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MPUMEHEHVE AYTOCOMHbIX AHK-MAPKEPOB
ANA ONMUCAHWA CTPYKTYPbI FEHO®OH/A NOMNYNALMA YENOBEKA

BaxxHoe gocTtonHcTBO AHK-MapkepoB - pa3Hoobpasue nx Tu-
NOB, KaXXAblA N3 KOTOPbIX 06/1a4aeT CBOMMM AOCTOMHCTBaMU, HeLo-
cTaTKamMy M 3HAYMMOCTbIO A5 NOMY/SSAUMOHHOW reHeTuku. AHK-
MapKepbl OTHOCUTENbHO MOMYNAALUMOHHBLIX WCCNeA0BaHNA MOXXHO
Knaccuuumposatb no-pasHomy. Mo nokanusaumm B reHome pas-
nnyaloT aytocomHble JHK-mapkepbl, MapKepbl Mo10BbIX XPOMOCOM

HA. PYIbIX (pacnonoxeHbl B Y- UM X-XpOMOCOME) 1M MapKepbl MUTOXOHAPU-
anbHoli JHK. Xapaktep BapnabenibHOCTU KaXKAOro 13 3TUX TMMOB
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BenropoAckmi rocyAapcT BeHHbIN pesynbTaT 3TWUX NPOLEccoB. B cTaThe NpeacTasneHbl aHHbIe 06 1c-

HauWoHaNIbHbIW UccnefoBaT eNbCKU
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TeH3MH-NpeBpawatowmnii hepmeHTta (ACE), XeMOKMHOBBLIV peLen-
Top (CCR5), aHAoTenvanbHas cuHTasa okucu asota (eNOS), nepe-
Hocuuk gothamuHa (DATL), nepeHocumk cepotoHuHa (hSERT), de-
HUNaNaHWHIMAPOKCMIasa

B nocnegHue rogbl Bce 60/blIee YMCNO MUccnegoBaTenen B 06,1acT NONYNALMOHHON reHeTu-
KM OTAalT NpeanoyTeHne MONEKYNAPHO-TeHETUYECKUM MapKkepaM. 3TO CBA3AaHO C TeM, YTO UHGOpP-
MaLnoHHOoe cofep>kaHue OHK 3HaunTenbHO Bbile 6e/1KOBOro, MOCKOJIbKY K/lacCM4yeckne mMapKepbl
OTpaXKalT He BeCb FeHOM, a NNLLb CTPYKTYPHbIe TeHbl (Kogupyouwime ydyactkm). Kpome toro, AHK-
MapKepbl onpegenstTca NyteM NpPsamMoro aHanmsa camon OHK, a He nyTem aHanm3a pes3ynbTaTos
hyHkunoHmnposaHua AHK (B cnydyae NCnosib30BaHUSA K/1aCCUYECKUX MapKepoB), a TEXHUKa Uccnepo-
BaHU mapkepoB AHK cBogMTCcAa NpakTMYeCcKU K O4HOMY MeToAy - MoAvMMepasHol LenHoM peakynu.
Ba>xHoe gocTtonHcTBO [ HK-MapkepoB - pasHoo6pa3sne ux TMNOB, KaXkAbli N3 KOTOPbIX 06nagaeT CBO-
UMW AOCTOMHCTBAMMW, HefoCTaTKaMmM M 3HAYMMOCTbIO A8 NONYASALNOHHONK reHeTnkun. AHK-mapkepsbl
OTHOCUTE/IbHO MONYASALMNOHHbIX UCCNEf0BaHUN MOXHO Knaccuguumposatb no-pa3Homy. Mo nokanu-
3alUMun B reHOMe pa3/inyalT ayTocoMHble JHK-MapKepbl, MapKepbl N0OI0BbLIX XPOMOCOM (pacnosioxe-
Hbl B Y- nam X-XpoMOCOMe) U MapKepbl MUTOXOHApWansHoi AHK.

Haun6onee yacto 415 OLEHKW FreHeTUYECKOWN CTPYKTYpbl MONYNSAUNIA YenoBeka MCNO/b3YHTCSH
cnepylolmne ayTocOMHble nonnMopdHbie JHK-mapkepbl: MHCEPLUOHO-AeNeLNOHHbIA NoNnMopdu3sm
reHa aHrMoTeH3nH-npespawatowero pepmerHta (ACE), AeneyNnOHHbIN NOAUMOPHU3M FeHa XeMOKMU-
HoBoro peuentopa CCR5, VNTR nonnmopdunamel MnHucatennuta D1S80, aHAOTeNNanbHOW CUHTa3bI
okucu asota (eNOS), nepeHocumka gopammHa (DATL), anonmnonpoTtenHa B (ApoB), nepeHocumnka
cepoToHunHa (hSERT), peHunanaHnHrugpokcunasbsl (VNTR-PAH) 1 HekoTopble apyrue.

