BHUOJIOTUA

YJIK: 577.213

MOJIEKYJISPHO-TEHETUYECKH AHAJIU3 TIOJIMMOP®U3MA 'EHOB
PEINAPALIMU IBYHUTEBBIX PA3PBIBOB /IHK Y KOPEHHOI'O U TPULIJIOT'O HACEJIEHUS
KEMEPOBCKOM OBJIACTH

B. U. Mununa, B. I. /lpyscunun, A. A. Tumogheesa, A. B. Pvixckosa, A. B. /lapuonos

MOLECULAR GENETIC ANALYSIS OF DOUBLE-STRAND DNA BREAK REPAIR GENES
POLYMORPHISM IN INDIGENOUS AND MIGRANT POPULATIONS
OF THE KEMEROVO REGION
V. I. Minina, V. G. Druzhinin, A. A. Timofeeva, A. V. Ryzhkova, A. V. Larionov

Paboma nooodepacana zocyoapcmeennvim koumpaxkmom @DI[II «Hccnedosanua u paspabomku no npuopu-
MEemHbIM HANPAGIEHUAM PA3GUMUA HAYYHO-MEXHO02UYecK020 komnaexca Poccuu na 2007 — 2012 20061»
Ne 16.512.11.2062; epanmom PO DU, 10-04-00497-a.

[TpoBeneno uccnenoanue nonumopdusma reHoB ATM Aspl1853Asn, Ligd Ala3Val, NBS1 Glul85GIn B aByx 31-
Hu4eckux rpymmax KemepoBckoit obmactu (mopusl, pycckue). Pacnpoctpanennocts munopHoro amienss ATM Asn B
IpYIIE MIOPLEB COOTBETCTBYET NAHHBIM, MOJYYCHHBIM Ui MOHTOJOHIOB, M CTATUCTHYECKH 3HAYAMO HIDKE, YEeM Y
pycckux Kemeporckoit obmactu. YactoTsl aymieneit u reHoTunoB rera Ligd, NBS1 y pycckux u moprieB He pa3nnya-
I0TCSL U COOTBETCTBYIOT JAaHHBIM JIMTEPATYPbl. DTU AaHHbIC CBHACTEIBCTBYIOT O BHICOKOM yIEIBHOM BECE MOHTOJIOUI-
HOT'O KOMIIOHEHTa B TeHOME KOPEHHOro HaceneHus: CuOupH — IOpIIeB.

ATM Aspl1853Asn, Ligd Ala3Val, and NBS Glul85GIn genes polymorphism in two ethnic groups of Kemerovo
region (the Shors and the Russians) has been studied. The frequency of minor ATM1853Asn allele in the Shors group
corresponds to the data obtained for Mongoloids (in various world populations) and is significantly lower than the inci-
dence of this allele in the Russians in Kemerovo region. The frequencies of Ligd, NBS1 alleles and genotypes in the
Russians and the Shors do not differ, as stated in the previous research. These data indicates a big share of the Mongolo-

id component in the genome of the indigenous people of Siberia — the Shors.
Knroueswie cnosa: renernyeckuii noaumopdusm ATM, Ligd, NBS1.

Keywords: ATM, Lig4, NBS1 gene polymorphism.

B Hacrosiiee BpeMsi AMHAMHYHO Pa3BHBACTCS HMHU-
yecKkas MOJIeKYNIAPHAs 2eHemuKd, TIO3BOIIIIONIAS BEISBIISTD
pasiimyusa MEXIAYy pasHbIMU HapoJaMW Ha MOJICKYJIAPHOM
ypoBHe. VccnemoBaHus B JaHHON OONACTH TIPECTABIIIOT
CYIIIECTBEHHBIN MHTEPEC KaK il OHOJIOTOB, MEAMUKOB, TaK
U U1 ICTOPUKOB, apxeoioroB. B KemepoBckoii obmactu
Benercst paboTa M0 CO3JaHWIO M Pa3BUTHIO YHHUKAJIBHOU
0a3bl TEHETHYECKMX NAHHBIX JKUTENCH, OTHOCSIIUXCS K
PasHbIM JOTHUYCCKHUM TIpyIIiaM MU aJalTUPOBABIIMXCA K
TIPO’KUBAHUIO B PA3IIMYHBIX SKOJIOTHUYECKUAX YCIOBHSAX.

