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leHo¢hoHO pycckozo Hacenenus Cubupu
Nno OaHHLIM 0 2aNJIOMUNAx 2eHO08 MPAHCKPUNYUOHHbIX hakmopos VDR u NF-kB1

JNaBpawunHa M.B., TxopeHko B.A., Meiiep A.B., UmekuHa [1.0.

OrbOY BO KemepoBCKMI rocyfapCTBEHHbIN MeJULIMHCKNIA yHuBepcuTeT MuHsgpasa Poccun
650056 r. KemepoBo, yn. Bopowwnnosa, 4. 20a

Bblcokuin nccnefosatenbckuii MHTepec K nonumopdusmy reHos VDR n NFKB o6ycnoBnieH ero cnoco6HoCTbio MOANPULMPOBaTb
BHYTPUK/IETOUHDBI CUTHASIMHT, ONpeAenATb afanTVBHbIN NOTeHLMan NonynALnUiA 1 BIMATb Ha CTPYKTYpY 3aboneBaeMoCTy HaceneHus.
O6cy»kpatoTca AaHHbIe nccnefoBaHNA B BbIbopke pycckoro HaceneHna Cnbvpu yacTtoT rannoTunos reHos VDR n NFKBT no naHenu 13
SNP. OHK, BbigeneHHas 13 06pa3LoB KpoBu (n=96), reHoTunpoBaHa metoaom MLP B pexxume peanbHoro BpeMeHu. PeynbsTaTtom cTano
BbliBNIeHNe 21 rannoTnnmnyeckoro BapmaHTa B reHe VDR 1 33 - B reHe NFKB1. YcTaHOBNEHbI YacTOTa M CMEKTP MaXKOPHbIX ranjoTunos,
perncTpupyoLwwmnxca ¢ Yactotorn 6onee 20%, a Tak»Ke PacnpoCTPaHEHHbIX BapUaHTOB, BCTpevatoLmxca B reHodpoHae pycckux Cnbmpu
¢ yactoTol 6onee 5% n 6onee 1%. MNonyyeHHble AaHHble XapakTepusyoT reHoGOoHA pycckoro HaceneHmsa Cnbrpu 1 MoryT 6bITb
NCMOJIb30BaHbl Kak OCHOBA A/1A NOCNeAyoLWNX NCCIe[0BaHNI.
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High research interest in the polymorphism of the VDR and NFKB genes is due to its ability to modify intracellular signaling, determine
the adaptive potential of populations and affect the structure of population morbidity. The data of a study in a sample of the Russian
population of Siberia of the frequencies of haplotypes of the VDR and NFKBT genes for a panel of 13 SNPs are discussed. DNA isolated
from blood samples (n = 96) was genotyped by real-time PCR. The result was the identification of 21 haplotype variants in the VDR and
33 in the NFKB1. The frequency and spectrum of major haplotypes recorded with a frequency of more than 20%, as well as common
variants found in the gene pool of Russians in Siberia with a frequency of more than 5% and more than 1% were established. The data
obtained characterize the gene pool of the Russian population of Siberia and can be used as a basis for subsequent studies.
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BeBepgeHune

HYTPUKJIETOUHbBIE TTyTH, KOHTPOJUPYEMbIe TPAHC-
kpunuuoHHbiMU pakTopamMu VDR u NF-kB, 3a-
IyCKAaIOT KacKajabl peaklunii, ooecreyrnBamome

3¢bGEeKTUBHOCTh UMMYHHOI'O OTBETa Ha 9K30Te€HHBIE 1

9HAOreHHble aHTUreHsbl [1,2]. DhdekThl curHaauHra

VDR u NF-kB 3auactyio pasHoHamnpaBieHbl. Pe3ynbTa-

ToM akTuBanuu NF-kB saBasercs ctuMmynsuus Bocna-

JIEHUs 3a CYeT YCHJICHUsI OMOCUHTEe3a IPOBOCIATUTEb-
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Puc. 1. YacToTbl rannotunos (B gonsx) reHa VDR B BbIOOpKe pyccKo-
ro HaceneHus Cnbrpu. Mpumeyanue. MNMocneposatenbHocTb SNP:
rs1544410, rs7968585, rs731236, 152228570, rs3847987, rs7975232.