MHCepuNOHHO-AeNeLMOHHbIA NONNMOP(PU3M FeHa aHTMOTEH3UH-NpeBpaLwaoLwero GepmMeH-
Ta. AHIMOTEeH3MH-nNpeBpawawmnini pepmeHT (AM®P) unm kapbokcmgmnentugunnentmgasa (Ko
3.4.15.1) - yMHKO3aBUCKUMaAa NenTugasa, Katananmsmpylow,as npespalteHe NPoropmMmoHa aHrMOTEH3NH-
I B aHrnoTeH3uH-11, a TakXke ruagponnsyeT n gpyrue n3nonornyeckn BaxkHole cybecTpatbl. MHcepum-
OHHO-AeNeLNOHHbIN NONNMOPMN3IM accounMpoBaH C YypoBHEM (hepMeHTa B KPOBM: Yy FTOMO3UIOT Mo
annento D ypoBeHb hepMeHTa B KPOBU NMOYTU B 2 pa3a Bbille, YeM Yy romMo3nrot no annento | [1]. N3-
BeCTHbl paboTbl 0 B3anmocBsA3n I/D-nonnmopdursma reHa AlM® c nwemunyeckon 60ne3Hblo cepgua
[2-4], ¢ acceHumanbHOW runepTeH3veit [5], NHhapKTOM MUoKapga, rmnepTpomen NeBoro Xeaynou-
Ka, KOPOHApPOCK/1EPO30M Y 60/bHbIX NHCY/IMHHE3aBUCUMbIM caxapHbIM gnabetom [6]. Mpu nsyyeHun
I/D nonnmopdumnsmMa B pas/IMYHbIX peruoHax mMupa 6bl10 BbIIBNEHO, YTO OH 06/1ajaeT pacoBo-
AnarHocTmyeckumu ceolicteamu [4, 7, 8]. Y KOpeHHOro HaceneHus AGQpUKN vactoTa gefnewmm cono-
CTaBMMa C 4acToTOW B 3anafgHo-eBpasmincKMxX NONyAsaUnSax N AaKe MOXeT MpeBbllaTb ee 3HaYeHMe.
Cpean MOHTFO/IONAHOMO HacesleHUsA 3Ha4YMTeNbHO NpeobnagaetT MHCepPUUOHHbIW annens (1) [4, 8-10].
Oc06eHHO BbICOKast KOHLUEHTpauma nHcepumnm HabnoaaerTca cpegm KOPeHHOro Hace/leHMs HeKOTOPbIX
AKYTCKUX nonynaunii (0,77) n B AnoHun (0,73) [7, 11]. Hapogbl Bonro-Ypanbckoro permoHa no 4a-
cToTam annesieii U reHOTUMOB 3aHMMaKT NPOMEXXYTOUHOE MOJIOXKEHNE MEXAY SAPKO BblPaXXEHHbIMU
npegcTaBuTeNnsiMn 3anafHo-eBpasniickor pacbl (PYyCCKMe) M TUNMUYHbIMUW MpeacTaBUTENAMM BOCTOY-
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HO-eBpa3unickon pacbl (kuTanubl) [12]. YpoBeHb haKTUYECKOW reTepo3nroTHOCTM B nonynaumsax Bon-
ro-YpanbCKoro permoHa coctaBun B cpefHeM 0,43, UTO AB/IAETCA [OBOJIbHO BbICOKVMM MOKa3aTesiem,
yunTbiBass TO, UTO ANA AMan/eslbHbIX NOKYCOB MaKCMMasbHblIA YPOBEHb FeTepOo3NrOTHOCTU paBeH
0,50 [12]. Mo gaHHbIM ConoBbeBOW 1 coaBT. [13], y BOCTOUHOC/IABAHCKUX HAPOAO0B YacToTa BCTPeYaemMocTu
Alu - MHCepuUM cOCTaBNAET y YKpauHLEB B cpegHeM 0,48, ay 6e/10pycoB HECKO/IbKO HKe - 0,46.

