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Ieas. Ouenuts yacrorsl reHotunos VDR Bsml (r51544410) u Fokl (rs10735810) y 3THUYECKHUX PYCCKUX U B
PA3IMYHBIX IPYIIAX HACeneHns Bonro-Kamckoro pernona u [Ipuypasps.

Matepuanst 1 MeTombl. OGC/IEOBAHbL BIGOPKH PYCCKUX €BPONEHCKOil yacTi PO (1 = 96) M BOCTOUHBIX
(PMHHOB — KOMU-TIEPMAKOB (72 = 71), komut (17 = 190) 11 yaAMypTOB (12 = 86). YaCTOTHI ITEHOTHIIOB OMPEICCHBI
metogoM [TIP-ammudukanmm.

PesyabTarel. OT xuteneil MOCKBBI (0€3 y4eTa 3THUYECKON NPUHAVIEKHOCTH) PYCCKUE OTANYAIOTCA Pac-
npegenenueM VDR FokI (p = 0,09001), no He Bsml. Bocrounsle (pMHHBI B PETHOHAX UX UCTOPUYECKOIO
npoxuBaHud He pasnuyaiorca no VDR Fokl m Bsml, HO OT pyccKuX OTIMYAIOTCA 1O yacToTam Bsml
(» =0,0850).

BeIBOABI. Pe3y/bTaThl COOTBETCTBYIOT NIPEANONOAKEHUIO O CHENU(UKE yacToT amieneid VDR B pasinuHbx
STHUYECKUX IPYIIIAX.

KiroueBsie c1oBa. ButamuH D, penentop Butamuna D, VDR, Fokl, Bsml, KocTHas TKaHb.

Aim. To assess the genotype frequencies of VDR Bsml (rs1544410) and FokI (rs10735810) in ethnic Russian
population and in different groups of the population of Volgo-Kamsky region and Priuraliye.

Materials and methods. Samplings of Russians of the European part of RF (7 = 96) and Eastern Finns
including Komi-Permyaks (7 = 71), Komis (7 = 190) and Udmurts (n = 86) were examined. Genotype
frequencies were determined using the method of PCR-amplification.
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Results. Russians differ for the inhabitants of Moscow (without taking into account ethnic origin) by the
distribution of VDR FokI (p = 0,09001), but not Bsml. Eastern Finns in the regions of their historical residence
do not differ by VDR Fokl and Bsml, but they differ from Russians by Bsml frequencies (p = 0,0856).

Conclusions. The obtained results agree with the assumption about the specificity of VDR allel frequencies

in different ethnic groups.

Key words. Vitamin D, Vitamin D receptor, VDR, FokI, Bsml, bone tissue.

BBEJEHUE

OyHKIMOHUPOBAHUE BAKHOIO PETY/IATOPA
MHMHEPAIBHOTO OOMEH4, D-BUTAMUH-3HIOKPHH-
HOIO KOMIUIEKCA, OCHOBAHO H4 OanaHCE MONy-
YaeMOIr0 M3 BHEIIHEH CPEIbl BUTAMMHA 3PIo-
KAIbL(PEPOIa U CHTE3UPYEMOIO OPraHU3MOM
TOPMOHA XOJEKUTbIU(DEPONa; (PUUONOTUUECKU
AKTHBHBIM SIB/IETCS KOHEUHBI META00/UT 3TUX
BemecTs — Kampiudeporn [18]. Ipopeis B pusmo-
JIOTUYECKNX, KIMHUYECKUX U SMUJIEMUONOIIYE-
CKUX TEXHOJIOTHSX MCCHIEOBAHKA TIPOOIIEM, CBSl-
34HHBIX C BUTAMMHOM D, obecrieunia pazpaboTka
B 1980-X IT. METOOB IPAMOIO OOBEKTUBHOIO
AHAIN32 COZIEPKAHNA BUTAMHHA B OPraHU3ME
[35]. OnHAKO 1O MEPE HAKOIUIEHUS IAHHBIX CTATIO
THOAB/IATBCA BCE OOJBIIE CBUAETENBCTB TOIO, YTO
CTATyC OPraHU3Ma ONPEACIACTCA HE TONBKO CO-
JICPKAHUEM  KAbL(EPONId, HO U UyBCTBUTE/D-
HOCTBIO K HEMY OPI'4HOB M TKAHEI. DTOT TIOCHE]-
HAN (PAKTOP OKA34/ICA TEHETMYECKH JETEPMUHU-
POBAHHBIM: YCTAHOBJIEHO, YTO B CBA3BIBAHUU
AKTUBHOI (DOPMBI BEIECTBA YUACTBYET BHYTPU-
KIETOUHBII PELEIITOP, KOAUPYEMBII TEHOM JIOKY-
ca perenrropa suramuta D (VDR). OH BeTymaer B
JIefiCTBUE HA (PUHAIBHOM 3Talle D-BUTAMUHHOIO
OOMEH4, ONPEIENAA YYBCTBUTENLHOCTh OPraHOB-
MHUIIIEHEN K Kabldepory [34].

