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Paboma evinonnena na kagpeope zenemuxu ouonozuueckozo paxynomema Keml'y.

W3ydeHsl MOMyNAMOHHO-TEHETHYECKIE XapaKTePUCTHKH JBYX MOIUMOPGHBIX MapkepoB LIG4 cpenu KOPEHHOTO
(mwopusr) u npunuioro (pycckue) Hacenenus Kemepockoit oosactu. HacToThl TeHETHUECKUX BapHAHTOB MOJIUMOPPHU3-
Ma Ala3Val n1ocToBepHO HE OTIMYAIKCH B IBYX Ipymmax. B To e Bpems BBISBIECHO JOCTOBEPHOE OTIIMYUE PacIpe/ie-
JIeHn# reHoTunoB u ayuteneil noaumopdusma Thr9lle mexxny sTHHYecKMMHU KoropTamu. Cpeny mpeAcTaBUTeNeH TpH-
LIJIOTO HACEJIEHHsI YacTOTa MUHOPHOTO ayuiens [le mouTi BTpoe mpeBblliala 1oKa3areb, XapaKTepHbIi i KOPEHHOTO
9THOCA.

The population genetic characteristics of two L/G4 polymorphic markers were examined in the indigenous (the
Shors) and migrant (the Russians) population of Kemerovo region. The frequencies of genetic variants of Ala3Val pol-
ymorphism did not differ significantly between the two groups. At the same time a significant difference of the geno-
types and allele polymorphism of Thr9lle distributions between the ethnic cohorts was revealed. Minor allele Ile fre-
quency among the representatives of the migrant population was almost three times as high as that of theindigenous
ethnic group.

Knroueevie cnosa: 1L1G4, reneTndeckuil NOTAMOP(HU3M.

Keywords: 1L1G4, genetic polymorphism.

Jluraza-4 sBiseTcs KIIOYEBBIM (PEPMEHTOM MeXa-
HU3Ma HErOMOJIOTUYHOTO BoccoeanHeHus koHioB JITHK
(NHEJ), 3anmeiicTBOBaHHBIM B pemapanyyd IBYHHUTEBBIX
Pa3pbIBOB 3TOM MOJIEKYJBI y MieKonuTatomux [3, c. 185
— 211]. K HacTosmieMy BpeMeHH B reHe jmra3bl-4 (LIG4)
yeJoBeKa WAECHTU(HULIMPOBAHBl HECKOJIBKO MYTAaIUi,
MPUBOISIINX K CHIDKCHHIO aKTUBHOCTH (epMEHTa B
pPE3YIbTaTEC AMUHOKHCIIOTHBIX 3aMCH B (l)yHKLIl/IOHaﬂ])HO
3HaYMMBIX JOMeHax [2, ¢. 2369 — 2376]. 'omo3urotHoe
COCTOSIHHE OZHOBPEMEHHO 110 HECKOJIBKHUM M3 3THUX 3aMEH
MOJKET WMETh NaTOJIOTUYECKOEe TIIPOSBICHHE B BHIE
«cuagpoma LIG4» (OMIM 606593), 4to cCBs3aHO C
MAHIMTOIICHUEH, MUKpoIIe]anreil, 3a1epKKOi pa3BUTHS.

Cpenn KIWHWYECKH 3HAUYMMBIX MyTauuid LIG4 3a-
METHOH BapuaOeNbHOCTBIO B PA3UYHBIX IOMYIISIHIX
yenoBeka ob6namaroT Juimb aBe B 3 (rs1805389) u
9 (rs1805388) xononax. Oba momuMopdu3Ma CBs3aHbI C
HykineotuaHbIME 3aMmeHaMu (C4044T u C4062T) u npu-
BOJSIT K MI3MEHEHNIO aMHHOKHCIIOTHOTO cocTaBa Ala3Val
u Thr91le B 3penom Genke. Kaxaas U3 ykazaHHBIX MyTa-
OUH CaMOCTOSTEIBHO HE SIBIISICTCS IIPUIMHON KaKHX-TTHOO
3aMETHBIX MAaTOJOTHYECKIX U3MEHEHUH B OpPraHU3MeE, HO
IIPU 3TOM HE HCKIIIOYAETCS BO3MOXHOCTb CHMIKEHHS aK-
TUBHOCTH (pepmeHTa. B Takoil cuTyalmum HHTEHCHBHOE
JIy4eBO€ BO3JICHCTBHE B XOJ€ MEIUIMHCKHUX IPOLEIYD
WIH TIPOKUBAHUA B SKOJIOTHYECKH HEOIAarONpusATHBIX YC-
JIOBHSIX MOXET CIIPOBOIIMPOBATH MOSBICHUE KIIMHHYECKO-
ro 3ddexra, Kak 3T0 OBIJIO MMOKA3aHO B OTHOIIECHUH €Il
onHoit mytauuu LIG4 B 278 kogone [8, c. 699 —702].