Y pycckux I/D nonumoppusm reHa ACE n3yyeH Bo MHormx nonynauuax: bawknpusa [16] n
CeBepo-3anagHbiii pernoH [3], r. Mocksa [2], r. TomcK. B cpeHeM cpean pyccKOro HaceneHus, npo-
YXMBaKLLero B UCTOPUYECKM UCKOHHOM apearse, yactota Alu - nHcepummn coctaBnsaet 0,46.

JeneunoHHbI nonumopdusm reHa peuentopa xemoknHoB CCR5 (CCR5del 32). Peuentop
XeMOKMHOB CCR5 ABnseTcA TakXe KopeuenTopoM A1 MakKpogaroTponHbIX WTaMMOB BUpyca UMMY-
HopedumumMTa Yenoseka BNUY-1, T.e. xeMOKNHOBbI peuentop CCR5 ncnonb3yeTtcs gaHHbIM TUMOM BU-
pyca Ans NpPpOHUKHOBEHUSA B KeTkU. B 1996 rogy B reHe obHapy>eHa geneuyunsa 32 n.H. (CCA5432) B
CerMeHTe, KOTOPbIV KOAMPYeT BTOPYK 3KCTpauenniaapHyto netnto peuentopa CCR5. MlaHHasa gene-
uMs, N0O-BUANMOMY, NPENATCTBYeT B3aUMOelicTBUIO peL,enTopa ¢ BUPYCOM U TEM CaMbiM onpegenser
YCTOMYMBOCTb K MHGekunun BNY-1. B aToM cnyyae y n1uLy, roMO3UTOTHBLIX N0 gaHHOW aeneuynmn, 6710-
KMpyeTcsa npoLecc NPpoOHNKHOBeHUA BY-1 Bupyca B KNETKN-MULLEHWN, N BEPOATHOCTb Pa3BUTUA Y HUX
CMWN[a pe3ko cHWXXeHa. Y retepo3umroT no geneyun (reHotmn CCR5/CCR5[32) MH(EKUNOHHbIN
npouecc npoTtekaet MefneHHee, YTO NPUBOAUT K 3amMefIeHHOMY MO CPaBHEHUIO C TOMO3UTOoTaMn no
«ankomy» annento reHa CCR5 pa3BuTuo KNMHMYeCKO KapTuHbl CMNJa.

BcTpeyaemMocTb anfefibHbIX BapuaHTOB MapkKepa CYLW,eCTBEHHO pa3nMyaeTcsa B MONyNALUAX
pa3Hbix pac. CornacHo gaHHbIM Libert n coaBT., B eBpONENCKNX NONYAALNAX CPefHAA YacToTa MmyTa-
uuu coctaBmaia 0,09, ¢ BapmnabesnbHOCTbIO OT 0,018 (6acku, PpaHyuun) Ao 0,158 (PUHHbLI, XeTbCUHKMN).
Y HapopoB EBponbl, No gaHHbIM Martinson et al., cpegHaa 4dactoTa annena TeK5432 coctasnser
0,07, TOrga Kak y KOpeHHOro HacesneHus AQPUKN 1 B 60/1bLUMHCTBE NONYAALNA KOHTUHEHTaNIbHOWM
A3Un fJaHHbIA annenb BbiABAEH He Obl/, a B OTAENbHbIX NONYAALUAX €ero yactoTa He npesbiwwiana 5%.
Cpean KOpeHHOro HaceneHus ANOHUW JaHHaA MyTaLUsA, KaK N Y KOPEHHOro HacefeHNsa KOHTUHEH-
TanbHOW A3un, He ob6Hapy>XeHa [14]. CnegoBaTeNlbHO, MOXKHO cAenaTb 3aK/l0UYeHNe, YTO AaHHbIA No-
numMmopgusm obnagaeT pacoBo-ANArHOCTUYECKUM CBOCTBOM.