N3BecTHO, YTO FEHETUYECKU JETEPMUHUPOBAHHbIN Ha-
060p MOMMMOP(HBIX BAPHAHTOB TEHOB CIIOCOOEH OKa3bIBATh
CYIIIECTBEHHOE BIHSHHE Ha NPEIPacIOOKEHHOCTh Opra-
HU3Ma K Pa3BUTHIO PAa3NIMYHBIX 3a00JICBaHU, HA €ro ajarl-
TalMOHHBIE BO3MOYKHOCTH. B 3TOH CBS3M aKTUBHO H3yya-
eTcs BKiay reHoB pernaparuu JTHK, B wacTHOCTH, €ro poib
B (hopMHPOBaHMH MPEIPACIIONOKEHHOCTH K OHKOJOTHYe-
CKUM 3a00JICBaHUSIM, K TOBBIIICHHOW YyBCTBUTEIEHOCTH
TeHOMa K TOBPEXKIAIOIINM MyTareHHBIM BO3/eicTBIsIM. B
Hacrosiiee Bpemsi u3BecTHO Oosiee 150 reHoB, npuHU-
MAIOIIMX Y9aCTHe B Pa3IMYHbIX IMyTAX penapanuu [29].

BaxxHyro posb B mporeccax permapanud JBYHHUTEBBIX
pa3pbiBOB (IIPU3HAHHBIX HAWOOJIee OMACHBIM THIIOM IIO-
Bpexxaernid JIHK, cnocoOHBIX NPUBOAWTE K TCHOMHOM
HECTaOWJIBHOCTH M paky) mrpaioT reHsl ATM, NBS1 u
Lig4. 'er ATM (ataxia telangiectasia mutated) pacmoso-
*KeH B Jokyce 11q22-q23 u xoampyeT KHHA3y, KOTopas
OTHOCHTCS K CEMEHCTBY (oChaTHIMIINHO3UTOI-3-KUHA3 H
SKCIIPECCUPYETCs BO MHOTUX TKaHAX [26]. bemok pacmo-
Jaraetcs B OCHOBHOM B sIpe B HEAKTUBHOW IMMEPHOM
(dopme, KOTOpas IHCCONMUPYETCS C OOpa30BaHHEM aK-

TUBHBIX MOHOMEPOB IPY BO3HUKHOBEHHMH JBOMHBIX pa3-
peBoB HuTelt JITHK [4]. B3anmoneiictBue mexny ATM u
MRN-kommiekcom (6enku: NBS, MRE11 u RADS0) mpu
Hanuuuu nospexzaeHHon IHK npuBogut x BocbmMuaecs-
TUKPATHOMY HOBBIIIEHUIO aKTUBHOCTH ATM-kuHa3sl [30,
32]. 3atem ATM (mpotenn-kuHa3a) u NBS1 (auOpuH)
YIAISIOT THCTOHBI Ha MECTE€ JBOWHBIX Pa3pbIBOB HUTEH
JHK u mpuBiekaroT penaparroHHb kodH3UM XRCC4
[6]. B nuTore pa3opBaHHBIE HUTH CIIMBaeT jurasza 4, za-
BepIIasi TEM CaMbIM MPOILECC pEerapanuyl ABYHHTEBBIX
Pa3pbIBOB MyTEM HETOMOJIOTUYHON PEKOMOWHAIMH.