| Becrnux KemI'y 2013 No 1 (53)

OtnaneHHsM 3(p(heKTOM HEKOPPEKTHOTO BOCCTAHOB-
nenus JIHK mocie ee moBpexneHuit y MHIUBUAYYMOB C
MyTamusMu B LIG4 MOXeET SIBIATHCSA IOBBIMICHUE PHUCKA
BO3HUKHOBEHUS DPA3JIMYHBIX OHKOIATOJIOTUH. B cBsa3u ¢
3TUM B HACTOAIIEEC BPEMs BEIETCS] HHTEHCUBHOE H3yUYCHHE
OT/EJIBHBIX MOJIMMOP(HBIX BapHAHTOB JaHHOTO I'eHa Kak
BO3MOXKHBIX TIPEIUKTOPOB Pa3IHYHBIX (GopM paka [1,
c. 2440 — 2446; 5, c. 2366 — 2373; 7, c. 5150 — 5160; 9 —
12].

HeonuHakoBast pacripocTpaHeHHOCTh TTOJIMMOP(U3MOB
LIG4 y pa3snuYHBIX 3THOCOB MOXKET MPUBOIUTE K ITOSIBIIC-
HHUIO OTIMYMI B 4yBCTBHTEIBHOCTU K CPEIOBBIM MyTare-
HaM B IMOMYJIMSX YEJIOBEKa. B CBS3M ¢ 3TMM LIENBIO HC-
CIICIOBAHUSI  CTAIO HW3YYEHHE YacTOTHl  OTIEIBHBIX
TEHETHYECKMX BapHaHTOB JBYX MOJIUMOPQHBIX YYacTKOB
LIG4 (rs1805388 u rs1805389) cpenu kKopeHHOTO (TIOPITHI)
u npunuioro (pycckue) Hacenenus: Kemeposckoii o0acty.

Mamepuanvt u memoowt

Boutn copMupoBaHbI 1BE TPYMITBI 0OCIEAOBaHHBIX,
MPEACTABISIIONINE KOPEHHOE U MPUIIIOE HACEJICHUE Fora
3ananHoit Cubupu (KemepoBckast 065acTs) U BKIIOYArO-
e mopueB U pycckux. Illopisl — TIOPKOSA3BIYHBINA Ha-
pox, uMeroni opUIMAIBHBINA CTaTYC «KOPEHHOTO MaJlo-
guciienHoro Hapoaa CeBepa». OCHOBHasi TEPPUTOPHS
paccenenus mopues — I'opnas 1llopust — Gacceitn cpenne-
ro TeueHus: p. Tomu u ee nputokoB — Kornmomer 1 Mpac-
cy. Beibopka moprieB (n = 119) Bkitoyana MaabuuKOB H
JIEBOYEK, [IPOKUBAIOLINX Ha TEPPUTOPUH TaIuTaroiabCcko-
ro paiiona Kemeposckoii o0nactu, B Bo3pacte 8§ — 18 ner
P cpeHeM 3HaueHuu nokazatens 11,7 + 0,17 nert.



B omimume oT miopueB (KOpEeHHOE HAceleHUe) pyc-
CKHE MOTYT paccMaTpHBaThCsl B KauecCTBE IPHILIOTO Ha-
cenenns CuOMpH Kak MpeAcTaBUTeNN Oenoi packl (€Bpo-
neousisl). Berbopka pycckux (n = 186) Bkiouana maib-
YUKOB M JIeBOYEeK B Bo3pacte 8 — 19 jer (cpemnee
3HaueHue nokaszarens 13,7 + 0,23 roxa) U3 pasmMYHBIX
tepputopuii KemepoBckoii 06macTw.

Marepuanom juist monydenust oopasnos IHK nociy-
JKHUJIA LeNbHAs! KPOBb, 3a0upaeMasi B aCEITHIECKUX YCIIO-
BUSIX B BakyyMHble npoOupku ¢ DJITA. Ha xaxnoro o0-
ciemyemMoro pebeHka ObUT OQOPMIICH MPOTOKOJI HHQOP-
MHPOBAaHHOTO COTJIacusi, MOJNUCAHHBIN POAUTEISIMU
00 JUIIaMH, OCYIIECTBIIIONIMMH OIIEKy HaJ HEcOoBep-
LIEHHOJIETHUMH.

