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NMPEANCIIOBUE

KoHdbepeHuma «leHeTmMka 4yenoseka n naTorornsa»
npoxoguT B 3TOM rogy B AecsAtbin pa3. 3a 30 ¢ nuwHuUm
NEeT, YTO MPOLUM CO BPEMEHU NPOBEOEHUS NEPBON KOH-
depeHUnn, 3TO, Kak NPUHHATO roBOPUTb, HayyHOe Mepo-
npusaTMe obpeno npu3HaHne B Ka4eCcTBe OOHOro U3 Bax-
Henwmx cobblTMA B UW3YyYEHWU TFEHETUKMN YenoBeka
N MeguunHCKon reHeTukn B Poccun. Pa3 B HecKomnbko
net B TOMCK Cbe3xarlTCA BeAyLUMe reHETUKN CTPaHsbl,
Bpayu, crneuuanucTtbl MeAMKO-FeHETUYECKMX CIyXO,
TanaHTNuBbIE MONOAblE y4YeHble, NPeAcTaBUTENN OTe-
YECTBEHHbIX 1 3apybexHbIX KOMMaHWUA, NPOU3BOASALLNX
1 npojatolmx obopyfoBaHNE U MaTepuansl ANs reHe-
TUYECKMX N MONEKYNSAPHbIX MCCrneaoBaHui. Hawa KoH-
depeHUMsa 3acnyxuna CcTaTyC 3HAYMMOro Hay4HOro
opymMa BbICOKMM Ka4yeCTBOM AOKINaA0B U MaTeprarnos,
aKkTyanbHocTblo TemaTtuk. MaTepuanel koHdepeHumu,
onybrnvKoBaHHble B COOpPHUKaX, aKTUBHO LMTUPYIOTCH B
Hay4HOWN nuTepaType, UCNOnb3yTCs B MPaKTUKE KIHW-
YECKON FEHETMKM U MEeAMKO-TeHETUYECKOr0 KOHCYMbTMPO-
BaHWA. YBEpPEH, 4TO 1 obunenHbii, 10-n Bbinyck cOopHU-
Ka He pasoyapyet YmTaTenen.

[ns Hac, ons UHCTUTYTa, ovepenHas KoHdepeHums —
noeopj Ans Toro, 4tobbl NOABECTU UTOMM Hawen paboTsl
3a rmocrnegHue rogel, nogymaTb Hajg HOBbIMY Harnpasrie-
H/SIMW 1 TOPU3OHTaMW, MOBOZ OrMSAHYTLCA Hasad, C TeM
4yTOObI 3aTeM yBepeHHee ABWraTbCs Breped. 3a Bpems,
npoLuegLlee ¢ npegpiayLien, IX koHdepeHumm, HecMoTps
Ha oyepefHble MOMbITKA PedOpMUPOBAHNSA POCCUINCKONA
HayKu, Hall UHCTUTYT NPOAOIDKan passmBaTbCs U yKper-
nsaTecA. Mbl BbINOMHAEM 3HAYUTEMbHBIA KPYr Hay4YHbIX
TEMaTUK MO rOCYyQAapPCTBEHHOMY 3a4aHuio, MO rpaHTam
PODU n rockoHTpakTam chepepanbHbiX LENeBbiX Mpo-
rpamm, MeXAyHapogHbIM npoektam. WHCTUTYT BHOBb
NOATBEPAWIT CBOW CTaTyC BeAyLlel Hay4YHOW LUKOnbI. Yc-
MeLHo AN Hac NpOLUEn 1 NepBbli OMbIT y4acTUs B KOH-
Kypcax HegaBHO co3faaHHoro Poccuickoro Hay4yHoro
doHaa. Y Hac no-npexHeMy akTUBHO paboTalT eauH-
CTBEHHas B Poccumu reHeTmyeckas KIMHWKA, HayyHO-
obpasoBaTenbHbIA LEHTP, LEHTP KOMMEKTUBHOMO Morib-
30BaHua «MeguumHckas reHomuka». B uHcTUTYyTE BHE-
APEeHbl HOBble NMepefoBble TEXHOMOMW, BKIOYas Macc-
cnektpomeTpudeckuin aHanns JHK, reHoTunnpoBaHue Ha
BbICOKOMMOTHBLIX MukpomaTpuuax [OHK, cekBeHnpoBaHue
CcrnenyroLLero noKoNeHNsi, KNeTouHble TexXHornornm. Ykpe-
NI Mbl U TPAAULIMOHHO TECHOE COTPYAHUYECTBO C ApY-
v HAY n By3amu, coBmecTHO paboTas B pamkax Ta-
KNX CTPYKTYp, Kak kadegpa MEAULMHCKOW TeHeTUKM
CnbunpcKoro rocyfapCTBEHHOrO MEAVLMHCKOrO YHUBEP-
cvMTeTa U HefaBHO co3fdaHHas nabopaTopus OHTOreHe-
TUKM Yenoseka B HaunoHanbHOM nccrnenoBaTenbCKOM
Tomckom rocysapCTBEHHOM YHUBEpPCUTETE.