OnmHUM W3 9acTO W3yYaeMBIX MOJMMOP(I3MOB B TeHE
ATM sBnsercs tpam3umus 5557G>A B 39 3k30HE, IPUBO-
Jmamas K 3ameHe amuHOKHCIOT Aspl853Asn (D1853N,
1s664143). JlanHas 3aMeHa oclabisieT B3aUMOJICHCTBUE C
9HXAaHCEPOM M CIIOCOOCTBYET aJbTEepHATHBHOMY CILIaid-
cuary 39 sk3onHa [27], 4TO TPHBOAWUT K YMEHBIICHHIO
ypoBHs 3kcnpeccut ATM U cHOCOOHOCTH Paclo3HABAHUS
nospexxaenmnii JIHK [13]. U3BecTHO, Hampumep, 9TO MH-
HOpHBII BapuaHT 1853 Asn accolMupoBaH ¢ pagualliOHHO-
WHIYLMPOBAaHHBIMH OCJIO)KHEHUSMH IIPH  PaIUOTEPANTHU
[7].

Baxnyto pons B ATM-3aBUCIMOM OTBETE HA JBYHH-
teBble nospexaeHua JJHK urpaer ren NBS1, nokanuso-
BaHHbIN 8q21. Tpancepcus B 8360 G>C (rs1805794) B
5 sk3oHe reHa NBSI, npuBoxsmas K aMHMHOKHCIOTHOH
3ameHe Glul85GIn, pacmonoxena B JOMEeHe, OTBETCTBEH-
HOM 3a B3aumoeiictaue ¢ 6enkom BRCA-1 [14], popmu-
pytouiM BRCA-cBsS3aHHBI KOMIUTIEKC CIEXEHUS 3a Te-
HomoM BASC (BRCA1 — associated genome surveillance
complex), KOTOPBIIl y4acTByeT B paclio3HABAHWUHU IMOBpE-
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sxaennii JIHK [14, 32]. Tlpeanonaraercs, 4To JaHHAs 3a-
MEHa MEHSET XapakTep OeJOK-OENKOBBIX B3aHMMOJEHCT-
BHH M TEM CaMbIM YBEIMYHBAET PUCK OHKO03a0OJEBAHUH,
HanpuMep, paka MOJIOYHOU JKEJIe3bl Y MOJIOJBIX JKCHIIUH
[18], paxa nerkux y xwurener Kuras [15].

JUii  mpoTenHa, OCYLIECTBIISIOIIETO JIMTUPOBAHUE
JIBYHUTEBBIX Pa3pbeiBOB, — Lig 4, ObIIO MOKa3aHO, YTO B
ciydae TpaH3uIui B TeHe (Jokanu3oBad 13q33) C4044T,
rs1805389 u C4662T, rs1805388, mpuBoaAmMM K 3ame-
HaMm amuHOKHCHOT Ala3Val u Thr9lle, mpoucxomut moutu
JIBYKpaTHOE CHIDKeHUe akTiuBHOCTH (epmenta [11]. Fu ¢
coaBT. (2003) oOHapyXHUJIM aCCOLHUAIMIO MTOTUMOP(HI3IMa
Ligd Thr9lle ¢ yBenudeHHEM YacTOTHI BCTPEYAEMOCTH
paka MOJOYHOH »kene3bl y »keHIMH B TaiiBane [10]. B
pabote Ruo-Chia Tseng c¢ coart. (2009) Obuta mokazana
ACCOIMAINS YaCTOTHI BCTPEYAEMOCTH MUHOPHOTO aJUIeIIs
rera Lig4 9lle ¢ yBennueHneM prcka pa3BUTHA HEMEIKO-
KJIETOUHOTO paka Jerkux [28].