I'enomuyto JTHK Beigesnsiin xmopodopM-GeHoIbHbIM
MeromoM. Jlis  TeHOTHHHMpOBaHWS  HOIUMOP(U3MOB
rs1805388 u rs1805389 rena LIG4 ucmonp30Bajll KOM-
Mepueckue Habopel peareHToB «SNP-skcmpecc» mpous-
BoactBa HII® «Jlurex» r. MockBa. OcCyuiecTBIsUI ajl-
nenb-cnenuduueckyro I[P ¢ mocnenmyromeit Buzya-
n3anmei pesynbTaToB B 3 % arapo3HoM reie ¢ pobasiie-
H1eM Opomucroro stuaus. CTaTUCTHYECKUIT aHaIn3 1ep-
BUYHBIX JAHHBIX BeIMONHIM ¢ momornsio T «STA-
TISTICA v. 6». ConocraBieHue pacnpeaencHuil anenen
¥ TEHOTHUIIOB B CPaBHHUBAEMBIX TPYIIIaX MPOBOIMIN Me-
TOAOM X2 C IIONPaBKOU Merca na HEIPepbIBHOCTL. ['eHe-
TUYECKOE PABHOBECHE IO HW3yYaeMBIM ITOIUMOPQPHBIM
CUCTEMAaM OLICHUBAJIM MO HMX COOTBCTCTBUIO YPAaBHCHUIO
Xapnu-BaitaOepra. CTaTHCTHYECKH 3HAYAMBIMUA CUUTAIIH
otiuuus npu p < 0,05.

Pe3ynomamul u oocysicoenue

[Ipu oueHke pacrpeleneHus] TeHOTHIIOB MapKepoB
rs1805388 n rs1805389 LIG4 xak cpenn 00CIeTOBaHHBIX
HIOPLIEB, TAK U PYCCKUX HE OBUIO BBISIBIICHO CTATUCTHYEC-
CK{ 3HAYAMOTO OTJIHYHSI OT O’KHAaEMOTO B COOTBETCTBHH
¢ ypaBHeHueM Xapmau-BaitHOepra. DToT (akT MOXKeT
CBHUJICTEIILCTBOBATE O COCTOSHHUH T€HETHYECKOTO PaBHO-
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BECHsl 110 MCCIICAOBAaHHBIM TouMopdusMam, chopMupo-
BaBIIErocss B M3YYEHHBIX ATHUUYECKHX TIpyMIax IpH OT-
CYTCTBUHM MHTEHCHBHOI METHCAIIMH MEXIy KOPEHHBIM H
NPUIUIBIM HaceJICHHEM Ha JaHHOW TEPPUTOPHH.

CooTHoleHrne TeHOTUTIOB Mapkepa 151805389 y uzy-
YEHHBIX IPEACTaBHUTENICH MOPCKOTO0 U PYCCKOTO Hacele-
Hust KemepoBckoii 0651acTi ObIIIO PaKTHYECKN MIEHTHY-
HBIM W JIOCTOBEPHO He OTIMYanochk. B obenx rpymmax
CylLIeCTBEHHO mpeolaznano coyeranue Ala/Ala, cocras-
nsist 86,73 % u 86,15 % B IBYX BBIOOpPKAaX COOTBETCTBEH-
HO (Tabnwma 1). MUHOPHBIM B IBYX 3THHYECKHUX IPYIIIax
SIBJISUICS aJlJIeTIbHBINA BapuaHT Val, ero yacrora coBnajaaia
B CPaBHMUBAEMBIX KOTOpPTaXx.

CormocraBiieHre TTOJyYEHHBIX JaHHBIX C pe3ysbTara-
MH paHee MPOBOAMBIINXCS HCCIEIOBAHUI IO3BOJISET 3a-
KJIFOUUTb, YTO YCTaHOBJIEHHBIE 3aKOHOMEPHOCTH pacipo-
CTpaHCHHS TEHOTHUIMYECKUX M aJUICNBHBIX BapHAaHTOB
M3y4aeMoro caiita B BHIOOpPKE €BPOIEOMJIOB fora 3armai-
HOM CHOMpPH CXO0XH C XapaKTePUCTHKaAMH, OTMEUEHHBIMHU
y eBponeounoB Craporo Csera. IloBcemecTHO 3Ha4H-
TeNbpHO Tpeobmanaer renoTur Ala/Ala, a gacToTa MHHOp-
Horo amnens cocrapisier 0,07 — 0,08 [6, c. 997 — 1007; 9,
¢. 900 — 905] (tabmmma 1).

