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UccnedoeaHue nonynayuoHHbIx ocobeHHOCMeli 4yacmom NoIUMOPHbIX 8APUAHMOE
2eHa peyenmopa eumamuHa D y HaceneHus 3anadHoli Cu6upu
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O6cyxpatoTca pesynbraTbl NCCNefoBaHWA NONYNALMOHHBIX YaCTOT NOAMMOPPHbLIX BapraHToBs reHa VDR (Fokl, rs2228570; Bsml, rs1544410)
B NONynAuMAxX TO60N0-UPTHILICKUX CUBUPCKIMX TaTap 1 WopLes. MaTepuan ansa nccnefoBaHna cobpaH B SKCNeANLMAX HayYHbIX TPy
KemMY MuH3gpasa PO, ®rbHY MIHL, Keml'Y, Tobonbckon komnnekcHomn HayuHon ctaHumm YpO PAH. CymmapHbIi 06bem BbIGopKU
166 yenosek. leHOTUMMPOBaHMe ocyLecTBNAnM meToaom MMLP B pexxume peanbHOro BpemeHun ¢ nprmeHeHnem TagMan 30HA0B.
Cratuctnyeckas obpaboTka — € ncnonb3oBaHneM naketa nporpamm STATISTICA 8.0 1 cTaHAaPTHBIX MOAXOA0B MOMYNALMOHHON FeHETUKN.
WccnegoBaHme nokasano, 4to nonynauma WopLes (apean pacceneHns B TaluTaronbckom paioHe KemepoBckoli 0611.) xapakTepusyetca
MEHbLUVMYW YacTOTamMy NOMMOPPHbIX BapraHToB reHa VDR BsmI*A n Fok1*C B cpaBHeHMM € TO6ONO-UPTLILLCKUMM CUBUPCKUMMI
TaTapamu (ToMeHCKMiA, APKOBCKMIA, iNyTOPOBCKUIA paiioHbl TIOMEHCKO 06711.). B uccnenoBaHHbIX rpynnax HabnofaeTca OTKIOHeH e
YPOBHSA reTepo3nroTHOCTU.
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Investigation of population characteristics of the frequencies of polymorphic variants
of the vitamin D receptor gene in the population of Western Siberia
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The results of a study of the population frequencies of polymorphic variants of the VDR gene (Fokl, rs2228570; Bsml, rs1544410) in
populations of Tobolo-Irtysh Siberian Tatars and Shors are discussed. The material for the study was collected in the expeditions of the
scientific groups of KemSMU of the Ministry of Health of the Russian Federation, MGNC, KemSU, Tobolsk Integrated Scientific Station of
the UrB of RAS. The total sample size is 166 people. Genotyping was carried out by real-time PCR using TagMan probes. Mathematical
processing — using the STATISTICA 8.0 statistical software package and standard approaches of population genetics. The study showed
that the population of Shorets (the area of settlement in the Tashtagolsky district of the Kemerovo region) they are characterized by
lower frequencies of minor alleles of the VDR BsmI*A and Fok/*C in comparison with the Tobolo-Irtysh Siberian Tatars (Tyumen, Yarkovsky,
Yalutorovsky districts of the Tyumen region). In the studied groups, there is a deviation in the level of heterozygosity.
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BeBepgeHne

ebuut BuTaMuHa D — riobanbHas mpobiiema
3MpaBoOXpaHeHus. B cOBpeMeHHBIX UCCIeT0BaHU -
SIX YOeIUTETbHO MTOKa3aHa acColMallvsl CHUXKEHUS
POBHS BUTaMKUHA D ¢ puUCKOM pa3BUTHUS 3a00JIeBaHUI
Pa3IMYHON STUOJIOTUH, BKITIOYasl ayTOMMMYHHBIE, MH(DEK-
LIMOHHBIE, CEPIIEYHO-COCYIUCThIE U OHKONornyeckue. s
MOHWMAaHMSI BKJIaaa BUTaMuHa D B 9THOJIOTUIO U TTaTore-
He3 TeHeTUYEeCKUX, MHOTO(aKTOPHBIX U CPEAOBBIX 3200-
JIeBAaHUI TIPOBOISTCSI CUCTEeMaTUYECKKe UCCIeNOBaHUS,
B TOM YMCJIe TIepefayu CUTHaJI0B BUTaMruHa D Kak Kitoue-
BOTO PEryJsiTopa KOCTHOTO MeTaboI1M3Ma, BPOXKIECHHBIX U
aIanTUBHBIX peaKIMii UMMYHHOW CUCTeMBbI U T.1. [1].