Fig. 1. Haplotype frequencies (proportions) of the VDR gene in the
sample of the Russian population of Siberia. Note. SNP sequence:
rs1544410, rs7968585, rs731236, rs2228570, rs3847987, rs7975232
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Puc. 2. YacToTbl rannotunos (B gonsax) reHa NFKBT B BbibopKe pyc-
ckoro HaceneHua Cnbupu. MpumeuaHne. MNocnefoBaTenbHOCTb
SNP: rs4648050, rs4648051, rs4648055, rs4648058, rs4648068,
rs1609993, rs28362491.

Fig. 2. Haplotype frequencies (proportions) of the NFKBT gene in
a sample of the Russian population of Siberia. Note. SNP sequence:
rs4648050, rs4648051, rs4648055, rs4648058, rs4648068,
rs1609993, rs28362491.
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HbIX (pakTopoB — TNF-a, IFN-vy, IL-6, IL-8 u apyrux
[3]. JIuranoupoBauHbiii VDR, HanpoTuB, cMeInaer mpo-
BOCHAJIMTEbHBIC peaKIIN B CTOPOHY ITPOTUBOBOCIIA-
JIMTEJILHOTO COCTOSIHUS, CHUXasl aKcnpeccuto PRR pe-
nernTopoB (TLR2, TLR4), mpoBocnaanTeIbHBIX LIUTO-
KWHOB U ycunmBasa ouocunaTe3 1L-4, IL-5, IL-10 [4,5].
Takum o6pa3oM, B 1IEJIOM aKTUBAIIUSI CUTHAILHOTO ITy-
™ VDR ob6ecnieunBaet capur ot Thl u Th17 B cTopoHy
Th2 u, uagyuupys Treg-KJIeTKI, OTpaHUYMBACT BOCTIA-
JITeJIbHbIE peakuuu [5].

IMonumopdusm reHoB VDR u NFKB criocobeH Mo-
INGUIMPOBATh BHYTPUKICTOUYHBIM CUTHAJIMHT, OIpe-
neJisisl ananTUBHbBIA MOTEHIMA TTOMYJSILUN, BAUsIS Ha
pacIpoCTPaHEHHOCTh M XapaKTep TeUCHMS 3a00IeBaHUIA.
B Hacrosee BpeMst ocoboe BHUMAaHNE YACISICTCS U3Y-
YEHUIO YaCTOTHI U criekTpa codetanuit SNP (rammoru-
TOB) B CTPYKType TeHa, TaK KaK JaHHBII TTOAXOM SIBJIsI-
ercs 6osee 3¢ GeKTUBHBIM UHCTPYMEHTOM, YIUTHIBAO-
IIMM COBOKYITHOCTB BapuaHToB SNP B cocTaBe maHeei,
copMUPOBAHHBIX C YUETOM MCCIIEIOBATEIBCKOM 3aIa4n.

Ileap uccaenoBanus: aHaIU3 B cocTaBe maHeau SNP
B BBIOOPKE pycckoro HacejeHus CHUOUpPH 9acTOT Taruio-
TAIIOB TeHOB VDR n NFKB1, TOTeHIMAJTbHO CIIOCOOHBIX
MoIu@UIMPOBaTh OaJaHC MPO- U MPOTUBOBOCIIAIUTENb-
HBIX PEaKLINA.