B panee nzyuaBmieiicsi BbIOOpKe a3uaroB (TaliBaHb-
CKHe KHUTaHIIbl) HAOII0AaI0Ch 3HAYNTEIHHOE MTOBHIIICHHUE
4acTOTHI MUHOPHOTO ayutesst Val monuMopdHOro Mmapkepa
rs1805389, 9To MIPUBOAMIIO K YBEIHMYCHHUIO JOJH TE€TEPO-
3UTOT 3a CHET CHUIKCHUA BCTPECHAEMOCTH I'OMO3UT'OTHOI'O
couetanus Ala/Ala [1] (tabmuma 1). M3yuennas Hamwu
BHIOOpKA a3MaTCKOr0 HPOUCXOXKJIEHHS HE XapaKTepu3o-
BaJach yKa3aHHOW TEHIEHIMEH, MPHOIImKasICh O Xapak-
TEPUCTHKAM K €BPOIICOMIHBIM IpynnaMm. Bmecre ¢ tem
OUTHPOBaHHAs paboTa OKa3anach E€IMHCTBEHHBIM JOC-
TYIOHBIM UCTOYHUKOM JJId CpaBHCHHS, YTO HE MO3BOJIACT
BEIHECTH OKOHYATEIBHOE CYXKIEHHE O TeHETHIECKOM II0-
mumopdusme Ala3Val rena LIG4 y pa3nuuHbIX Tpymil
KOPEHHOI'O HACEJIEHUsI A3HH.

Tabmuma 1
Homumopdusm Ala3Val (rs1805389) rena LIG4 B pa3iM4HBIX I THHYECKHX IPyIIax
Oovem T'enomun n, % Yacmoma I'pynna Hcmou-
évl0OpKU MUHODPHO20 HUK
annens
Ala/Ala Ala/Val Val/Val q (Val)
N=113 98 (86,73) 14 (12,39) | 1(0,88) 0,07 opust KO Ca
N=130 112 (86,15) | 18 (13,85) 0 0,07 Pycckue KO CH
N=_845 748 (88,5) 66 (7,8) 31(3,7) 0,08 EBpornieounis [6]
(3amagnas EBpona B 11esom)
N=220 189 (85,9) 31 (14,1) 0 0,07 Erponeonnl (BennkobpuTanus) [9]
N=379 284 (74,9) 87 (23,0) 8(2,1) 0,14 Kuraiius! (TaiiBaHb) [1]

Ipumeuanue: KO — Kemeposckast 001acts; CJ] — coOCTBeHHBIC AaHHBIC (3/1€Ch U Jaliee).

B xome nampHeHIIEro wW3y4yeHUs MOJIMMOpQHU3Ma
Thr9lle (rs/805388) B nByx rpymmax oOCIIeIOBAaHHBIX
BBISIBJICHO JIOCTOBEPHOE OTIHMYHME PaCHpEACICHHH TeHO-
THUITOB JAaHHOTO MapKepa Me1y STHHYECKIMHU KOTOpTaMu
(x2 = 19,9 p < 0,001). B BeIOOpKE IIOpIIEB YacTOTa OC-
noBHoro redotuna Thr/Thr gocturana 85,7 %, B TO Bpe-
Ms KaK Cpeiu pycckux cocraBisuia 62,4 % (tabmuua 2).
IIpu 3TOM B NEPBOil IPyIIIE 3aMETHO CHUXKEHA J10JIs [ETe-
PO3UroT U OTCYTCTBOBaM roMo3urotsl lle/Ile. YeraHos-
JIEHHasi 3aKOHOMEPHOCTh OOBSICHSETCS CHEeUU(PHUKOH co-

OTHOUIEHHs AJUIEIBHBIX BapHaHTOB H3y4aeMOIo IOJIH-
MoppuzMa B nByX rpymmax. Cpemu TmpeacTaBUTENCH
MIPUIILIOTO HAaceJeHUs (PYCCKUE) YacTOTa MUHOPHOTO ajl-
nens lle mouty BTpoe mpeBblIaia MoKa3aTellb, XapaKkrep-
HBIA ISl TpEACTaBUTENEH KOPEHHOTO 3THOCa (LIOPIIHI)
(*=18,0 p<0,001).
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Tabnwma 2
Mommopdusm Thr9lle (rs1805388) rena LIG4 B pa3sju4HbIX 3ITHUYECKHX IPyNIax
Oovem TI'enomun n, % Yacmoma munop- I'pynna Hcemou-
évlOOpKU HO20 annens HUK
Thr/Thr Thr/Ile 1le/lle q (lle)