YuuTbIBas 3HAYMMOCTh YKa3aHHBIX ITOJUMOP(HU3MOB
B IJIAaHE PUCKA PA3BUTHsI OHKOJIOTMYECKUX 3a00JIeBaHU 1
HEU3yYCHHOCTh YACTOT TEHOTHUIIOB W ajlielied TEeHOB
ATM, NBS1 u Lig4 y xureneit Ky3zbacca, uenbto uccie-
JOBaHUS CTaJ aHAJIH3 MOJUMOP(H3Ma TEHOB perapanuu
nByHUTeBBIX pa3pbiBoB JJHK y mpencraBureneit kopeH-
HOTO (WIOPIBI) M TPHUILIOTO HACENCHHs (E€BpPOIICOUIHI)
Kemeposckoii obnactH.

MaTepna.JI bl 1 METOAbI

Hccnenyemas BbIOOpKa BKIIOYANa JAeTed M HOAPOCT-
KoB, mpoxuBatommx B Kemeposckoit obmacta (KO).
Cpennuit Bo3pact obcnenoBanubix — 13.2 = 0.24 ropa.
Bbumn M3ydeHsl mopLbl — TIOPKOSI3BIYHBINA HAPO, UMEIO-
MK 0(HULIMATIBHBINA CTaTYC «KOPEHHOT'O MaJOYUCICHHOTO
Hapoma Cesepa». OCHOBHAsT TEPPUTOPHUS PACCEICHUSL
uropueB — ['opHast Illopust — G6acceitH cpemHero TeYeHus
Tomu u ee npurokoB Konmomel u Mpaccy. B rpynmy
npunuioro HaceineHus KO OTHOCHIM €BpONEOHIOB —
TpencTaBuTeNei Oenoii pacsl (pycckue, yKpanHIBI, 6er0-
pycsl), npoxkuBatomux B T. Tamrtaron, c. Kpachoe Jle-
HuHCcK-Ky3Heukoro paiiona, c. Ilaya SmxuHCKOro paii-
oHa 1 c. 3apyouno Tonkunckoro paiiona KO.

Ha xaxxmoro obcnmemxyemoro pederka ObuT odopmireH
NPOTOKOJI MH(OPMHUPOBAHHOTO COTJIACHS, MOJIHCAHHBIN
pOIMTENAMH JHOO JIMIIAMH, OCYIIECTBIISIOIINME OIEKY
HECOBEPILCHHOIETHHX.

Jnst  BBINOJNHEHUST MOJIEKYJISIPHO-TEHETUYECKHX HC-
CIICIOBaHUH 3a0Mpalli BEHO3HYIO KPOBb Ha aHTHUKOAryJIsiH-
te (0,25 MM D5/ITA-Na) ¢ mocneayromuM MoIyuYeHuEM
nerikoB3BecH. Breigenenne JJHK m3 sToro ormoioruaeckoro
MaTepHaia MPOBOIWIN METOAOM (PEeHOI-XI0pOoPOpMHOIT
skcrpaknuu. O6pasipsl JJHK pactBopsutn 8 10 mM Tris/1
EDTA, pH 8.0 u xpanuu mipu -20° C.

Jnst TunupoBaHus MoaMMOp(dU3Ma I'€HOB HCIOJIb30-
Ball KOMMEpYECKylo TecT-cucteMy «SNP-express»
(HITI® «JIutex», r. Mocksa). II[[P mpoBogwim Ha am-
mwmoukaropax TEPIUK (HII® «/JHK-Texuomorus»,
Poccust) mo mporpamme, peKOMEHAOBAHHOW MPOU3BOIM-
TeneM Habopa. AmmmudunmpoBannsle ¢pparments JTHK
pasnensuin 31eKTpoPOpeTHIeCKn B FOPU3OHTAILHOM 3 %
arapo3HoMm rese. Ilocie okoH4YaHuUs 31eKTpodopesa renb
OKpaIlMBaJId PaCTBOPOM OPOMHUCTOrO 3THUIUS U BU3yalH-
3UpOBAJIM B NPOXOZSLIEM YIbTpadroIeToBOM cBeTe Ha
TPaHCHJLTIOMHHATOPE.
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[Monumopdusm Aspl853Asn rena ATM mnpoananu-
3upoBaH y 212 mopues u 220 esponeouoB KO. Bapuant
Lig4 Ala3Val uzyuen y 213 mopueB u 169 eBponeouoB.
Homimopduzm Glul85GIn rena NBS1 —y 208 mopues u
195 eBpomneonoB.