Balanovsky et al., [14]. 06begnHnB faHHble paboT [15], co cBOMMM McCNefoBaHUAMM MO NoNy-
NAUMAM PYCCKMX U ApyrMM nonynaumam BoctouHoi EBponbl npoBenn kaptorpaduyeckoe Mogenu-
poBaHue pacnpocTpaHeHnsa mytayuum CCA5032 B EBpa3snun (KapTa NnocTpoeHa no AaHHbIM 0 185 nony-
naumax). bbino yctaHOBNEHO, YTO 418 AaHHOI0 MapKepa yactoTa MakcumasbHa Ha nobepexbax be-
noro n banTniickoro mopei 1 NaaBHO CHMXaeTCcA BO BCEX HAMpaBMeHUAX OT 3TOW 30HbI - K OTYy U C
3anaja Ha BOCTOK. ABTOPbI MPeANnoaOXKWUIN, YTO 3TO 0BYCNOB/IEHO HECKO/IbKUMMU MPUYMHaMu, BO-
nepBbIX, 4aHHaa MyTaumsa Morfaa BO3HMKHYTb MMEHHO B 3TOI rpynne nonynsaunii (apean ceBepHOW
€BPONeNCcKON Manoi pacbl), 3aKPeNnUTbLCA M MOCTENEHHO PacnpocTPaHMTbLCSA B COCegHUEe PernoHbl. Bo-
BTOPbIX, AeNeynoHHbIl annens CCA5032 moxkeT 06yc/ioBAMBaTb YCTOMYMBOCTb NOAENA U K APYTUM
VHMEKLNAM, areHTbl KOTOPbIX MCMOb3YIOT 3TOT PELEnTop AN NMPOHUKHOBEHUSA B K/TETKU-MULLEHW.

B nonynauunax CpegHen A3nn (Kasaxu, y3b6eku, yurypol, TyBUHLbI) 4YacTtoTa annens CCA5432
Konebnetca B npegenax ot 0,030-0,085 [16]. Cpean HapofoB 3akaBKasbsa faHHas MyTauusa BCTpeya-
nacb B AsepbaiigkaHe ¢ yacToTon 0,050 n He o6Hapy>eHa B 'pysun [16]. KopwyHoBoi u coas. [17]
yCTaHOB/IEHO, 4TO B nonynaumax CesepHoro Kaskasa (kKapayaeBlbl, KyMbiKW, KybaHCKMe Horaliubl,
KapaHoraiubl, agbirn) yactota myTtaumm CCR5del32 BcTpeuaeTcs B cpefHeM c YacToToli 0,057.

Cpegn nonynsiynini BOCTOYHbLIX CnaBsAH YactoTa annend CCR5/[32 y ykpauHLEB cocTaBunia
0,122 [12, 13], ay 6enopycos 0,099 [13, 18].

[JaHHaa myTaumsa XopoLwo M3yyeHa cpean pPycCKUX Nonynsunii, NpoXXmBawLWmMx B UICKOHHOM
apeane. MakcumanbHasa yactoTa annena CCR5/[32, paBHas 0,185, Habnwpganacb y xuTtenem ApxaH-
renbckoii obnactu (KpacHo6opckon u JleHcKoW p-Hbl) [19]. MUHMManbHas 4acToTbl MyTaHTHOIO an-
nensa CCA5432 BrbisiBneHa B Bonoroackoin (0,054) n MckoBckoii obnactax (OctpoBckuin p-H) (0,048)
TaK Ha3blBaeMas «CMOJIEHCKO-MCKOBCKO-BO/IOrocKasa» aHomManusa - 30Ha HU3KUX 4acToT, Pacrnosio-
YKMBLUAACA PAAOM C 30HOW MakcumasabHbIX YacToT [19].

Monumophunsm MuHMcaTennTa B reHe 3HA0Te/IMANbHOM cUHTa3bl okncy aszota (eNOS). KoH-
CTUTYTUBHAsA 3HAOTeNNa/IbHaA CUHTa3a OKMCKU a30Ta OTHOCUTCA K AernjporeHasam U Kataamsnpyert B
KneTKax 3HA0TeNMA KPOBEHOCHbIX COCY[0B peakuuto obpaszoBaHusa okmcy asota (NO). UpesmepHas
nnu HegoctatoyHasa npoaykuma NO MoxeT 6bITb NPUYMHON MHOTUX 3a6oneBaHunii. Pe3ynbTaTtbl Leno-
ro psga uccnegoBaHui cBUAETENLCTBYHOT 06 accoymaumm reHotuna A/A VNTR-nokyca reHa eNOS ¢
aTepoCcK/1epo30M KOPOHapHbIX apTepuii, nweMn4yeckon 60ne3Hbi0 cepgua [20], ocTPbIM MHpapKTOM
MWoOKapjga, BEeHO3HbIM TPOM6B030M M MOPa>KeHMEM COCYL0B MO3ra, rmnepTpodureli NeBOro >enygoyka
y 60/1bHbIX 3CCEHLNANbHOW rnnepTeH3unen [21].