N=119 | 102 (85,7) *** | 17 (14,3) *** Q *** 0,07 *** lopust KO CA

N=186 116 (62,4) 67 (36,0) 3(1,6) 0,20 Pycckue KO CA

N =805 570 (70,8) 211(26,2) 24 (3,0) 0,16 EBporneounib [6]
(3amagnas EBpona
B LIEJIOM)

N =220 149 (67,7) 58 (26,4) 13 (5,9) 0,19 EBporneounib [9]
(Benmkobpuranus)

N=91 62 (68,1) 27 (29,7) 2(2,2) 0,17 EBponeounant [4]
(Hunepnansr)

N=376 198 (52,7) 150 (39,9) 28 (7,4) 0,27 Kuraitmpst [1]
(TaiiBanb)

Ipumeyanue: *** — ormmuust nocrosepHs! pu p < 0,001 B cpaBHEHNY ¢ aHATOTHYHBIMHU TTIOKa3aTesiMu y pycckux KO.

YacToTHbIE XapaKTEPUCTUKU TI€HETHYECKUX BapHaH-
toB noaumopduzma Thr9lle rena LIG4 cpenu eBpomeou-
noB Craporo CBera ObUTH yCTaHOBJICHBI B psiie HE3aBU-
CUMBIX HcclienoBanuii (Tadm. 2). 'enorun Thr/Thr npeo6-
najgan ¢ yactoroi 67,7 % — 70,8 %, a romo3urotsl Ile/Ile
B pa3HbIX BbIOOpKax coctaBsui 2,2 % — 5,9 %. Yacrora
MuHOpHOTO amens Ile Bo Bcex ciydasx He MpeBbIIIaia
0,19 [4; 6; 9]. YcraHOBIIEHHBIE XapaKTEPUCTUKHU B LEJIOM
COITOCTAaBUMBI C ITOJTyYCHHBIMHA HAMH JAHHBIMU.

Cpenu a3MaTCKUX 3THOCOB MOXKET OTMEYaThCs 3a-
METHOE MOBBIIIEHHE YaCTOThl MUHOpPHOTO asuens lle mo-
mumopdmsma Thr9lle. Tak, cpenu kuraiiies, IpoKUBaIO-
mux Ha TaiiBane, sTa BenwumHa pocturaer 0,27, 4ro
MIPUBOJUT K OTHOCHUTEIILHOMY TOBBIIIEHUIO JI0JIH PEIKOTO
rerotumna Ile/Ile [1; 10, c. 2939 — 2948]. Ha stom done
HeO)I(I/IZlaHHOﬁ KaXETCsA IMPOTUBOIOJIOXKHAA TCHACHIUA,
YCTaHOBJICHHAd B HAIEM MCCJICIOBAHUM U CBA3aHHAsA CO

Jlutepartypa

CHIDKEHHEM 4acToThl ajutens lle mo cpaBHEHHIO C H3Y-
YEHHOM TIpyMNIoi eBponeounoB. Bmecte ¢ TeM naHHbIE
MexayHapoaHou 6a3bl nanHbix dbSNP noka3ssiBaroT, 4To
JUTS. OTIICJIBHBIX BBIOOPOK JKUTENCH A3MH MOXKET OBITh
XapakTepHa OYCHb BBICOKas dYacrora amwiens Thr (mo
94,4 %), uto ompenenseT Pe3KOe BO3PACTAHUE MOJHU Te-
Hotumna Thr/Thr (mo 88,9 %) u ucYe3HOBEHHWE TeHOTHUIA
Ie/Te(http://www.ncbi.nlm.nih.gov/ projects/SNP).

3aBepmiass 00CYXKIACHHUE NOJIYYCHHBIX DPE3YJIBTATOB,
ClielyeT KOHCTATHPOBATh 3HAYUMOCTh ITHHYECKOTO (hak-
Topa B (pOPMHUPOBAHUHU MOMYJISLHMOHHOW YaCTOTHI TEHO-
TUIMMYECKUX W aJUICNbHBIX BapUAHTOB MOIUMOpGH3MA
Thr9lle (rs1805388) rena LIG4. DTO MOXET UMETh BaXK-
HOE MPaKTHYECKOe 3HAUCHUE, HAIIPUMEp, TIPH OLEHKE YC-
TOWYMBOCTU MPEACTABUTENEH PA3IMUHBIX 3THOCOB K /-
CTBHUIO CPEIOBBIX ()aKTOPOB, HAPYIIAIOIIUX IIEJIOCTHOCTD
reHOMa YeJIOBEKa.
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