Jlorvka pasBuTus Haykun, 3BOMOLMSA €€ KOHKPETHbIX
HanpaeneHun, NPOrpecc B TEXHOMOrMAX MOMyYeHUs u
06paboTkn Hay4yHoOM WHopmauum TpebyrT MOCTOSAH-
HOM CMEHbI 1 KOPPEKTUPOBKM (HOKyca Hay4HbIX mccrne-

OOBaHUA Kak OTAENbHbIX HayYHbIX KONMEKTMBOB —
rpynn, nabopaTopuii, UHCTUTYTOB, TaK U BCErO HAY4YHOrO
coobuecTBa. M Mbl, Kak 1 BCE HALUW KONMErn-reHeTuku,
HaxoAMMCSi B MOCTOSIHHOM ABMXEHMM U noucke. Hbl-
HeLUHsAs KoHdepeHuust «FeHeTuka yenoeeka v naTorso-
ma» — Tematumdeckas. OHa nocesiweHa npobnemam
3BOSTOLMOHHON MEeOULUUHBI — HOBOrO HarnpaBreHus
OvoMeaMLUMHbBI, pacCMaTpPUBAIOLLEr0 COOTHOLLEHME 34,0~
poBbe — OONE3Hb B 3BOSHOLIMOHHON NEPCNEKTMBE.

YUTto Takoe 3BOMOLUMOHHAs MeauumHa? 3To noaxon
K N3YYEHMI0 MEXaAHM3MOB U PacrpoCTpaHeHHOCTH Gones-
Hell B 3BOSMOLMOHHOM KOHTEKCTE, KOTOPbIA NOCTENEHHO
CKknagblBaeTca B HOBOE (QOpPMUPYHOLLEECS Hanpasne-
HWE Ha CTblKE FEHETUKN YENoBEKA W IBOSIOLMOHHOMN
Ovonorun. B nutepaTtype npuCyTCTBYHOT pasnuyHble
onpefeneHnsl 3BOSTIOLUMOHHON MeANLUMHbI, HO BCE OHWU
cofepxaTenbHo 63K/ 1 NPY 3TOM OOBOSbHO LUMPOKM.
OavH 13 OCHOBOMOJOXHMKOB 3TOro HanpasneHus Ctu-
BeH CTEPHC B pedaKkTOPCKON cTaTbe K NepBOMY BbiMycC-
Ky XypHana Evolution, Medicine, and Public Health nu-
wet: «[logobHO u3MKke ©u  XuMuKM, 3BONOUUSA —
dyHOaMeHTanbHasi Hayka, KoTopasi MPOHMKAeT B Meau-
LIMHY 1 MNO3BOMSAET Nony4nTb OObACHEHME BCEMY, C YEM
Mbl B HEI CTankmBaemcsi. OBONOLUMOHHAs (Mnu gapsu-
HOBCKasl) MeguuMHa Tem cambiM BKrtovaeT nobyo 06-
nacTb, rae 3SBOSOLUMOHHAS MbIC/b NpoNMBaeT CBET Ha
MeLMUMHCKME 1 anuaemuonormyeckme npobnemol». To
€CTb 3BOJIOLMOHHAS MeguLmMHa — NomnbITKa NOHUMaHUS
MEXaHU3MOB BO3HWKHOBEHUSI W pa3BuTusi GonesHen,
CBA3WN TEeHEeTUYeCcKoro pasHoobpasus ¢ GonesHsmu B
pamMKax COBPEMEHHOW TEOPUM 3BOMIOLMM U KOHUENLUA
3BOJTOLMOHHON Bronornn. SBOMOLUMOHHAA MeamLmHa —
OAVH 13 KOHLUEeNTyarnbHbIX MOAXOAOB K aHanmsy u oc-
MbICINIEHUIO MHGOPMaLUn, reHeprpyemMolr COBpPEMEH-
HbIMW «OMHBIMW» TEXHONOMMSAMU — MOJSTHOFEHOMHbIM
CEKBEHMPOBaHNEM, TPAHCKPUNTOMUKON, 3NNreHOMUKON.

Hapsigy ¢ obwumn Bonpocamu 3BOSOLIMOHHON Me-
AVUMHBI B pamMkax X KOH(EpeHuMn u Ha cTpaHuuax
3aTOro cOOpHMKA paccMaTpMBAOTCH U CMEXHbIE C HeW
npobnemMbl — NPOVNCXOXAEHNE COBPEMEHHOTO YernoBeka,
naneoreHeTvka 1 NaneoaHTPOMNOOors; 3BOSIIOLNOHHASA
N MOMyNAUMOHHAA reHeTUKa YerioBeka; reHeTuka MHO-
rocbakTopHbIx GonesHen; npobnembl KIMHUYECKOW re-
HETVKN N MEANKO-TeHETUYECKOro KOHCYNbTUPOBAHUS.

MckpeHHe Hagetocb, 4TO MaTtepuansl 3Toro cbop-
HUKa MocnyXaT MOBOAOM Afs NIOSOTBOPHbLIX AUCKYC-
CUIA, elle OOHWM KaMHeM B CTpouTenbcTBe GeckoHeu-
HOW Mvpamuipbl 3HaHWA, CTUMYNOM ANA AanbHEeNLnX
NMOWCKOB 1 OYePefHbIM, NMyCTb TPYAHBIM U HEBOMbLLNM,
Larom K nosHaHuo npuponbl. Begb B 3TOM 1 3akntova-
eTCs NpefHa3Ha4YeHne Hayku.