B cBg3bIBaHMM aKTUBHOU (hopMbl BUTaMrHa D ipuHu-
MaeT yyacTue crieuruyecKuii BHyTPUKIETOUHBIN peLer-
TOp — SAEPHBIN TPAHCKPUIILIMOHHBIN (haKTop, KOTOPbI KO-
IUpyeTcs TeHOM periernitopa ButamuHa D (VDR). Peuentop
BUTamMuHa D, B3auMOIENHCTBYs B sipe cO crienuIecKoin
nocnenosatenbHocThi0 JIHK, mpruHuMaer yyactue B KOH-
TpoJie TPAHCKPUITLIMM MHOTUX T€HOB-MUIIIEHEN C 2JIeMEH-
toM VDRE B nipomotope. I'en VDR nokanu3oBaH Ha Xpo-
mocoMme 12 (12ql3.11), coctout u3 14 3K30HOB OOLIEH T -
HOM 75 T.IL.H. U, IO MEHbIIIEH Mepe, TIATU MTPOMOTOPHBIX
yyacTtkoB [2]. B rene VDR uneHTMOUIIMPOBAHO 1OCTATOY-
HO 00JIbII0E KOJIMYECTBO MOJUMOP(HBIX BApUaHTOB (boJee
24,5 teic., o naHHbIM NCBI), B unciie KoTopbIx HanboJee
3HAYUMBIMU 1O (PYHKIIMOHATLHOUN COCTaBJISIOINIEH SIBIISIIOT-
¢Sl TOIMMOP(MHBIE CAThI B MO3ULIUSIX, COOTBETCTBYIOLINX
TOYKaM y3HaBaHUs SHIOHYKIea3 Fokl (rs2228570) u Bsml
(rs1544410) [3]. TepBriit momuMopdU3M — eIMHCTBEHHAS
M3BECTHAsT Ha HACTOSIIIIMIA MOMEHT MUCCEHC-MYTAIIUs B 1aH-
HOM reHe, B pe3yJibTaTe KOTOPO CUHTE3UPYETCsI YKOPOUECH-
Has hopma pelienTopa, MOBbIIAIONIAsT YYBCTBUTEIbHOCTh
KJIETOK K aKTUBHOU (hopme BUTaMMrHa D.

3HauYMUTENbHBIN MHTEpeC K MoJnuMopdu3My reHa VDR
B KOHTEKCTE MCCJIEIOBAaHUS alalTallMOHHOTO MOTEHIIMaNIa
TOMYJISILUIA K TPUPOAHO-KIMMATUIECKUM (haKTOpaM Mpo-
SIBJISIIOT CII€LIMAIMCThl B 00JaCTU MOMYJISILIMOHHON TreHe-
tuku. Hacenenue 3anagHoit Cubupu, B YaCTHOCTHU TOOO-
JIO-UPTHIIICKUE CUOMPCKUE TaTaphbl U IIOPIIbI, MPOXKUBAET
Ha TEePPUTOPUSIX, IJISI KOTOPBIX XapaKTepeH NeMUIIUT BU-
TamMmuHa D. DTo 00yCI0BIEHHOTO HEIOCTATOYHBIM YPOB-
HEM WJIM BpeMeHEeM UHCOISILUU (XoneKanbuudepon D3),
a TaK>Ke HU3KMMU KOHILIEHTPaMsSIMU BUTAMMHA (XOJIeKasb-
uudepon D3 u sprokansuudepos D2) B 10CTyIHBIX TPO-
IyKTax TPaAUIIMOHHOTO MuTaHusi. OTMETUM, YTO JTaHHbIE
0 MOMYJISILMOHHBIX YaCTOTaX MOJUMOPMOHBIX BApUAHTOB
VDR Bsml (rs1544410) u Fok1 (rs2228570) B rpyrme To-
00JIO-UPTHILICKUX CUOMPCKUX TaTap OTCYTCTBYIOT.
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Ileabio HcclieAOBAHUS CTAIO U3YUYEeHNE OCOOEHHOCTEM
TeHEeTUYECKOM CTPYKTYPhbl JOKAJIbLHBIX MTONYJISLUI TOOO-
JIO-UPTBIIICKUX CUOMPCKUX TaTap U IIOPLIEB 110 JaHHBIM
o moauMopdHBIX BapuaHTax reHa VDR Bsml (rs1544410)
u Fok1 (rs2228570).