I'en VDR sokanmm3oBsad B 12-11 Xpomocome
(pernioH 12q13). Ero annenpHble BAPUAHTHL Bbl-
JETAIOT 110 COOTBETCTBYIOIIMM CafTAM PACIIO-
3HABAHUA 3HJIOHYKIEA3 (pecTpuKras). Uurepec
UCCIIEA0BATENEN BBI3BIBAIOT JIOKATM30BAHHBIA B
sk3one 2 FokI (rs10735810) u pacnonoxeHHbie
Mexay 8-M 1 9-M 3x30Hamu Bsml (rs1544410),

Apal (rs7975232) u Taqal (rs7312306); Haubomnee
IEPCIEKTUBHBl B KIMHUKO-JUATHOCTHYECKOM
orHomenuu Bsml u FokI [34].

B xoze HopManbHOTO OHTOreHe3a red VDR
BIUAET HA OOILIEE COAEPKAHUE KOCTHOM TKAHU
B OpraHM3ME U OOYCJIOBJIEHHYIO PA3BUTHEM
cKenera jumHy Ttena [5, 23, 24, 28, 31]. Ilo-
CKOJIBKY T'€H JIETEPMUHUPYET A0COPOIUIO KaJlb-
M 1 MAHEPAJIBHYIO IUIOTHOCTb KOCTH [12, 15,
20, 33], BHUMAHUE UCCIEN0BATENEN OOPATUIOCH
K BBIACHCHUIO €0 CBA3EM C IATOJIIOTUE KOCT-
HOM TKaHU. [TOATBEPKAEH BKIAZ NOMUMOP(HU3-
ma VDR B passutrie ocreornoposa [3, 6, 7, 17,
21, 36] u ocreoaptpuTos [14, 19).

K HacrodimemMy BpeMEHN YCTAHOBJIEHO, 4TO
D-BUTaMUHHBIE PACCTPONCTBA BEAYT K TOPA3J0
fonee MUPOKOMY CHIEKTPY OTKIOHEHHUH, 4YeM
IPEACTaBIIOCh  paHee [9].  MonekynapHo-
TEHETUYECKUE WCCIEIOBAHUA TIOKA3AIH, YTO
red VDR daBngerca ogHUM U3 JIETEPMUHAHTOB
VMMYHHO! 3aIUTHL [§], 4 €ro MnoamMoppusM
ACCOLMUPOBAH C PUCKOM PA3BUTHA NAPOJOH-
ata [1, 29], TyOepkyneza [27], pasnUYHBIX
(hOpM OHKOJIOTMYECKUX 3400J€BaHui [22, 25,
32]. PagoM paboT NOATBEPKAEHA POJb IIOJHU-
mMopdusma VDR B matoreHese aprepuanbHON
runepronnd [11, 30] 1 METAGOMMIECKOTO CUH-
apoma [16, 26]. CooBIIaeTCst O CBI3H AJLIE/b-
HBIX BAPUAHTOB VDR € pACCEAHHBIM CKIEPO3OM
[2], 60nesubio IlapxkuncoHa [13] U cupuHIo-
muenuent [4].