Hokmop 6uonozuvyeckux Hayk,
npogheccop
B.A. CmenaHos



AOCTUXEHUA U NEPCNEKTUBbLI HAYYHO-UCCNENOBATEJIbCKOIo UHCTUTYTA
MEOUWLUMHCKOU FrEHETUKKA CO PAMH

B.A. CtenaHos, J1.I. HazapeHko, A.A. Pyako, B.M. MNy3bIpéB

HUW meduuyuHckol eeHemuku CO PAMH, e. Tomck

HayuHo-uccnenoBaTenbCkuii UHCTUTYT MeOULMHCKOM
reHetmkn CO PAMH (HUAMI) siBnsieTcs eQuHCTBEHHBIM
B a3/aTCKOW YacCTy CTPaHbl Hay4YHbIM yYpeXOeHUEM Me-
OVKO-TEHETMYECKOro Npoduns. YHUKanbHOCTb UHCTUTY-
Ta GasmpyeTcs Ha NepefoBbIX UCCIEAOBaHNAX U pas-
paboTkax MWPOBOrO YPOBHS,, OPUEHTUPOBAHHbLIX Ha
npakTu4yeckoe BHEAPEHWe B OKasaHue MeAVLIMHCKOWA
nomowym HaceneHunto Cubupn n OaneHero Bocrtoka; Ha
coyeTaHun dyHAameHTanbHbIX M NPUKNagHbIX mUccne-
[OBaHWIA; COBPEMEHHOW MNeEpPenoBON TEXHONOrM4eCcKomn
0a3e; TECHOW WHTErpauuMm Hay4HbIX WUCCNESOBaHUA C
obpasoBaTenbHbIM MPOLIECCOM; HanvMyMn MOMHOW Lie-
noykn (OT wuccnefoBaHWs yHAAMEHTarnbHbIX OCHOB
ABMNEHNS OO TPaHCNSALUMU B KIMHUYECKYD MEULIMHY),
obecneymBaemonn nHpacTpyktypon HUWU (HayyHble
nabopaTtopum — ©GasoBble Kadedpbl 1 nabopaTopum
BYy30B — TrEHeTUYeckas KIUHMKAa — WHHOBaLMOHHbIE
npeanpuaTns).

Hay‘IHO-MCCﬂep‘OBaTeﬂbCKaﬂ, 06pa3OBaTeanaﬂ n
WHHOBALUMWOHHAaNA AeATesNIbHOCTb

Haquo-Mccnep,OBaTeanKaﬂ pa60Ta

OcHoeHbIMU HanpaeneHusmu HUP wHcTuTyTa
ABMNAIOTCA U3YYEHUE CTPYKTYPHO-(YHKLMOHANBbHON op-
raHn3auum reHoma YenoBeka, INUrEeHETUYECKUX MeXa-
HU3MOB peanu3auun HacneacTBEHHOW MHopmMauun B
XKMBbIX  CUCTEMAX, MONEKYNAPHO-LUUTOrEHETUHECKUX
OCHOB OHTOreHesa 4eroBeka; U3y4YeHne reHeTUYeCcKoro
pa3Hoobpa3us nonynsauuii Yenoseka, CTPYKTypbl U 3BO-
nounn reHocpoHpa HapodoHacerneHusi, 3aKOHOMEpPHO-
cTeil hopMMpPOBaHMSA FEHETUYECKOrO rpy3a Nonynsauui;
nccrnenoBaHne reHeTUYECKMX OCHOB MOOBEPXKEHHOCTY K
MynbTUaKTOpHbLIM 3aboneBaHnaM, pa3paboTka 1 BHe-
OpPEeHMe HOBbIX METOAOB MeHOAMArHOCTUKU U feyYeHus
HacneacTBEHHOW NaToNormu.

WccnenoBaHnst BBIMOMHAKTCA B pamKax Mpuopu-
memHo20 HarnpasneHus «Hayku o XusHuy» v kpumude-
CKUX mexHorsoauli «bnomeguunHCKe N BETEPUHAPHbIE
TexHomnornun», «'eHOMHble, NPOTEOMHbIE U MOCTrEHOM-
Hble TexHomnormmy», «KneToyHble TeXHONOrMmM», « TeXHo-
NOrMM CHWXEHMS MOTepPb OT COLManbHO 3Ha4YMMbIX 3a-
SoneBaHWn».

®dyHOaMmeHmanbHbIMU npedMemHbIMU obnac-
msamu HUP vHcTUTyTa ABMAIOTCA FEHETUKa, reHOMUKA,
dyHOaMeHTanbHas MeanumHa, nepcoHnduumMpoBaHHas
MeAuLUnHa, 3MMAEMUONOMNSA COoLManbHO 3HAYMMbIX 3a-
OoneBaHuin 1 opdaHHbIXx GonesHen. Obrnacmu npu-
KnadHo20 ucronb3oeaHusi pesynsmamos HUP — mone-
KynsipHas guarHocTvka (BKMYas [OOPOAOBYHD 1
NPEeUMNIaHTaUNOHHYH0), CHWXEHNE noTepb OT 3abone-
BaHWI, MOBbLILIEHNE KayeCTBa XWU3HW HacCeneHus, Kpu-
MUHanucTuka n cygebHas meguumHa, apkTnyeckas me-
anuuHa.

Cpenu Haubonee 3HayuMbix c¢hyHOamMeHmarbHbIX
paspabomok HUWN moxHO Ha3BaTb BbISIBIIEHUE CTPYK-
Typbl reHodoHAa HaceneHus Poccum n conpegenbHbIX
CTpaH; pa3paboTKy KOHLEMUMU CUHTPOMHBLIX FEHOB U
OonesHel; BbISBMEHWE pPOMM SMNUrEeHEeTUYECKNX MeXxa-
HN3MOB MOAMMMKALMN FreHEeTUYECKON uHdopMaumm B
HacrnencTBeHHONW naTtonorun yenoseka. VccnegosaHus
B 9TUX obnacTax, BbinonHeHHble B HUWMIT, asnatoTcs
nuoHepHbIMu B Poccnmn n B Mupe.