CraTuCTUYECKU aHaJ M3 MEPBUYHBIX MAHHBIX OCY-
mectBisu  cpenctBamMu STATISTICA for WINDOWS
v.6. OLeHKy TOCTOBEpHOCTH pa3lIMuUil B pacupeeeHnn
MOJUMOP(HBIX BAPUAHTOB MPOBOAWIN CTAHIAPTHBIM Me-
TOJIOM ¥’ ¢ monpaBKoii Merca Ha HenpepsiBHOCTB. OLeH-
Ky COOTBETCTBHUSI pacIpelielieHni oIMMOp(HBIX BapuaH-
TOB paBHOBecHio Xapnu-BaitnOepra ocymecTBisun c
UCIIONIb30BaHUEM JIOCTYITHOrO HHTepHeT-pecypca: http://
www.genes.org.uk/software/hardy-weinberg.shtml [24].

Pe3yJ’ll)TaTbl u oﬁcymuenne

B u3yueHHBIX BBIOOpKaxX [eTeil pacrpeneneHus dac-
TOT aJulelied M TeHOTHIIOB H3YYEHHBIX IOJMMOP(HBIX
MapKepoB He UMEJH OTKJIIOHEHHH OT paBHOBECHs Xap.u-
Baiin6epra. I[lomydeHHple B pe3yibTaTe NPOBEICHHOTO
MCCJIEIOBAaHNS 3HAYCHUS YacTOT aJuleied M T€HOTHUIIOB Y
IIOPIIEB U PYCCKHUX B CPABHEHWHU C JAHHBIMU JIUTEPATyPHI
MpeJICTaBJICHEI B Tabmumax 1 u 2.

YacToThl TEHOTUIIOB B TPYIIIE MIOPLEB COTIACYIOTCS
C JIaHHBIMH, IOJyYSHHBIMH JUIi MOHTOJOHMIOB (HAamIpH-
Mep, KUTAHIEB), a YaCTOTh B TPYMIE PYyCCKUX COMOCTa-
BUMBI C JAaHHBIMH, MOJYYEHHBIMH IJISI IpEICTaBUTEICH
Oeroii pacsl (€BpOIICOHIOB).

[Ipu cpaBHeHuM mnpencTaBUTENell KOpeHHOTro (1LOp-
I6I) ¥ TIPUILIOTO (pycckue) HaceneHns KemepoBckoit 00-
JIACTH OBLIM BBISABJICHBI CTATUCTHUYECKU 3HAUMMBIC OTIIH-
YU 9acTOTHI BCTpedaeMocTH TeHoTHrmioB ATM Asp/Asp
(= 13,96; p = 0,0002), Asp/Asn (3*= 14,19; p = 0,0002).
Amnens Asn B 3 pa3a peke BCTpEJaeTcsi B TPYIIIE IOPIIEB,
geM B rpymnie pycckux (0,03 % u 0,09 % cooTBETCTBEHHO).
IIpu cpaBHEHHMH PA3IUYHBIX HOIMYJSLIUA MUpa MOXHO OT-
METHTh, YTO HarOoJiee BHICOKAsl YaCTOTa MUHOPHOTO aJlie-
ms1 rera ATM Obina otmedeHa y puaHOB — 0,24 — 0,25. 3a-
TeM uaer Oenoe HaceneHue Amepuku — 0,14, pycckue u
6enopycel — 0,15. 3HaYUTENBFHO peXke BCTPEYASTCs JaHHBIH
BapuaHT y xwurener Jlatunckoit Amepuku — 0,065, kutaii-
e — 0,018 u mopnes — 0,03 (tabm. 1).