Cerogusa MeTOAB TEHETUYECKOTO AHAIM3A
YK€ He BOCTIPMHUMAIOTCA BPAYAMH KaK «T€XHONO-
TAYECKAS IK30THK>. MOKHO OKMIATh, YTO TUITH-
posanue nommopdusma VDR B Grmpkarime 1o-
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Jibl CTaHET OfJHON U3 PACTIPOCTPAHEHHBIX JIMATHO-
CTMYECKHX TIpoLeAyp. CHTyaLys, OHAKO, OCTIOK-
HACTCA TEM, YTO 3KCIPECCHA ITOTO IE€HA MOKET
ObITb OOYCTIOB/IEHA PACOBBIMY, 3THUYECKUMU U
aHTPONO3KONOTNYECKUMH (paktopamu [5, 17, 34,
36, 37). YuTBIBAS 3TO, CIIEAYET OOPATUTH BHIMA-
HUE HA HAKOIVIEHHE U CUCTEMATU3ALMIO IAHHBIX O
TEHETUYECKUX JIETEPMUHAHTAX 4yBCTBUTEIBHOCTH
TKAHEN K KATbLM(DEPONY Y HACETEHNS PASTMYHBIX
PETMOHOB ¥ STHUYECKUX IPYIIL DTa 337d4a AKIy-
AIbHA Y1 pernoHOB Bonro-Kampa u [puypaiss,
B KOTOPBIX, NOMUMO YUCJIEHHO MPEOOIaAIOMIIX
PYCCKUX, 3HAYMTEIIBHYIO YACTh HACEIEHUA COCTAB-
JAIOT BOCTOYHO-(PUHCKME HAPOZBL, OTHOCAIIMECH
KIDyIIE TEPMCKUX (DUHHOB: KOMH, KOMH-
NIEPMAKU Y YIMYPTBL

Lenv Hacmosaue2o uccredosamus — oue-
HUTb 9ACTOTHI OMUMOP(U3MOB I'€HA PELIENTO-
pa suramuna D (VDR) y 3THUYECKUX PYCCKUX U
B PA3MMYHBIX IPYIIAX HAceleHusa Bomro-
Kamckoro perunona u IIpuypasbs.

MATEPHAJIBI 1 METO/IbI
HCCIEJOBAHHUA

Hcnonp3oBana Komnekuus o6pasuos IHK
ITHUYECKUX PYCCKUX (YPOKEHIIBI €BPOIEHCKON
gacth P®) m BOCTOYHBIX (PUHHOB (KOMH-
IIEPMAKOB, KOMU U YAMYPTOB), CJIyYalHBIM 00-
pa3oM OTOOPAHHBIX CPEAY HEPOJCTBEHHBIX
WH/IBU/IOB, TIPOXUBAIOIMMX HA TEPPUTOPUAX
[lepmckoro xpad u pecryonuk Komu n Yamyp-
THS. DTHUYECKAS TPUHA/VIEKHOCTb YCTAHABIY-
BAJIACH 10 HAMOHAJIBHOCTU POJUTENIEH WH/U-
Br/1a. OO6IEe YNCTIO BKIIOYEHHBIX B UCCIIEN0BA-
Hue — 443 4eoBeKa.

C60p 06pa3LOB OCYIECTBIANCA B XOJE
IUTAHOBBIX ~ MEIMIMHCKUX  O0OCTIE€JOBAHMI.
YYaCTHUKM J21M MHPOPMUPOBAHHOE COIJIA-
CH€ Ha WCIOJIb30BAHUE MATEPUAIOB B HAYY-
HBIX LIEJIAX.
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Boigenenve JJHK w3 cOoOpaHHBIX HA
(PUIBTPOBAIBHYIO OyMary 0O0pasLoB LENbHON
KPOBU  OCYIIECTB/UIA  METOAOM  (PEHONBHO-
XJIOPO()OPMHON 3KCTPAKIMK C MOMOIMIBIO Ha-
6opos QIAamp DNA Blood Mini Kit (QIAGEN).
[TIP-ammmduranmo aweneit reda VDR Bsml
(T/C) n FokI (T/C) npoBoanIn COIMACHO Omyo6-
JIMKOBAHHBIM IIPOTOKONIAM  [27]. PparMeHTh
TIIOABEPrany neKTpodopesy B 10%-HOM MOHU-
AKPWIAMUJHOM T€JI€; BU3YATU3ALMIO TIPOBOU-
JIU TIPY YIBTPAPUONETOBOM OCBEIEHNY C IPU-
menenneM cucrem KODAK Gel Logic 200
Imaging System u KODAK 1D Image Analysis
Software. MOJEKYIAPHO-TEHETUYECKUN aHAIN3
OCYIIECTBIEH HA 043¢ KOMMEPUECKOH JMarHO-
CTHYECKO JTAOOPATOPHHL.

[Ipu orcyrcrBum caitra pecTpukuuy Bsml
B 000MX AJIENAX TEHOTUII 0003HAYANIN KaK BB,
IIPY HATMYUK CafTa PECTPUKIIUK B OOOMX aJl-
nenax — bb, y rereposuror — Bb. [l FokI Ba-
puantel T/C panee aHATOTMYHBIM  OOPA3OM
00603Ha4€eHbI KaK F/f.