Mpumepbl Haubosee UHMEPECHbIX U 3HAaYUMbIX
npuknadHbIx pa3pabomok — TexHonormm W TecT-
CUCTEMbl ANSA FEHETUYECKOro TeCTUPOBaHUSA psga Co-
LUManbHO 3Ha4YMMbIX 3aboneBaHuiA; TEXHOMOrMM More-
KyNSIPHO-LIMTOrEHETUYECKOA AUNArHOCTUKN TOHKUX XPOMO-
COMHbIX HapyLLEHWIA; TEXHOMOMMM MPEMMMNIaHTaLYOHHO
ANarHOCTUKN XPOMOCOMHbIX BornesHeit; TeCT-CMCTeMbI 1
0a3bl gaHHbIx ang OHK-ngeHTudmrkaumm B KpuMmmnHanum-
CTUKe 1 cyaebHon MeanLmHe.

HAUMI obnapaet nepenoBoit MamepuarbHo-
mexHuyeckoll 6a3oli, BKNOYaLLEN CaMOe COBPEMEH-
Hoe obopynoBaHUE, COOTBETCTBYHOLLEE BbICOKMM MEX-
OYHapPOAHbIM CTaHgapTaM U NO3BOSNsOLLEe NPOBOAUTb
nccnenoBaHus Ha 6ase Hambonee nepefoBbIX TEXHO-
TNOTNA B TEHETUKEe, TEHOMUKE W MOCTFEHOMHbIX OTpac-
nsx. Cpean nepedosbix mexHomoauli, NMELMXCa B
HUWNMI, moxHO HasBaTb CEKBEHMPOBaHWE HOBOrO Mo-
koneHnsa (NGS); MoneKkynapHyo LIMTOreHeTHKy; KneTou-
Hble TEXHOMorum, BkroYvasi paboTy C OAHOW KIETKOW;
BbICOKOMMOTHbIE BMOYMMbI; MaCC-CNEKTPOMETPUIO; MOn-
HOreHOMHOE FeHOTUMMPOBaHNE, TPAHCKPUNTOMMKY, SMK-
reHetuky. HUWMI obnapgaeT KpynHendwum OGaHKOM
Ouonoruyeckoro matepuana, Bkrovarowmm 6Gonee
20 TbIC. 06pasuo OHK oT npeacraBuTenein 6onee Yem
100 nonynsumin HapogoB Poccum n 6rivbkHero 3apybexbs,
konnekuun OHK ot GonbHbIX HacneacTBEHHbIMU, Cep-
[EYHO-COCYAMCTBIMU, UMMYHOAMNEPrM4ecknMm, Hepo-
ncuxmaTpudeckumm 3aboneBaHMsiMM M OT COOTBETCT-
BYIOLLIX KOHTPOMbHbIX Fpyrm.

Bbicokasi KOHKYypeHmocrnocobHocms uccriedo-
eaHul HUAMIT Ha poCCUACKOM U MUPOBOM YPOBHE
NOATBEPXAEHA MHO20YUCIEHHBIMU POCCUlCKUMU U
3apybexHbiMu epaHmamu. 3a nocrnegHue rogbl HUAMI
yyacTBoBasn B TPeX KpymHbIX pyHAAMEHTanbHbIX Hayu-
HbIX KOHCOpUMyMax, (UHaHCUPYeMbIX rpaHTamu 7-i
pamoyHoi nporpammbl EBpocorosa (FP7), — GABRIEL,
CHERISH n ADAMS; BbinonHsn gsyctopoHHue HUP ¢
Takumu ctpaHamu, kak Asctpanus, Nngus, CLUA, Ka-
3axcTtaH. B HUMMI BbinonHsSnmMcb 1 BbINOMHAKTCS Ae-
CSITKN UCCNEeA0BaHUI NO rocKOHTpakTam B pamkax PLM
«UccnepoBaHusa n paspabotkn...» n OLM «Kagpel...»,
aecatku rpaHToB POOW, rpaHTel MNMpesngeHta PP, Poc-
cuiAckoro HayyHoro cdoHga (PH®). UHcTuTyT aBnseTca
yyYacTHUkom nnaTtdopmbl «MeanumHa GyayLiero», yya-
CTHWKOM pOCCUHICKON nporpammbl «lpoTeom venoee-



HocmuxeHusi u nepcrnekmuebl Hay4yHo-uccnedogamenbcko20 uHcmumyma meduyuHckol eeHemuku CO PAMH 5

ka». Konnektus HUWUMI HeopHoOkpaTHO noateepxgan
cTaTyc BegyLlell Hay4YHOW LUKOMbI, BbIMOMHSAMN NPOEKThI
B pamMkax NoAadepXkun Hay4Ho-obpasoBaTenbHbIX LiEeH-
TpoB (HOLl). O6was pgons rpaHToBOro huMHaHcMpoBa-
Hna HAP B HUWAMI 3a nocnegHue 5 neT coctaBnseT
okono 60%. Mo sTomy nokasaTento 1 Y1cny rpaHToBbIX
N TOCKOHTPaKkTHbIX uccneposaHun HUWMI asnsetca
nnaepom cpeam Beex ydpexaeHun CO PAMH.