Ma'repwanbl n metoabl

Marepuaisl IJis UCClieIOBaHUS COOpAHBI B XOIE KOM-
TUIEKCHBIX aKcnenuuuii HaydHbix rpynn KeMI'MY MuH3s-
npaBa PO, ®I'BHY MT'HIL, KemI'Y, To601bcKOI KOM-
riekcHoit HayyHoit ctaHunu YpO PAH k mectam Kom-
ITaKTHOTO TIPOXKMBaHMS HapomoB Cubupu. bruonrormaeckme
00pa31Ibl (BeHO3Has KPOBB) IMMOJTYICHEI B COITPOBOXKICHUN
AHKEeTHI yJaCTHUKA (KpaTKask pOIOCIOBHAsI, MECTO POXKIC-
HUS C YKa3aHNEM HAIIMOHATBLHOCTH ) M MH(POPMHUPOBAHHO-
TO COTJIaCHsI Ha yJacTue B o0cieqoBaHuN. B nccnemoBanme
OBUIM BKJTIOYCHBI HEMETHCHPOBAaHHBIC, HEPOICTBEHHBIC
WHIWBUIBI, TIPEIKN KOTOPBIX TTPOKUBAIN Ha 00CIeTIOBaH-
HBIX TEPPUTOPHUSX HA IIPOTSLKEHUM HE MEHEE TPeX ITOKOoJIe-
HUii. B BEBIOOPKY BOIILIN TOOOI0-UPTHIIICKUE TIOMEHCKIE
TaTaphl, MPOXUBAIOIIINE Ha TeppuTOprH TIoMeHCKoro, Ap-
KOBCKOTO, SIIyTOpOBCKOTO paitoHOB TIOMEHCKOI 00J1aCTH,
u mopubl Tamraroabckoro paitona Kemeposckoii o6ia-
cti. CyMMapHBIil 00bEM BBIOOPKM cOCTaBMI 166 yemoBex.

N3 06pa3ioB meTonoM PpeHOI-XJIOPOPOPMHOI IKC-
tpakuuu O6bl1a BeigesneHa JHK. 'eHoTunuposaHue 1mo-
JMMOp@HBIX BapuaHTOB reHa VDR rs1544410 m rs2228570
OCYIIECTBIISUIN ¢ UCTIOIb3oBaHreM MeTona ITLP B pexu-
M€ pealbHOTO BpeMeHU ¢ TTpuMeHeHneM TagMan 30HIOB.
CTaTHCTUYECKYIO 00pabOTKY MOJIYyIeHHBIX PE3yIbTaTOB
TIPOBOIMIIN C MCTIOJIF30BaHUEM IIpOorpaMMEI Statistica 8.0
¥ CTaHOAPTHBIX aJITOPUTMOB TTOMYJISTIIMOHHON TeHETHKMA.
s uccaemoBaHHBIX TPYI OBUTM pacCYUTAHBI aJlIeib-
HBIC 9aCTOTHI, OXKMIaeMbIe TCHOTHIIHI, TTOKA3aTeId TeTe-
PO3UTOTHOCTH.