Mo fgaHHbIM NNTepaTypbl, B BbIGOPKe N3 a)po-aMepUKaHCKOro HaceneHus nageHTnguumposa-
HO NATb anneneii 4aHHOrO /I0OKyca C YMCAOM MOBTOPOB OT 2 A0 6. Cpean HUX pacnpegenieHne 4acToT
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annenei TakoBO, UYTO CO CPaBHUTENIbHO 60/bLUEN YacTOTOW BcTpeyatoTcsa annenn ¢ 4 (0,16) n 5 (0,79)
noBTOpamMu, 3HA4YMUTENbHO pexe - annens ¢ 6 nostopamu (0,03), a yactoTbl annene ¢ 2 u 3 NoBTopa-
Mun He npesbiwatoT 0,01. B nonynAuunax pasHoi 3THUYECKON NPUHAANEXHOCTU (aBCTpanniickme eB-
poneonibl, aHrnMyaHe, ANOHUbI, KOpelLbl, TYPKN) BbiBAeHbl annenu ¢ 4 (annenb A) n 5 (annens B)
nosTopamu, Torga Kak annenn ¢ 2, 3 n 6 nostopamu He o6HapyXeHbl. HacTtoTa ansiens B B U3yUYeHHbIX
nonynsauuax Mmmpa 3Ha4MTeNbHO MpeBblaeT yacToTy annens A n konebnetcsa ot 0,8 go 0,91 [21].

Mo gaHHbIM NUTepaTypbl, cpean nonynsAunini CesepHoli EBpas3uun BcTpevawTca annienn c 4
(annenb A) n 5 (annenb B) noBtopamu. KopwyHoBo 1 coaB. [17] ycTaHOBNEHO, 4YTO y HapogoB CeBep-
Horo KaBkasa (kapauyaeBUbl, KYMbIKW, KybaHCKMe HOrainubl, KapaHoranubl, agbirn) ¢ Hanbonbluen
yacToToli BcTpeyvaetca annens B (0,848). Cpeaw HapogoB Mpuypanbsa (b6awkupbl, Tatapbl, YyBawlw,
Mapuibl, KOMW) YacToTa annens B 6bina Takxe Hanmbonblweid 1 Bapbuposana ot 0,819 y Tatap Ao
0,896 y komu. [20]. CBsATOBOW 1 coaB. [10] 6bI/I0 YyCTAHOB/IEHO, YTO B Ka3axCKow Nonynsumm yactorta
annensa B coctaBuna 0,868. laHHbIX N0 YKPAUHCKNM U 6€/10pYCCKUM NONYyAAuUAM No 3TOMY JIOKYCY B
npopaboTaHHOI HaMKn NuTepaType 06Hapy>KeHO He 6bIN0.

Y pycckux pacnpegesieHne 4acToT annesne MmmHucatennuta reHa eNOS onuvcaHo ans cnegy-
wmnx nonynauuni (r. Mockaa, Kanyyxckas o6nactb, r. Tomck 1 bawkupus) [20, 21]. CpeaHsAsa yactoTa
annensa By pycckux coctaBuna 0,791, Bapbupys oT 0,76 (Kanyxckas) go 0,40 (Tomckasa o6nactb). Y
pyccknx n3 bawknpuun vyactoTta annena B pasHaetca 0,833 [20].

Monnmoppursm MuHuUcaTennTa B reHe rnepeHocumka goamuHa (DATL). JodaMuH - 6mo0-
FreHHbIN aMWH, ABNAIOWMNINCA MegnaTopoM LEeHTPanbHOW HepBHOW cucTeMbl. OH MPeNMYyLLEeCTBEHHO
JelicTBYeT Ha y4acTKU M03ra, KOHTPONMpYyLWw e ABUXKEHME, AMOLNN, CMNOCOBHOCTb UCMNbITbIBATH Y[,0-
BO/IbCTBME W 60Mb. Takxke godamuH onocpegyet MOAKPenasioLWne CBOMCTBA MCUXOAKTMBHbIX Be-
LecTB, B YaCTHOCTM ankoronsa [22]. He3HauuTenbHble c6on B paboTe gJohaMUHEPTNYeCKO CUCTEMBI
MO3ra MOTYT BbI3BaTb MaTO/IOTMYECKMNE COCTOSAHWUSA, CBA3aHHbIe C M3MEHEeHNeM KOHLUeHTpauuu goda-
MWHa, HapyLleHnem ero metabonnsma, MU3MeHeHNEM YYBCTBUTE/IbHOCTU AO(PaMUHOBbLIX peLenTopos.
Pagom aBTOpoB 06Hapy>KeHa accouunaLma MexXxay xapaktepomMm nosimmopgusma aHHOro /ioKyca n Wmn-
30peHMneli, rMNepakTUBHbLIM COCTOSHMEM C HapylleHnemM BHUMaHuA [23].

