKH JOCTOBEPHBIX pasnuuuil (y2=4.12, p=0.13) ne BoisBua. B
PYCCKOH 3THHYUCCKOU TPVIIIEC YacTOTa BeTpeyacMoctd aiiend T B rpymmne naueHToB coctasmict 0.657, B
KOHTponbHOU rTpymme - 0.565, d9ro, coriacHO CTaTHUCTUYECKOMY aHAIN3y, SBISIETCAd JOCTOBEPHBIM
pazmmameM (p=0.03, 42=4.63). B nanHo# nomymsumu amiens T Takke MOXKHO PaccMATPHBATE B KAUCCTBE
noteHmanbHo puckooro (OR=1.47 mpu 95%CI: 1.03 — 2.09). B pycckoil 3THHYECKOH rpymme mnpu
aHATN3e PACIPEACICHU TCHOTUIOB CTATHCTHYCCKH JOCTOBEPHBIX pasnuuni He obnapyxkeHo (p=0.1).
PacnpeneneHue TreHOTHIOB B KOHTPONBHBIX — rpymmax oOCUX TONYJSLHHA  COOTBETCTBOBANIO
pacnpeaencuuro Xapau-BaituOepra (p=0.5 u 0.95 1711 ka3axoB ¥ PYCCKHUX COOTBETCTBCHHO).

TaxkuiM 00pa3oM, BBISBICHBI CTATUCTUYCCKH MOCTOBEPHBIC PA3MU4YMd B YACcTOTC alICicH B
nonumopHoM caiite 1513181 rena XPD mexay rpynnaMy NaUMCHTOB M 3I0POBBIX JIML KaK Ka3axCKOi
(x2=4.33, p=0.04), Tax u pycckoit (¥2=4.63, p=0.03) HaHOHANBHOCTCH. 3HAUCHUS PATUYUMNL,
BBIABICHHBIX B PE3yNbTaTe TECTHPOBAHMS JOCTATOYHO TIPEACTABUTENBHOH B  KOJIMYSCTBEHHOM
OTHOIICHHUU BBIOOPKH, MO3BOLIIOT PACCMATPHUBATh AAHHBIH MOTUMOP(GHU3M B KAUECTBE MOTCHIHATBHOTO
Mapkepa pucka PMXK B kazaxckoli u pycckol sTHHueckux rpymmnax Pecnyonuku Kazaxcran.
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Banuyxanos T.C., Illapagpymounosa J[.A., Xanceumosa A.K., Illepmaii M K., Mupownux T.H., I[lonosa U.B.,
Aiimxoxcuna H.O.

KA3AKCTAH PECITYBJIMKACBIHJAFBI  PEIAPALIMS XYMECIHIH, XPD (ERCC2) TEHIHIH
RS238406 KOHE RS13181 [TOJIMMOP®TBI TYPIMMEH CYT BE3I ICII'THIH ACCOLMALIMSICEI

Kinr ce3nep: cyr 6esi iciri, XPD reHi, penapanust, moauMophusm

Annorammst. JTHK pemapanust xyieciHie KpI3MeTi Oy3bUFAH JKarJaiiaa iCik aypyJapbIHBIH TYBIHAAY Kayimi
JKOFapBUIaybl MYMKIH. 3epTrey skyMbIChl XPD reHiHAeri aMHHKBIIIKBITIAPBIHBIH amMacybl xkypeTiH (Lys751Gln)
15238406 sxone rs13181 ayaasmapeiHbH OipHYKICOTHATIK nmonmuMmopdusmiMeH Kazakcran PecryOnmKacsIHIAFEI CYT
JKOHE OPBIC YJITBIHAH KYPAIFaH €Ki TONTHI KAMTBIIBI XKOHE ““Ke3ACHCOK-OaKbpLIay” OmICi apKbLIbI HKyprizinai. bym
TONTAP KIMHUKAIGIK XOHC THCTOJNOTHAIBIK KOPCETKINI OOHBIHIIA CYT Oe€3i ICITIHIH AMArHO3bI aHbIKTamFaH 607
TMANHEHTTEPACH Kypaxasl (379 kazak yarsl, 228 opbIC YT, an Oakpuiay ToObI 290 Kazak skoHE 248 opbic
YITTAPBIHAAFEL CAY aJaMAapAaH Kypajigsl. bepinren reHmeri BapmaOenmbpai afMAKTapablH aHATW3I, SFHH OCpilrcH
aiMaKTapAarbl AICHBACPAIH KE3AECY SKHLUIIT MECH TCHOTHNTEPIIH Tapaty aHbIPMAINBIIBIFBIH AHBIKTAY YIOiH
MOJMMEPA3ANBIK  TI30CKTIK  peakums, NOMUMOPQH3MAI  PECTPHKUIMSUIBIK — (PParMEHTTEPAIH  Y3bIHIBIFBIHBIH
capamnTamachl 9icTepiMeH aHBIKTANAbL. [lareHTTep MEH OaKpIIay TONTAPBIHAAFBHI AJUICTBACPIIH KEACCY KHITITL
MEH TCHOTHIITEPAIH Tapaldy 63TEpTillTIKTepi CTAHJAPTTHI KOPCETKIITEp OOMBIHIIA AHBIKTANABI MYMKIHIIIIIK
kareHACK (OR), cemimainik watepBamsl (confidence interval, 95%CI), y2, p<0,05. 3epTrey KYMBICHIHBIH
sorwrecinae XPD reniniH 1s13181 mommMopdTel aiiMarbIHAAFBI AJDICIBACPIIH KE3AECY SKULMTIHAE OOMBIHIIA
TIANMCHT k9HE OAKbLIAy TONTAPBIHBIH apachIHA, SIFHU Kazak (¥2=4.33, p=0.04) xoHe opsic yirrTrapbiaaa (¥2=4.63,
p=0.03) CTATHCTHKANBIK MAHBI3IbI ©3TCPTIIITIKTED AHBIKTANABI O3TEPrillTiKTIH MAHBI3ABUIBIFBI MEH TECTLICY
OaphICHIHIA AJBIHFAH HOTIDKEJICP CAHABIK KATBIHACTA KOPCETIITCH, 3ePTTEY OAPHICHIHAA KOJAAHBLIFAH ipiKTEMENep
Lys751Gin  nommvopdusmin  Kazakctan PecnyOnmkachIHOArkl OpBIC JKOHE KA3aK OSTHHUKANBIK TONTaphIHIAA
TYBIHIAUTBIH CYT O€3i ICITiHIH TYBIHOAY KAyiliH AHBIKTANTHIH TOTCHIHAJIIB MAPKEP PCETIHAC KAapacThIpyFa
MYMKIHZIK Oepei.
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