JlaHHble IUTEpaTypbl CBUACTEILCTBYIOT O TOM, YTO
nomuMmopdubie BapuanTel reHa ATM, mnpuBomsimmue K
CHW)XCHHUIO HJIK TIOJJHOMY BBIKIIFOUCHHUIO AKTHBHOCTU
ATM-KuHa3bl, B psle HOMYJSUNA OB CTaTHCTHYECKU
3HAYMMO aCCOLMHMPOBAHbI C TSKEIBIMA OHKOJIOTHYECKH-
MU U BPOXXJICHHBIMH 3a00JI€BaHHUSAMH.

Tak, n3BeCTHO, YTO MPH HATWYINN HHAKTHBUPYIOIINX
MyTaimi B o0enx amernsix rena ATM pasBuBaercst Tspke-
noe 3a00JIeBaHUE CO CIOKHBIM TUICHOTPOIHBIM (HEHOTH-
noMm — arakcusi-teneanrudkrasus (AT), mm cunapom Jlyn-
bapa, xapaxrepusyromieecsi HapyIICHUSIMH KOOPIWHALIMN
JBIKEHHUH (aTakcus), HaIMYUEM CTOMKHMX paCIIMpEHHUN
MEJIKHX COCYZOB KOXKH MJIM CIIM3HCTBIX 0007049eK B (hopme
CHHIOIITHO-KPACHBIX IIATEH (TEJICaHTNIKTa3HuM), HapyILeHH-
€M MMMYHHUTETA, CKIIOHHOCTBIO K 3JI0Ka4eCTBEHHBIM HOBO-
oOpazoBanusaM. Xotst reH ATM k HacrosimieMy BpeMeHH
MOJIHOCTBIO CEKBEHHMPOBAH, OKA3aJIOCh, YTO KaXaas Jie-
TalbHO HccienoBaHHasi AT-ceMbsi HeceT CBOIO COOCTBEH-
HYI0 MYTaI{0. Y CTaHOBJIEHO, YTO KJIETKH OOJIbHBIX OTJIH-
YaloTCsl BEICOKOW YYBCTBUTEIIBHOCTBIO K HOHU3HPYIOLIEMY
W3ITyHIEHHIO WM JPYTHM areHTaM, WHIYLUPYIOIM JIBOH-
Hble pa3psiBel HUTEH JIHK [9, 5].
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Tabmuna 1
Hoaumopdusm Asp1853Asn rena ATM B pa3TuYHBIX NONYJIALUIX MUPa
Ilonynayua TI'enomun n (%) Yacmoma Jumepamypa
ATM ATM ATM MUHOPHO20
Aspl853Asp | Asp1853Asn | Asn1853Asn annens

Hoprer KO N=212 200 (94,3) 10 (4,7) 2(0,9) 0,030 CoOCTBEHHBIC TAHHBIE
Espornieonnsr KO 181 (82,0) 36 (16,4) 3 (1,36) 0,090 CoOcCTBeHHbIE JaHHbBIE
N=220
EBponeonnsr (Yep- 293 (73,6) 90 (22,6) 15 (3,8) 0,151 Akulevich
HOOBUIb — OeNOPyCHI et al, 2009
u pycckne) N=398
Punnsl (306) 174 (56,9) 109 (35,6) 23 (7,5) 0,253 Heikkinen et al., 2005
JlaTnHOAMEpHUKAHITBI 174 (87,0) 26 (13,0) 0 0,065 P. Gonzalez-Hormazabal
(Yunm) N=200 et al., 2008
IOxHas OuHIIHIUSA 404 (57,5) 260 (37,5) 38 (5,4) 0,242 Tommiska et al., 2006
N=702
EBponeonnst 565 (73,1) 200 (25,9) 8(1,0) 0,140 Liet al., 2009
(CHIA) N=773
Kuraiinet N=84 81 (96,43) 3(3,57) 0 0,018 WWW.SNp-nexus.org