Pe3synbraTbl 1 06cyKaeHne

SNP-nonumopdusm VDR Fokl (rs2228570) pacmo-
JIOXKEH B TIEPBOM U3 JIBYX CTApPTOBBIX KOJOHOB 3K30Ha 2.
B pesynbrare 3amenbl T Ha C TpaHCASLIMS MPOAYKTa Ha-
YUHAETCS CO BTOPOTO CTAPTOBOIO KOJOHA, YTO IIPUBOIUT
K obpazoBaHUIo yKopoueHHoro 6enka VDRA [4] ¢ usme-
HEHHOM (PYHKILMOHaNbHOM akTUBHOCTHIO. Kak dakTop
TpaHCKpUIILIUU, Fok[-BapuaHT XapaKTepu3yeTcsl CHUKEH-
HBIM CPOJCTBOM K KOpernpeccopaM TpaHCKPUIIIIWU U, Clle-
JIOBATEJIbHO, YCUJICHHOW TPaHCAKTUBUPYIOIIEH CIIoco0-
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Hocthlo. K npyrum addekraMm oTHOCUTCS MOBBIIIEHHAS
CIIOCOOHOCTD JIUTAHAMPOBATh BUTAMMH D, 4TO ycuimMBa-
€T YyBCTBUTEIBHOCTb COOTBETCTBYIOIMX KJIETOK M TKaHe
U SIBJISIETCS alalITallMOHHBIM ITPEUMYIIIECTBOM B YCJIOBUSIX
neduimta ButamuHa D. MccnenoBanue nonumopdusma
reHa VDR Fokl B monyasiuusix To60710-UPTHILICKUX TaTap
M IIOPLIEB MT0Ka3aJio, 4To yactoTa ajuiess C B IMOIMyJISLIMT
tartap coctaBmia 0,736 mpotus 0,608 y mopies. OTMeTHM,
4yTOo y pycckux Cubrpu yacToTa TaHHOTO ajuielis He Mpe-
Boimaet 0,585.

IMonumopdHsbiit BapuaHT VDR Bsml, nokanu3oBaH-
HBIl B MUHTPOHHO# 00J1aCTH MeXay 3k30HaMmu 8 u 9 (3a-
MeHa G Ha A), SIBJISIETCSI CLETIJICHHBIM C PETYJISITOPHBIMU
yyacTKaMU T'eHa, He U3MEHSIET aMMHOKUCIIOTHYIO IOCIe-
JIOBaTeJIbHOCTD OeJika [5], HO BO3MOXHO BJIMSIET Ha CTa-
ounbHocTh MPHK. JlaHHbIe 00 3¢dekTax moaumMop-
¢Horo annenbHoro BapuaHTta BsmI*A HeoQHO3HAUYHBI.
He uckimoueHo, 4To OoHU MOAUMPULIMPYIOTCS COYeTaHUEM
HaXOISIIIMXCS B HEPABHOBECHOM ClLieTUIeHUM ¢ Bsml no-
JuMopdHbIX BapuaHToB Apal v Tagl. B HacTos1eM uc-
CJIeIOBaHMM YacToTa ajuieiss A y CMOMPCKUX TaTap oKa-
3ajlach BhIlIe, YeM Yy mopieB 1 coctaBuaa 0,310 u 0,234
COOTBETCTBEHHO.