[unore3a O NPUHAWICKHOCTH BBIOOPOK
K O/JHOM T€HEPAILHON COBOKYIHOCTH (T.€. OT-
CYTCTBUM PA3IMYMIl B PACIPEAETEHUU YaCTOT
TEHOTUIIOB MEKIY BBIOOPKAMM) IIPOBEPAIACH
Tpy oMo Kputepus x* [TupcoHa.

PE3YJIBTATBI U UX OBCYKIEHUE

Yacrote! reHotunos VDR no FokI u Bsml
B HAIIMX BBIOOPKAX MPHBEACHBI B TAOML 1.
B IOCTYIHBIX HMCTOYHMKAX MBI HE HALLIN
JAHHBIX O pacrnpepeneHun  4actor VDR
B BOCTOYHO-(PMHCKUX MOMNYIALMAX, OITOMY
€AMHCTBEHHBIM IIyTEM /I AHAIN3a OCTACTCA
CP4BHEHME HAIMMX BBIOOPOK MEXAY COOOM.
B Tabi. 2 npeacTaBieHsl YPOBHU 3HAYUMOCTH
TNIPEATIONOKEHNA 00 OTCYTCTBUU PA3NTUYMIL
B YACTOTAX TCHOTHUIIOB B I1APAX CPaBHUBAE-
MBIX BBIOOPOK KOMH, KOMHU-IIEPMAKOB Y Y[-
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MypTOB. [l0  pacrpenencHuio  IeHOTUIIOB
VDR FokI u Bsml 3111 BHIGOpKM 3HAYUMO HE
PA3MMYAIOTCA: BO BCEX CIy4adX HYJIEBASA T'd-

N0Te3a He OTBepraercs. TakuM 00pa3oM, UX
MOXHO OOBEJUHUTH B YCIOBHYIO «BOCTOYHO-

(PUHCKYIO» TPYIIILY.

Tabnuma 1
Yacrorsel reHOTUNIOB VDR mo FokI u Bsml
B BBIOOPKAaX BOCTOYHO-(PHHCKOTO H PYCCKOTO HACETCHHS
rumaeckas rpymma FokI (rs10735810 Bsml (rs1544410
leHorun N % lenorun N %

FF 49 258 BB 19 204

Komu Ff 101 53,2 Bb 30 32,3
f 40 210 bb 44 473

FF 14 19,7 BB 6 18,2

Komu-epmaxu Ff 39 549 Bb 15 455
ff 18 254 bb 12 364

FF 24 279 BB 5 104

VIMypTBI Ff 50 58,1 Bb 19 39,6
ff 12 114 bb 24 50,0

FF 28 29,2 BB 7 73

Pycckue Ff 55 57,3 Bb 40 41,7
ff 13 135 bb 49 51,0

— FF 18 30,0 BB 7 117
1. MOCKBbI" Ff 26 433 Bb 25 417
' f 16 26,7 bb 28 46,7

[IpuMeueHHUe:* JAaHHBIC B3ATHl U3 UCTOYHUKA [10].
Tabnuma 2

CpasHeHue yacror reHoTunos VDR mo FokI u Bsml
B BBIOOPKaX BOCTOYHBIX (JHHHOB

3HAYUMOCTb PA3NAYMIL [0 YACTOTAM TeHOTUIIOB (Kputepuil ¥ [TMpcoHa)
DTHUYECKAA TPYIIA FokI (rs10735810) Bsml (r51544410)
KOMU-IICPMSAKH VAMYPTHI KOMU-TICPMAKK YAMYPThI
Komu 0,53541 037671 0,38546 0,30100
KoMu-niepmsxu - 0,15012 - 0,39711

Pactipepenenne renorunos VDR y o6cne-
JIOBAHHBIX HAMH 3THUYECKUX PYCCKUX €BPOIIE-
CKOM 4acty Poccuy Mbl CPABHIIN C XapaKTEPHU-
CTHKAMH BBIOOPKH «3[JOPOBBIX> KEHIIMH I. Mo-
ckBbl 10 Marepuanam AH. Taruesont u ap. [10]
(OIYOIMKOBAHHBIE B YKA3AHHOI PA00TE YaCTOThI
TEHOTUIOB TIpuBeieHbl B Ta0n 1). CormacHo
Kputepuio y° [TMPCOHa, MO PACIPE/IE/ICHUIO Te-
HOTUIIOB Bsml pasnmuyud He3HAUMMbl (D
= (,62792), Ho 110 reHoTuam Fokl p = 0,09001.
[TOCKOMBbKY IpY NPUHATUN PEIIEHN 00 OJHO-