Ewe ogHuM noaTBepXOEHWEM aKTyanbHOCTU WU
3HAYMMOCTU WUCCREeOBaHUN MHCTUTYyTa SIBNAETCA Bbl-
cokasi nyb6nuMkKauuMoHHasi aKTUBHOCTb W YpPOBeHb
uuTUpyemoctu pabort. Pabotel cotpygHmukos HUMI
perynspHo nybnukyloTca B BedyLuX MeXZyHapOAHbIX
XypHanax cuctembl Web of Sciences ¢ BbicokMMU nm-
nakt-cpaktopammn, Hanpumep B New England Journal
of Medicine (IF =51,6), American Journal of Human
Genetics (IF =11,2), Alzheimer's and Dementia
(IF = 14,4), Molecular Biology and Evolution (IF = 8,8),
PLoS pathogens (IF = 8,4), European Journal of Human
Genetics (IF = 4,3), Fertility and Sterility (IF = 4,1) v gp.
Mo nokasaTensM UUTUPYEMOCTU (Y4MCNO LUTUPOBAHUIA,
nHaekc Xvpwa) segywme yyeHole HUAMIT HaxopaTcs B
TOMe POCCUICKUX UccrnepoBaTenen B obracTtv Hayk o
*u3Hu. NHpekc Xumpwa HUWUMI, no paHHbeim PUHL,
cocTasnsert 18.

Wccneposanua HUWUMI nposBogatcs B TecHom
Koonepauuu ¢ MUPOBbLIM Hay4YHbIM COOOLECTBOM U
poccumckon Haykom. oyt nonoBnHa Bcex nybnuka-
umnin (47%) BbiNONHEHa B COABTOPCTBE C KOJEKTMBAMM
ApYyrux yupexaeHuii, B Tom vucne okono 10% — c yva-
cTuem 3apybexHbix aBTopoB. Okono 40% Bcex UMTW-
posaHun HUWMI npuxoguTtca Ha uUMTMpPOBaHue wu3
3apybBexHbIx xypHanos. Y4veHole HUWMI perynspHo
BbICTYNalT C YCTHBIMW U NPUrMaLlleHHbIMU JOKNagamu
Ha KPYMHEMWNX MeXAYyHapOAHbIX Hay4yHbIX opymax
(Hanpumep, Ha EBponeickoi KOHbepeHUMN Mo reHeTrke
yernoseka, MexayHapoaHOW KOHMEpPEeHUUU MO reHoMy
YyeroBeka, KOHMEpeHUMn Mo BapuabenbHOCTW reHoMma,
KOHpepeHumn EBponerickoro obLlecTBa penpoayKumn
YeroBeka U 3aMOPMONOrN 1 Ap.) N POCCUNCKUX CbEe3Aax
(cvespax BOIMmC, POMI, koHdbepeHumn BGRS, koHde-
peHumn «MonekynapHas guarHoctuka» u gp.). WHctm-
TyT ¢ 1989 r. gBngeTCcs OpraHn3aTopoM perynsipHon
BCEPOCCUMCKOW HAay4YHOW KOHMEpPEeHUMn ¢ MexgyHa-
POAHBIM y4acTmeM «l'eHeTnKa YernoBeka 1 NaTonorusy.

KnuHuyeckasa geatenbHOCTb

C 1993 r. (npukaz M3 P® Ne 316 ot 30.12.1993)
OreY «HUN meaunumHckon reHetukny CO PAMH saBns-
eTcs (pegepanbHbIM LEHTPOM MeaMUKO-reHeTUu4e-
ckon cnyx6bl no Cunbupckomy 1 [anbHEBOCTOYHOMY
heneparnbHOMy OKpyram.

B 1994 r. 6bina ocHoBaHa reHeTUYeckKasi KIMHUKa
KaK OTAENbHOE nodpasfeneHne MHCTUTyTa. B HacTosiwee
BPEMS FEHETUYECKAs KIMHMKA UHCTUTYTa — 3TO MepBoe
N eOWHCTBEHHOE 3a Yparom crneuuanvanpoBaHHOE
neyebHO-NPoUNAKTUHECKOE  YYPEXAEHNE,  OpraHu-
3ytloLlee MeAMLUMHCKYI0 MOMOLLb MauvMeHTaMm ¢ Hacrepn-
CTBEHHbLIMU 1 BPOXOEHHBIMU 3a60MEBAHUSMM C LIENbHO
AVarHOCTUKKN, TeyYeHus, peabunutaumm GOonbHbIX U
npocmnakTukn HacneacTBeHHoW natonorun. B cTpyk-
TYPY KIMHUKM BXOAAT KOHCYJNbTaTUBHO-AWArHOCTUYe-
CcKoe oTAerieHue, r4e ocyLlecTBNseTcs amOynaTopHbIi
npvem nauueHTOB; KIMHUKO-gUarHocTuyeckas nabo-
paTopums, 3aHMMatoLLascs NPoBEeAEHVEM CrieumanbHbIX
OMOXMMNYECKNX, LIMTOreHeTUYECKMX, MOJIEKYNSPHO-
reHeTUYECKNX N APYrux UCCNefOBaHUMA C LENbO BbisB-

neHus n guddepeHumanbHON 4NarHOCTUKA PasnnyHbIX
HacneacTBEHHbIX MaToNorui; crtauMoHapHoe oTtaene-
HUe HacreacTBeHHbIX Oone3Heu Ha 50 koek, raoe
€XerogHo nonyyawT Cchneunanu3vpoBaHHyl0, B TOM
yucre BbICOKOTEXHOMOMMYHYIO, [AMarHOCTUYECKYD U
neyebHyto nomolb 6onee 800 nauneHToOB ¢ HacneacT-
BEHHbIMU 3a00NeBaHNAMM U BPOXAEHHBIMU NOPOKaMM
pa3BuTUS.