B COOTBETCTBUU C INTEPATYPHBLIMU AaHHBIMW NMEETCH 7 annefnbHbliX BapnaHTtoB VNTR nonu-
Mopcpusma sokyca DATL, cogepxawmx 6, 7, 8, 9, 10, 11 n 13 eguHuy nosTopa. Bo Bcex mnccnegosaH-
HbIX NONYAALUAX MUPaA caMbIM YacTblM OKasascsa annenb ¢ 10 eauHuLamum nosTopa [24, 23]. Bapua-
6enbHOCTb YacToTbl annensa DAT1*10 B nonynauusax mmpa coctaemna ot 1,00 B nonynauusax amepu-
KaHCKnX unHpenues CLUA n Konym6uun pgo 0,51 y rpekos [24]. Ona npeacTaBuTenen 3anagHo-
eBpasuniickoin pacbl [24] xapakTepHa 6onee HM3Kasa vactoTta ansens DAT1*10 - (0,72), uem gnsa npeg-
CTaBMTEeNen BOCTOYHO-eBpa3ninckoii pacel AnoHuun, Kutas n Monronum (0,90-0,91) [24, 25]. Pacnpe-
feneHne 4actoT peAKuUx anneneii cpegu NonNynsauuin mypa okasanocb HEOAHOPOAHbLIM. TakK annenu,
cogepxawue 6, 7 1 8 euHUL, NOBTOPA, 6bIIN NAEHTUPULNPOBAHbI TOIbKO B BOCTOYHO-€BPa3NMNCKNX
nonynauuax c yactotonm ot 0,2 go 0,5 [24, 25]. Annens ¢ 13 eAUHULAMM NOBTOPa UAEHTURULUPOBaH
B OLHOW MOHroNbCKOW nonynsauyun [24].

Mpwn n3yyeHum nonumopdmnsma nokyca DAT1 B nonynaumax Bonro-Ypanbckoro pervoHa,
661710 06Hapy>eHo 6 annenen [26]. ABTopbl 0OTMeYalT Nnpeob6niagaHue annend ¢ 10 eaguHMLamMm no-
BTOpa BO BCeX MCCMef0BaHHbIX nonynauuax. Yactota atoro annena konebanace ot 0,68 B nonyns-
unn mopasbl go 0,87 B monynAuun dysaweli. BTopbiM no BcTpevyaeMocTu 6bin annenb ¢ 9 eqUHN-
LamMu MNoBTOpa, ero 4yacrota mameHsnacb ot 0,12 B nonynauumm 4yeawen go 0,29 B nonynsauyum
MopABbl. Peakue annenu ¢ 6, 7, 8 n 11 eaguHmMyamu noBTopa o6Hapy>XeHbl NMNWb B HEKOTOPbIX UC-
c/nefo0BaHHbIX NoNynAunax Bonro-Ypanbckoro pernoHa. Mx yactota 6bi1a He3HAUYUTENbHOW M KO-
neb6anacob ot 0,01 g, 0.02.