Metoabi

Marepuanom ais uccienoBanus nociayxuna JHK,
BBbLIEJCHHAsI U3 00pa3l0B KPOBU, MOJTYYEHHBIX OT BO-
JIOHTePOB — pyccKkux xwurenei r. KemepoBo (n=96).
HccnenoBanue mpoBOAMIOCH Ha YCIOBUSIX 10OPOBOJIb-
HOCTH, COTJIACHO 3TUYECKMM ITPUHIIUIIAM, U3JIOXKEH-
HBIM B XeJIbCUHKCKOI Aekaapauuu BMA, mon KoHTpo-
JIeM KOMUTETA 10 3TUKE M TOKa3aTeIbHOCTU MEIUIINH-
cKUX HaydyHbIX uccienoBanuit ®I'bOY BO KemI'MY
MunsnpaBa Poccuu. K yyactuio B ucciienoBaHUM MPU-
[J1allajich COBEPIICHHOJETHUE MYXXUMHBI U KEHIH -
HbI. DTHUYECKasi IPMHAIJIEKHOCTh yCTaHABIMBAIaCh
10 CaMOOIIPeAeIeHUIO U COCTaBJICHHBIM Ha KaXJI0Tro
00CJIeIOBAHHOIO TeHeaJorn4eckKuM aHketaM. [ eHOTH-
nupoBaHue 00pa3uoB ocyuiecTBieHo metonom [T1IP
B peXXuMe peajbHoro BpeMeHu (amrndpukatop Applied
Biosystems QuantStudio 5; kommepueckue Habopsl OO0
«AHK-Cunres»). [lepBruuHble pe3yJbTaThl TOJBEPTHY-
ThI CTAHJAPTHOM MpoLeNype aHAIN3a C UCITOJIb30BAHU-
eM pecypcoB nporpamm Statictica u SNPStats.
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PesynbraTtbl

B nanesn BkimodeHo 13 SNP, B Tom unciie 6 B rene VDR
(rs1544410, rs7968585, rs731236, rs2228570, rs3847987,
rs7975232) u 7 B reHe NFKBI (rs4648050, rs4648051,
154648055, rs4648058, rs4648068, rs1609993, rs28362491).
K ocHOBHBIM KpuTepusM BKiaoueHUs B SNP-naHenb oT-
Hocwiuch: (1) yacToTa B OMYJISILIUM MUHOPHOTO aJljie-
1 (MAF) — ne menee 10%; (2) autepaTypHble TaHHBIC
00 accolmalus ¢ 3a00JIeBaHUSIMU BOCITAJIUTEJIbHOTO Te-
He3a; (3) 1okanu3auusi B IPOMOTOPHOI 00JIaCTH, a TaKXKe
B 30He npoueccunra p105/p50 mist rena NFKBI.

Pe3yabraToM NpoOBEeIeHHOIO MCCIeI0BaHUs CTalo
BbIsIBJIeHUE 21 ramjioTunuyeckoro BapuaHra B reve VDR
u 33 B reHe NFKBI. AHanu3 4acTOT MO3BOJIMJ YCTaHO-
BUTh Ma>KOPHbIE TAILJIOTUITBI XapaKTepHbIE IS TeHO(MOH-
na pyccknx Cubupu. Tak, ¢ yactoroii 6osee 25% B uc-
CJIeNOBaHHOI BBIOOPKE PYCCKMX ObUI BBISIBJICH TaIlJIOTUIT
VDR: CGAGCC. C yacroroii 60oiiee 5% perucTpupona-
JIOCh elle Tpu rartotuna (puc. 1), a c yacrotoii 6osee 1%
— 14 BapuaHTOB.

B rene NFKBI no uccienoaHHoi naneau SNP ma-
KopHbIM okazajcs ramiaotun TAGGACI. Ero yactoTta co-
craBuia 0koJ10 20%. Eiie Tpu rariorrna ¢hbUKCUpOBaIUCh
¢ yactoroii bosiee 5% (puc. 2) u 17 — 6oiee 1%.

ITonyueHHble JaHHbBIE (DOPMUPYIOT (HPaKTOJIOTUIYECKYIO
6a3y 3HaHUII O CTPYKTYpe TeHo(OoHIa pycCKOro Hacele-
Hust CUOMPU U MOTYT OBITh UCTIOIH30BaHbI KAK OCHOBA JJISI
MPOIOJIKEHUST U3YUEHUSI, a TAKXKE B KAYECTBE YaCTOT ITOITy-
JISIIIMOHHOTO KOHTPOJISI ITPY KOTOPTHBIX MUCCJIETOBAHUSIX.
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