PaboTta KknuHWMKM WHCTUTYTa Kak depepanbHOoro
3KCMEepPTHOro LEHTpa MEeAMKO-TEHETUHECKON CryXObl
OCYyLLEECTBMNAETCA B COOTBETCTBUW C MOCTaBMEHHbLIMU
3ajavamun: KOHCYNbTUPOBAHWE CIOXHbIX CryyaeB na-
TOMorMK; MOATBEPXAALas LuUToreHeTnveckas, oGuo-
XMMUYECKas U MOMEKynspHO-reHeTu4eckas AUarHocTu-
Ka CMOXHbIX W PeaKkMx CryvyaeB HacnefcTBEHHbIX
bonesHeli; anpobauns HOBbIX METOAOB [AMArHOCTUKW,
neyeHuns n peabunutaumm HacrneacTBeHHbIX 3abonesa-
HWIA; MOArOTOBKA W MOBbILEHME KBanudukaumm cne-
LManncToB MEAMNKO-TEHETUYECKUX YUYPEXOEHWIA, B TOM
yucre myTeM OpraHu3auvn CTaXWpOBKM Ha paboyem
MecCTe; OCYyLUeCTBIIEHNe KOHTpons kayectsa paboThbl
MeLMNKO-TEHETUYECKNX y4pexaeHun. ExerogHo B LeH-
Tpe npoBoamnTca KoHcynbTauusa 2 600-3 000 cemen no
BOMPOCaM MpOrHo3a reHeTUYeckoro 340pPOBbSA U YTOY-
HEeHWs AmnarHosa, BKMoYas npeHaTanbHy AnarHOCTUKY
bonesHern nnoga. Ha Ttepputopun Cubrpn npeHa-
TanbHaA [WarHOCTUKA MOHOreHHOW naTonorum c
MOMOLLIbIO MOMEKYNAPHO-TEHETUHECKUX METOAOB MpPO-
BOAUTCS TONbkO B cheaeparnbHom LeHTpe. o 30% Bce-
ro obbema crneumanM3vpoBaHHOW MOMOLUM WHCTUTYT
okasblBaeT xwutensm Ypansckoro, Cnbupckoro n Janb-
HEBOCTOYHOro heaeparibHbIX OKPYroB.

C 2006 r. UHCTUTYT y4acTByeT B BbIMNOIHEHNMW FOCY-
[apCTBEHHOro 3adaHns Mo OKa3aHWI0 BbICOKOTEXHO-
JIOTUYHOWN MEOULMHCKOM MOMOLLU MO Npodunio «ne-
anatpusiy. Okono 50% KBOT HanpaBnsieTcst Ha neyeHne
mykoBucumposa, 30% — Ha revyeHne HepBHO-
MbILLEYHBIX W HelpoAereHepaTBHbIX 3abonesaHni;
50% KBOT MCnonb3yeTcs NaumeHTamu, NPoXNBarLWLMMM
3a npegenamu Tomckon obnactu (B pernoHax Cubupu
n OJansHero BocTtoka).

[ns ycnelwHoro BbIMOMHEHUsI NOCTaBMeHHbIX 3aaad
KIMUHUKA B HacTosiLLee BpPeMs OCHalleHa COBPEMEHHbIM,
a no psgy No3vLUMA — YHWUKamnbHbIM BbICOKOTEXHOMOMNY-
HbIM 0GOpyAOBaHMEM MUPOBOrO YPOBHS, MO3BONSANOLLMM
NPOBOAMTL MOMNEKYNAPHO-TEHETUYECKYIO N MONEKYSPHO-
LIMTOreHeTNYECKYI0 ANArHOCTUKY, CeneKTUBHbIA Broxu-
MWYECKNA CKPUHUHI, B TOM 4mMCre C MOMOLLbIO Macc-
cnektpomeTpuu. LLUTaT reHeTMYeckon KIUHUKK BKIOYa-
eT B cebs 100 ctaBok, B Tom umcre 31 BpayebHyto.
Cpenmn COTPYAHUKOB KMWMHWKM OOWH AOKTOP MEAULIMH-
CKVX HayK, BOCEMb KaHAWAATOB HayK, ABA 3aCNyXeHHbIX
Bpaya P®, 6onee nonoBuHbl Bpayeill UMENT BbICLLYHD
KBanMMUKALIMOHHYIO KaTeropuio.

Bbicokas kBanudukaums COTPYAHUKOB KIMHWUKA 1
TEeCHOe COTPYAHWYECTBO C Hay4HbIMW MOAPa3LeneHUs-
MW MHCTUTYTa NO3BOJSIOT UCMOMb30BaTb BECh CYLLECT-
BYIOLLMI apceHan TeXHOMNOrnn Kak Ans okasaHus megu-
LMHCKOA MNOMOLUM MauueHTaMm Ha CaMOM BbICOKOM
YPOBHE, TaK 1 AN pa3paboTkn 1 BHEAPEHWUS B MPAKTUKY
HOBbIX METOAOB AUArHOCTMKM HAaCNeACTBEHHbIX 3abo-
neBaHWn N BPOXAEHHbIX MOPOKOB Pas3BUTMA. Tak, uc-
nonb3oBaHNe NOfTHOrEHOMHOro aHanuaaTtopa 6rounnos
MO3BOMMUIO BbIABUTL HACNEACTBEHHYIO STUOMOMMI0 MHO-
rmx cnyvaee HeauddpepeHUMpoBaHHbIX (OPM YMCT-
BEHHOW OTCTaNnoCTW, YTO WMMEET KIIOYeBOe 3Ha4yeHue
Ans 3 deKTMBHOM NpeHaTanbHoOW AMarHOCTUKN B 3TUX
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cembsix. B cotpygHmnyectBe ¢ UeHTpamu OKO Tomckon
obnactu n KpacHosipckoro kpas ycrnewHo anpobuposa-
Hbl U BHEAPEHbI B NMPaKTUKy METOAbl MpeuMniaHTaum-
OHHOW [WMarHOCTUKM, TMNO3BOMSAIOWME MPOM3BOAUTD
BblGOp 340pOBOro aMOpMOHA B CEMbSX, MMEHLLUX Bbl-
COKWIA PUCK POXAEHUSA AETEN C XPOMOCOMHbIMW aHOMa-
nnamun.