Monumopdpuram MmmHuUcaTennnuTa B reHe nepeHocumka cepotoHnHa (hSERT). OgHUM U3 KO-
YeBbIX HEMPOMEAMNATOPOB LLEeHTPanbHOW N Nepudepmnyeckoil HEPBHOW CUCTEMbI ABISIETCHA CEPOTOHUH,
y4yacTBYIOLW WA y YesioBeKa B perynsynu cHa, anneturta, 601eBOro BOCNPUATUSA, HACTPOEHUSA, a TakxXke
psga Apyrux CNoXHbIX MOBefeHYeCKNX peakunid. NMpekpalieHne AelicTBUSA CEPOTOHMHA B MO3re rnocne
0CBOOOXAEHNA N3 HelipOHOB OCYLLLECTB/IAETCA NYTEM ero akTUBHOIo 06paTHOro BCacbiBAHWSA C MOMO-
Wbt nepeHocumka cepotoHuHa (hSERT), npuHagnexauero kK cemelictsy Na+, Cl- -3aBucuMMbIX nepe-
HocunkoB [22]. B nuTepaType nMeroTCca gaHHble 06 accoumnaLnm pegKoro annens c 9 noBTopamu ¢ Mo-
HOMONAPHbIMYK [27] 1 annens ¢ 12 eguHMLaMM NOBTOPa C 6UNONAPHbLIMU ahepeHTHbIMW paccTpPoii-
cTBamu [27]. Mpwn aHanmse NONMMOPPHbIX BAPNAHTOB reHa obHapyXeHbl BapbupylLW e TaHL4EeMHble
NOBTOPbI C ABYMA TUNUYHbIMK (10 1 12 eAnHWLY NoBTOPA) U OAHUM pefKkuM (9 efUHUL, NOBTOpa) an-
nenamu [27].

B foCTynHOM Ham nuTepaType COAeP>XXUTCHA HE3HAUYNTelbHOE YNCI0 paboT MO MCNO/Ib30BAHUIO
VNTR-nonumopguama reHa hSERT npun onucaHnn nonynsiyMOHHO-TEHETUYECKOW CTPYKTYpbl Hace-
neHus. MimeroTca gaHHble N0 YacToTaMm asnsienen N reHOTUNOB AAaHHOTO I0Kyca Ans nonynsayunii Bonro-
YpanbcKoro peruoHa [26], eBponeniues, pycckux r. Mocksa [28].
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A.P. l'aneeBoli ¢ coaBT. [22, 26] 6bI1M BbISIBNIEHbI ONpeAeneHHble 3aKOHOMEPHOCTU M3MeHe-
HWA 4acToT annenen n reHoTunos reHa hSERT B 3aBUCMMOCTM OT 3THUYECKOW NMPUHAANEXHOCTU B
nonynauuax Bonro-Ypanockoro. Yactota ansens ¢ AecATbio eAVHULAMN NOBTOpa Oblla MUHUMaSb-
HoW B monynaumax 6awkup (0,3) n uyBaweii (0,29), a HanbonbLwen cpean mapuiiges (0,47) n KoMu
(0,48). YacTtoTa pefkoro annensa ¢ 9 eguHnuamun nostopa Bapbuposana ot 0 B nonynaumax 6awikmp,
KoMun n yamypToB go 0,04 y yyBaweii. Bo Bcex nonynaumax Bonro-Ypanbckoro pervoHa npeobnagaet
annens ¢ 12 eguHnuamu noetopa. OgHako y 6awknp (0,70) 1 vyBawei (0,68) ero yactota 3amMeTHO
BblLLUE, MO CPAaBHEHUIO C NONYNALUAMN (DMHHO-YTOPCKOM A3bikoBol cembn (0,51-0,59).

Monnmoppunam MuHuUcaTennnuTa B reHe gpeHunanaHnHrugpokcunasosl (VNTR-PAH). ®eHun-
anaHMHIrUgpoKcmaasa Kataam3anpyeT peakuuio npespaweHna gpeHnnanaHnHa B TMpo3nH. MNpu Hapy-
WeHNN NpeBpaLLleHnsa eHnnanaHnHa B TUPO3NH pa3BUBaeTCA MOHOIeHHOe HacneAcTBeEHHOe 3a6one-
BaHue heHunnkeToHypusa (PKY). AHanna cemeit Hebnaronony4dHbeix no ®KY nokasan HacnegoBaHue
VNTR anneneii no 3akoHaMm MeHAeNns 1 BblpaXXeHHOe HepaBHOBeECME MO CLEMNEHUNI0 MeXAy 3TUMMU
annenammn v onpegeneHHbIMM MyTaunamMu reHa heHnnanaHuHruapokemnassl (okono 70%) [29].