Jlajiee Ha OCHOBaHMM YaCTOT ajulejieil ObLIN paccum-
TaHbI Mokasaresnn oxunaemont (H ) u Habmonaemoii (H,)
reTepO3UroTHOCTU U UX OTKJIOHeHue (D). CHuxeHue Ha-
0JI0JaeMOi1 TETEPO3UTOTHOCTH B JIOKAJIBHBIX TIOMYJISIIIM-
SIX MOXKET CBUIETEJIbCTBOBATh 00 MHTEHCUBHOM Jipeiide
TeHOB, MHOPUAMHTE, a U30BITOK TETEPO3UTOT — O MPUTO-
K€ HOBBIX TEHOB B JIOKAJIbHYIO TMOIYJISILIMIO, O KOHCOJIMIA-
LIMM JIOKJTbHBIX POJICTBEHHBIX ITOMYJISLINI, 8 TAKXKe O Ieii-
CTBUM Ha OTIEJIbHbIE JTOKYChl OaaHCHpYIOLLeTro oTdopa.
3HAYMMOCTb OTKJIOHEHHUSI YACTOT B IOITYJISILIMU OT COCTO-
STHUSI PABHOBECUST OLIEHUBAJIACh C UCIIOJIb30BAHUEM KPH-
tepust Xapau-Baitn6epra (y?). ITo monumopdusmy reHa
VDR Fokl naGnogaemasi TeTepoO3UroTHOCTD MpeBbIIa-
€T OXMIaeMYI0 Y TOOOJ0-UPTHIIICKUX TaTap W IIOPILEB,
KPUTEPUIA OTKJIOHEHUST OT COCTOSIHUSI paBHOBECUST T€H-
HBIX YaCTOT HaIlpaBJieH B CTOPOHY YMEHBILEHUST YPOBHSI
reTepo3uroTHOCTH, 1 coctanisier -0,017 u -0,149 cooTseT-
ctBeHHo. [To VDR BsmI HabnogaeMasi reTepo3uroTHOCThb
MPEBBIIIAET OXXKUIASMYIO B MOIMYJISILIMK 1IOPLIEB, KO3(MdU-
LIMEHT OTKJIOHeHUs1 D HampaB/ieH B CTOPOHY YMEHbBILIEHMST
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ypoBH# retepo3urotHocty (-0,104), y To60I0-UPTHILICKUX
Tatap HabJonaeMasi reTepoO3UroTHOCTh OKa3agach MEHb-
1€ OXUIaeMoil, KoahdUIIMEHT OTKJIOHEHUS HalpaBieH
B CcTOpoHY pocTa rerepo3urot (+0,191). CtaTuctuuecku
3HAYUMOT'O OTKJIOHEHMUS TOIMYJISIHIMOHHBIX YacTOT OT CO-
CTOSIHMSA PaBHOBECHs MO JaHHBIM KpUTepus x°, , He 3a-
peructprpoBaHo. [To faHHBIM ycpeaHeHHOro Koadduiu-
€HTa OTKJIOHEHMUS OT YPOBHSI F€TePO3UTOTHOCTH T€HHbIX
YacTOT B MOMYJISILUM TOOOJO-UPTHILICKUX TaTap HaOJIIo0-
JaeTcsl 1OCTaTOYHO BbIpaxkeHHas TEHACHIIUS K yBeJnye-
HUIO FeTePO3UTOTHOCTU. Y HIOPLEB PETUCTPUPYETCS TEH-
JNEHIMS K CHVDKEHUIO YPOBHS T€TEPO3UTOTHOCTHU U, COOT-
BETCTBEHHO, HA0JII0JAeTCsl POCT TOMO3UTOTHBIX BAPUAHTOB
M3yYEHHBIX TEHOTUIIOB.

Takum ob6pa3oM, pe3ybTaThl MPOBEAEHHOIO UCCe-
JIOBaHUSI TTOKa3aJli, YTO LIOPIIbl XapaKTepu3yloTcs boJjiee
HU3KMMU YaCTOTaMU MOJIMMOP(MHBIX BapuaHTOB reHa VDR
BsmI*A (1s1544410) u Fok1*C (rs2228570) B cpaBHEHUU
C TOOOJIO-UPTHIICKUMU TaTapaMu. JIJis UHTepIipeTaluu
MOJYYEHHBIX pe3yabTaToB B YyacTu BsmlI*A Heobxonumo
MpoBeeHUE AOMOTHUTETBHOTO NCCAeIOBAHUS, BKIIOYAIO-
LIEro ucciaenoBaHue MOIMMOPGHBIX BADUAHTOB B COCTaBE
ranjoTUIIOB B COYETAHUM C APYTMMU DYHKIIMOHATBbHBIMU
noauMmopdusmamu Apal, Taql u poly-A rena VDR, a Takxke
y4YeT JOMOJHUTEIbHBIX (DAKTOPOB, TAKMX KaK KJIMMaTore-
orpaguyeckre XapakKTepuCTUKU, 0COOEHHOCTHU TPAIULIM -
OHHOTO MUTaHUS U MIPUBBIYKHU.
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