MHTerpauus Hayku u o6pa3oBaHusl

HUWMI akTmBHO yyacTByeT B oGpa3oBaTesibHOM
[eATernbHOCTU, TECHO WHTerpvpoBaH C By3amu. Ha
6asze HUMMTI c 1998 r. cywecTByeT nepsas 3a Ypanom
kadeapa MeauUUHCKON reHeTukn Cubumpckoro rocy-
OApCTBEHHOro MeguuuHckoro yHusepcuteta (CnelrMy)
(r. Tomck). B HaumoHansHom nccnepgosaTensckom Tom-
CKOM rocygapcTBeHHOM yHuBepcuteTe (TIY) cospaHa
nabopaTtopus OHTOreHeTUKU YenoBeka — COBMECTHas
nabopatopusa TIY n HUAMI'. CotpygHukm HUAMI sB-
nsTcs  npodpeccopamu  bruomnornyeckoro MHCTMTYTa
TrY. YHukanbHocTb obpasoBaTenbHON AeATENbHOCTU
HUWMI ocHoBaHa Ha TOM, YTO UHCTUTYT siBnsieTcs Oa-
30BbiM HAW ansa obpasoBaHmsa B 06nactu reHeTukn Kak
B MeguumHe, Tak u B buonormn. Ha 6asze HUAMI Be-
OeTcs NoAroToBKka acnuMpaHToB, MaructpoB, Gakanas-
poB, opauHatopoB Cub6IMY un TIY. Hannuune cneuua-
NN3NPOBAHHON KIWHWKA MO3BOMSAET XapaKTepun3oBaTb
WHCTUTYT KaK YHUKanbHyl W (DakTUYeCKN e[QUHCTBEH-
Hyto Ha Tepputopum Cubupm u [anbHero BocToka
y4ebHyto 6Gasy anst Bpadel no reHeTtuke. WHcTuTyT
MMEeT acnupaHTypy, OpAuHaTypy, AMCCEPTaALMUOHHbIN
COBET, KOTOpbIi MMEET MpaBO MNpUHUMATb K 3awuTe
KaHAWAATCKME U OOKTOPCKME AuccepTauum no cneuu-
anbHocTn «leHeTuka» no oTpacnsm «MeguumHa» wu
«Buronorusa». 9TOT guccoBeT ABMNSETCS OOHWUM K3 Ye-
Tblpex B Poccuun, npuHMMaloWmm K paccMOTPEHNo pa-
00Tkl MO reHeTuKe Kak no Guonoruu, Tak 1 No Meguun-
He. Ha 0a3e Hay4yHO-OGpa3oBaTeNnbLHOro LieHTpa WU
LUKM «MeauuuHckas reHomMuka», OYHKLUOHUPYHOLLIMX
B HUWVMT, npoBoasTca nccnepoBaHusa acnupaHtamun v
cotpygHukamu CuerMy, Try, HHy CO PAMH. HUMMIT
OCYLLECTBNSAET MOCTAUMMOMHYK MOATOTOBKY U CEpTu-
dvkaumio cneunannucToB No MeAVLMHCKOW FeHeTHKe U
nabopaTopHOl reHeTuke; M3gaeT MeToAuyeckme pas-
paboTku; y4ebHMKN 1 y4ebHble nocobus deaepanbHOro
ypoBHs. BoBneuyeHue Mornogexu U CTYOEeHTOB B
HayKy SIBMSETCA rNaBHbIM HarnpaBneHWeM KaapoBOWA
nonutukn HAMMIT. MHorne monopbie yyYeHble HadnHa-
10T cBoto paboty B HAWM co cTtypeHyeckon ckambu, a
VHOTAa MPUXOAAT elle LKONbHMKamu. PaboTbl MHOrMMX
ctypeHtoB u acnupaHtos HUAMIT otmeveHbl mepans-
MU 1 gunnomamun degeparnbHbiX KOHKYPCOB Hay4HbIX
pa3paboTok.

WHHOBaLMOHHasA AeATeNnbHOCTb

YHukansHocTe HUAMIT B cdepe BHeppeHus pe-
3ynbTaToB (PyHOAMEHTaNbHbLIX WCCNEAOBaHUA B Mpak-
TuKy 6asupyeTtca Ha Hanuumm BHYTpU HUW nomnHowm
WHHOBALMOHHOW UH(PACTPYKTYPbl — BCEWN LeNOYKHN
TpaHCNALMU HayyHOro pesynbTata OoT (PyHOaMeH-
TanbHOW pa3paboTku OO noctenu GonbHoro. JTa
Lenoyka BKIYaeT HayyHble nabopatopum HUWMI,
LIKM, eauHcTBeHHY0 B Poccum reHeTUYECKY KITMHUKY,
Marnoe WHHOBAaUWMOHHOE MpeanpusThe, Co3jaHHoe npwu
uHctutyTe. HUMMI obnapaet cBoein 6a3on gnsa TpaHc-

NSAUMOHHON MeAMLMHBI, anpobaumm MeaNLUMHCKUX TEXHO-
IO 1 NEKAPCTBEHHbIX CPEeACTB, MMEET COOTBETCTBYHO-
Lwme nuueHsun. BHegpeHue pa3paboTok B KIMMHUYECKYHO
NPaKTUKy OCYLLEeCTBMSEeTCs Kak Ha 6a3e reHeTnyeckoi
knuHukn HUWMT, Tak n B Apyrnx Hay4HO-MPakTU4eCcKnx
N ne4vebHbIX yupexaeHusax Tomcka u Cubupckoro de-
aepanbHoro okpyra. lMpuoputer HUMMI B obnactu
WHHOBAaUWI 3akpenneH Ccepuen naTeHToB W CBUAe-
TenbCTB O rocpermctpaumm 6a3 gaHHbIX U nporpamm-
HbIX MPOAYKTOB.