B kierkax rerepo3MroTHBIX HOCHUTEIEH MYyTaHTHOTO
reHa ATM mpornieccel penapanyu 3ameyiessl [2]. ['etepo-
3UTOTHBIE HOCUTEIM HEKOTOPBIX CIEHH(UYECKUX MyTa-
muii rena ATM (6903insA u 7570G>C) uMeOT MOBHI-
IIEHHBIA PUCK paka MOJIOYHOM skeneswl [22, 13, 12], He-
MTOJTUTIO3HOTO paka npsMoi kumku [19], paka mon-
XKelyaouHoH skene3bl [16]. B To ke Bpems B pabote
N. M. Akulevich (2009) oOHapy>keHO yMEHBIIIEHUE PUCKa
NanwUIIPHOTO PaKa IMUTOBHIHOM JKeJe3bl y HOcUTesen
muHOpHOTO amrens rera ATM [3]. Beuto moxa3aHo ot-
CYTCTBHE acconuaiuii mosmmopdusma rena ATM Asp-
1853Asn ¢ pHUCKOM pa3BHTHUS CEMEHHOW XPOHHUYECKOU
muMpounTapuoii sneiikemun [31]. TMomumopduzm ATM
ObUT CTAaTUCTHYECKH 3HAYMMO aCCOLMHPOBAH C PakKkoM
JIETKOro y Hekypsimux [17].

VYauTbiBasg Bc€ BBIIICIICPEUUCICHHOE, HEBBICOKYIO
YaCTOTY BCTPEYAEMOCTH «ONACHOT0» MHUHOPHOI'O ajulelis
y mpencTaBuTeNeil KopeHHoro Hapoga Cubupu — mopIes
— MOXHO paccMaTpUBaTh KaK OJarompHsTHBINA aJalThB-
HBId mpu3Hak. C Apyroi CTOPOHBI, HEBBICOKAs YacTOTa
BcTpedaemoctd ATMI1853Asn ykas3biBaeT Ha OJIM30CTH
LIOPIEB K MOMYJIALUSIM MOHTOJION/IOB.

YacToTel reHOTUNOB U ajuteneit renoB Ligd u NBS1
HE OTIMYAJNChH y MIOpHEB M pycckux KemepoBckoit 00-
JacTH W OBUIM CXOJHBI C IPYTHMMHU MOMYJISALHUSIMH MHpPa

(tabn. 2, 3). He 3aperncTpupoBaHO OTJIMUUI B 4acTOTe
BCTPEYa€MOCTH JaHHBIX BapuaHToB SNP mexmy eBpo-
MEONIaMH W MOHTOJIOMJIAMH B PA3JIMYHBIX MOMYJIALUIX
Mmupa. Iloaromy oTcyTcTBHE pasIMyuUil MEXAY LIOpLAMU
u pycckumu KemepoBckoil 001acT HE BBIMJISIAUT YIAUBH-
TeNbHBIM. [losTydeHHBIE pe3ynbTaThl COrIacyloTCs ¢ aH-
HbIMHU, NTOJTYYCHHBIMU HaMHU PAHCC OTHOCUTEIILHO YaCTOT
TEHOTHIIOB ¥ ajUieliell TeHOB ()ePMEHTOB IKCIIHM3MOHHOMN
penapanuu ocHoBaHUi [1]. BbUI0O OTMEUEHO CXOJNICTBO B
pacnpenenenun reaoturioB hOGG1 nu ADPRT y mopres
W MOHIOJIOWJIOB M OTJHYHE OT MOMyJIAIui, chopmupo-
BaHHBIX MPEICTABUTEISAMHU OETION packl (eBporneonaos). B
JaHHOM HCCJIEJOBaHUU MOJYUYCHBI CBEACHUA O CXOACTBE B
pactipeneneHun reHOTHIIOB TeHa ATM u MOHTOJIOHJIOB,
YTO TAKXK€ yKa3bIBaeT Ha OOJIBIION y/eNbHbII BEC MOHTO-
JIOUTHOTO KOMITOHEHTA B 3THOTEHE3€ IIOPIIEB.