Bblnn ycTaHOBMEHbl 3HAUYMTENbHbIE Pa3INuNa N0 YacToTaM pacnpegeneHnsa anneneii MUHU-
catenuTta reHa ®Al mexay esponeriuamun, Kutanuamm n Hapogamun Bonro-Ypanbckoro pervoHa. Co-
rnacHo NuTepaTypHbIM AaHHbIM, B MONynsiuMu eBponeriueB npeobnagatT annenu 530 (0,45) u
380 (0,28), gna nonynaunii KnTaiiues Hanbosee xapakTepHbl annens 380 (0,84)

Cpegn HaceneHus CeBepHoli EBpa3snu nmetoTcs faHHblie no pacnpegeneHunto VNTR annenei
reHa ®Al B nonynaunax MNpuypanba n CesepHoro Kaeskasa. B Lenom, Bo BCex M3y4YeHHbIX MONynsAaun-
Aax pacnpegeneHune yactoT VNTR anneneii reHa @Al cooTBeTCTBYeT 6MMOLa/lbHOMY: XapaKTepHO [Ba
nuka - B 380 n.H. n B 530 n.H. AHanu3npysa pacnpegesieHne ansesneii cpegn U3yyYeHHbIX HapoLoOB
Mpuypanbsa (6awknpbl, Tatapbl, YyBaln, Mapuiilbl, KOMW, MOpABa, YAMYPTbl), AxmeToBa 1 gp. [29]
OTMeyvaloT, UTO C HaMbOo/bLUEN YacTOTON BCTpeyaeTcs annens, gnmHoi 380 n.H. (0,39-0,47). BTopbiM
no yactoTe onpegensercsa annens 530 (ot 0,21 y mapuiiueB go 0,4 y uyBaweii). Annenu 500 u 560 B
nonynauuax MNpuypanba pacnpepensanncs HeogHopoAHO. Bo Bcex BbI6OpKax Obl/l BbIABAEH annenb
650 c uvactoToi oT 0,02 y komun go 0,08 y mapuiiues. Annenb 470 6bi1 06HapY>XXeH B MONyAALUAX
6awkup (0,03) n tatap (0,01). B nonynsauuu 6alikup aBTOPOM O6biN1 BrepBble BbISABAEH anesnb
440 (5 konwnii noBTopa) ¢ yactoTtoi 0,003.

KopwyHoBoii 1 ap. [17] y HapogoB CeBepHoro KaBkasa (kapa4daeBubl, KyMbIKU, Ky6aHCKue
Horamubl, KapaHoranubl, agbirn) 66110 BbiaBAeHO 8 VNTR anneneii reHa ®Al. B n3yyeHHbIX nonyns-
uuax sapuabenbHocTb annensa 380 coctaBuna ot 0,324 B nonynsAumMu kapadaesues 40 0,449 y Kymbl-
KoB. YacTtoTta annens 530 kone6anacb oT 0,25 y KapoHoraiiyes Ao 0,373 y KyMbIKOB. YacToTbl annenei
560 n 500 BapbupoBanu B y3kux gnanasoHax (0,084-0,0148 n 0,068-0,186 cooTBeTCTBEHHO). YacTo-
Ta annensa 650 He npeBbiwana 0,017. YacTtoTtel anneneii 440 n 470 6bi1 NPUMEPHO OAVNHAKOBbI N He
npesbiwann 0,01. Y aTHocoB CeBepHoro Kaeka3sa 6bin1 BbiSiB/IEH ansesb, AAVNHOW 620 N.H., paHee He
onucaHHbIN B NnuTepaType. Ero vactota koneb6anacsk ot 0,017 go 0,052 [17].

Cpefu pyccKOro HacesieHUA MMeloTca AaHHble 0 pacnpegeneHum yactoT VNTR anneneii reHa
®AT y xuntenen bawknpuum, CaHkt-MNeTepbypra. Bcero 661710 BbiABeHO 6 VNTR-anneneit reHa ®AT.
PacnpegeneHue yactoT VNTR anneneii gnsa nonynsauunii pycckux bawknpunm, CaHkT-MNeTepbypra co-
OTBETCTBYET 6MMOfasIbHOMY C MMKaMu: nepsbli - B 380 nN.H., BTopoi - B 530 n.H. [30].
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APPLICATION OF AUTOSOMAL DNA MARKERS TO DESCRIPTION OF THE STRUCTURE
OF THE GENEPOOL OF HUMAN POPULATIONS
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An important advantage of DNA markers is a variety of types,
each of which has its own strengths, weaknesses and relevance to
population genetics. DNA markers relative to population-based stud-
ies can be classified in different ways. By localization we distinguish
autosomal genome DNA markers, markers sex chromosomes (located
in the Y-or X-chromosome), and markers of mitochondrial DNA.
Character variability of each of these types of markers reflects differ-
ent effect factors microevolutions (migration, selection, genetic drift
and mutations) and the result of these processes. The article presents
data on the use of autosomal DNA polymorphism in population genet-
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