POIZHOCTH BBIOOPKU BBIOMPAETCA  JIECATUIIPO-
IIEHTHBIN YPOBEHb JOCTOBEPHOCTH, CIEAYET 3a-
KIIOUUTb, Y4TO ITHUYECKUE PYCCKUE 3HAYUMO
OTJIMYAIOTCA OT BBIOOPKH, (POPMUPOBABIIEHCA
6€3 y4€Ta THUYECKOH IPUHA/PIEKHOCTH.

3HAYMMO OTJIMYAETCA BBIOOPKA 3THHYE-
CKUX PYCCKUX (1 = 96) ¥ OT OOBEIMHEHHOM
«BOCTOYHO-(PUHCKOW> (17 = 347) MO 4acToTaM
TEHOTUIIOB BSml: HyzneBas runores3a OTBepraer-
cs Ha yposHe 10 % (p = 0,0856). Pasmuug no
FokI ue 3Haunmsl (p = 0,31068).
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CyMMUpYs U3JIOKEHHOE, MOKHO 3aKIIIO-
YUTh, YTO OT BBIOOPKU U3 MOCKOBCKO IIOITYJLA-
1M, COOPMUPOBAHHON O€3 YYETA ITHUYECKOM
NPUHAVIEKHOCTH  MHJMBUJIOB,  3THUYECKUE
PYCCKME OTIMYAIOTCA PACIPEIENEHAEM T€HO-
o VDR Fokl, Ho ne Bsml. Beibopku u3 an-
TPOIOJIOTUYECKU  POAICTBEHHBIX JPYT  APYTY
BOCTOYHO-(DUHCKUX ~TPYII, OOC/IEJOBAHHBIX
B PEIMOHAX MX UCTOPUYECKOTO IPOKUBAHMA,
CXOJIHBI MEXy COO0M MO PACHPESENEHHIO Te-
HoTunoB VDR FokI u Bsml. [Tpu 3T0M 4acToTHI
VKA3aHHBIX I'€HOTUIIOB Yy BOCTOYHBIX (DMHHOB
OTINYAIOTCA OT OOHAPYKEHHBIX B PYCCKOM BBI-
OOpKe.

TakuM 00pa3oM, MONYYECHHBIE JIAHHBIE
CBU/IETENBCTBYIOT O MONY/IALMOHHON HEOJHO-
POIHOCTH  PACHPEAENEHUA YaCTOT — AJUIENeH
1 reHoTUIOB VDR B pasinyHbIX IPyIIIax HACE-
JIEHUs €BPOIIEMCKON vactu Poccuu, KoTOpas
MOXET OBbITb OOYCJIOBIEHA KAK ITHUYECKUMU
[17, 34, 30, 37], TaK 1 aHTPONOIKONOTUIECKIMH
[5] dbakropamu.

BEIBOABI

BriepBble mosmy4eHHbIE JAHHBIC O YaCTOTAX
ameneit reHa VDR B BBIOOPKAX 3THUYECKUX
PYCCKUX €BPOIENCKON yactu PO, komu, Komu-
IEPMAKOB U YAMYPTOB MOATBEPAKAAIOT TIPE/IIO-
JIOKEHUE O CIELU(UKE PACIPEAENECHNS TE€HO-
tunoB VDR FokI u Bsml B pasnmuHbIx 9THHUYE-
CKHX I'PYIIIAX.

[TockombKy D-BUTaMUH-3HOKPUHHbII
KOMIUIEKC U reH perenropa sutamuna D (VDR)
UIPAIOT BAKHYIO POJIb B (POPMUPOBAHUY U Pa3-
BUTUY KOCTHOM TKAHM U B IIATOICHE3E IMPOKO-
IO Kpyra 3a001€BAHUY, /I COBEPIIEHCTBOBA-
HUA MEJUKO-TEHETMYECKON JAUATHOCTUKU BAXK-
HO Jd/IbHENIIEE HAKOIUIEHUE MH(OPMALMU O
pacipegenenuy yacror VDR B momymanuax
Poccun.
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