[IpoBeneHHble HcCiieTOBaHUS MOJUMOP(HH3Ma T'€HOB
pemapamuu JIHK y xwureneir Kysbacckoro mpoMbInieH-
HOTO PErruoHa MMeeT HE TOJBbKO Ba)KHOE TEOPETHUECKOE
3Ha4YeHHe (HampuMep, A MOIMYJSIMUOHHON MOJEKYIsp-
HOMW Fe€HETHKH), HO U MPEJCTaBIsAET CYyIIeCTBEHHbIN HHTe-
pec Ui SMHUAEMHUOIOTHUECKUX HCCIEAOBAHUN HACIIEACT-
BEHHOH MPEAPACIIONIOKEHHOCTH K MyJTbTH()AKTOPHATBHON
NaTOJIOTMH WM HACIEJICTBEHHO OOYCIIOBJICHHOW YYBCT-
BUTEJIBHOCTH K JACHCTBUIO MyTareHoB.

Tabnuna 2

Hoaumopdusm Ala3Val rena Lig 4 B pa3in4yHbIX NOMYJISIIHAX

Ilonynayua TI'enomun n (%) Yacmoma Hemounuk
Lig 4 Lig 4 Lig 4 MUHOPHO20
Ala3Ala Ala3Val Val3Val annensn

[Hopier KO N=213 178 (83,6) | 32(15,0) 3(1,4) 0,090 CoOCTBEHHBIC TAHHBIC
EBponeonnst KO 132 (78,1) | 34 (20,1) 3(1,8) 0,120 CoOcTBeHHbIE JaHHbBIE
N=169
CwMenranHas momy- 748 (88,5) 66 (7,8) 313,7) 0,076 Matullo et al., 2006
JISIIHSL €BPOTICOUIOB
N=845
TaiiBanp N= 379 284 (74.9) | 87(23,0) 8(2,1) 0,136 Fu et al., 2003
EBponeonnst 189 (85.9) | 31(14,1) 0(0,0) 0,071 Roddam et al., 2002
(BenkoOpuTtaHus)
N=220
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Tabmnuma 3
Hoaumopdusm Glul85GIn rena NBS1 B pa3inyHbIX STHHYECKUX IPynnax
Ilonynayua Tenomun n (%) Yacmoma Hcmounuk
Glul85Glu Glul85Gin Ginl185Gin MUHOPHO20
annens
[Hoprer KO N=208 83 (39,9) 93 (44,7) 32 (154) 0,380 CobcTBeHHBIE
JTAaHHBIC

Esponeonnsr KO 73 (37,4) 90 (46,2) 32 (16,4) 0,390 CoOcTBEHHBIC
N=195 TaHHbBIE
EBponeonnst 162 (43,1) 165 (43,8) 49 (13,0) 0,350 Zienolddiny
Hopserun N=376 et al., 2006
EBponeounant 116 (41,7) 134 (48,2) 28 (10,1) 0,340 Sanyal et al.,
[IBermu N=278 2004
EBponeounast CLIA 207 (48,9) 181 (42,8) 35(8,3) 0,297 Lu et al., 2006
(KCHIIUHBI
18 —55ner)
N=423
Herpowunpt 400 (59,0) 240 (35,0) 41 (6,0) 0,240 Millikan et al.,
(xkeHIUHBI 21 —74 2005
roga, CIIIA)
N=681
MOHTOJIOUTBI 55 (33,7) 78 (47,8) 30 (18) 0,420 Cho et al. 2011
(Kopen) N=163
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