Cpean npuMepoB HeAaBHUX MHHOBALMOHHBLIX pas-
paboToK MOXHO HasBaTb 3anaTeHTOBaHHble TecT-
CUCTEMbI ONpefeneHus UHAMBMAYanNbHOW PajgnoyyBCT-
BUTENBbHOCTU GOMbHBLIX 3M0OKa4YeCTBEHHbIMU HOBOOGpa-
30BaHMAMU MpU Ny4YeBOW Tepanuu; cnocob reHeTnde-
CKOV AMarHOCTUKU HebnaronpusiTHbIX WCXOA4O0B Mocne
OCTPOro KOPOHapHOro CMHAPOMA; NporpamMmmy Ans nog-
Gopa TepaneBTUYeCKOW [03bl BapdapuHa; TecT-
cuctemy ansa OHK-ngeHtTudmkaumm nnyHOCTM Ha OCHO-
BE MyNbTUMNIIEKCHOTO aHanusa MapKepoB Y-XpOMO-
COMBI.

MepcnekTUBbI HAY4YHO-UCCNeaoBaTeNIbCKOW paboThbl
u pasutua HUA

Wceneposarnma HUUMMIT HaxogsTtcs Ha nepemoBbIX
pybexax reHeTuKu YeroBeka U MeOVLMHCKOW FeHeTUKM,
ABMSAOLUMXCS [MaBHOW OCHOBOW OyHAAMEHTanbHOW Me-
OVUMHBI, NepPCOHNULMPOBaAHHON MeauUMHbl U TpaHC-
NSUMOHHOW MeauuuHbl. HanpaBneHuns paboTbl MHCTU-
TyTa COOTBETCTBYIOT KMHOYEBbLIM COLMAnbHbIM 3agadyam
(ynyyleHne KayecTBa >XU3HU HACENEHUsl, CHWDKEHMWE
noTepb OT pPacrnpOCTPaHEHHbIX OonesHeln, OCBOEHWe
ApkTukmn, 6opbba ¢ Teppopmnamom 1 GrobesonacHoOCTb).

B pamkax nepcnekTvBHbIX HampaBreHuin paboTbl
HUNMIT nnaHvpyeT HeCKONbKO KPYMHBbIX MPOEKTOB,
HanpaBlEHHbIX Ha MOUCK (yHAaMEHTaNbHbIX OCHOB
ONSi peLLeHnst 3TUX 3agay. OTn NPOEKTLI BKMHOYAIOT:

— NOMHOTEHOMHbIA aHanu3 reHodoHga nonynAumn
yenoBeka [AONS BbISBNIEHUS TEHETUYECKMX XapaKTepu-
CTUK, obecneymBarOLMX aganTaumio K aKCTpemarnbHbIM
KnumaToreorpadu4ecKkMm yCrioBuaM cpegbl;

— reHOMUKa 1 3NUreHoMuKa Bo3pacT3aBUCUMbIX CO-
LManbHO 3Ha4YMMbIX 3aboneBaHuni;

— N3y4YyeHne reHo(OHAOB HaCeneHUss pPernoHoB
Poccun n paspabotka GMOMHGOPMaLMOHHbBIX FeHeTu-
YECKUX TEXHOMOMIA ANt MEANLMHBI M KPUMUHANUCTUKY;

— UMTOreHoMurKa 1 anureHoMuka mosra v paspaboT-
Ka TeXHOMOrnii MONEeKynAPHON ANArHOCTUKN HaCNencT-
BEHHbIX MPUYUH MHTENNEKTyanbHbIX HAapyLLUEHWIA;

— reHeTVKa HapyLUeHNA paHHUX 3TarnoB OHTOreHesa
1 paspaboTka nepefoBbIX TEXHOMOMMIA PENPOAYKTUBHON
MeauUMHbI B 06nacTv HEMHBA3WBHOW MpeHaTanbHoOW ©
NPEeUMNMaHTaUNOHHON AWNarHOCTUKA HacneACTBEHHbIX
OonesHei;

— paspaboTka HOBbIX anropuTMOB LMArHOCTUKM
opdaHHbIX 3aboneBaHnii 1 BHeApeHMe X B 00Lleknu-
HWYECKYHO MPaKTUKYy MEAUKO-TEHETUYECKOrO KOHCYMbTM-
poBaHuS.

3anoromM ycnewHoro BbINOJIHEHUSA MPOPbLIBHbIX
NMPOEeKTOB sBMsieTCA TexHomnorudeckas 6asa HUUMI,
Hanuuve yHAaMeHTanbHoOro 3agena Ans npopbIBHbIX
nccrnefoBaHUi; NPEEMCTBEHHOCTb Hay4YHbIX Hamnpasre-
HWIA; NOArOTOBKA MOMOAbIX UCCrneaoBaTenen, npeemcT-
BEHHOCTb KafpoB.
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FrEHETUYECKOE PASHOOBPAS3UE I'IOI'I}’HFILIMIZ YEJTIOBEKA
N NPOBJIEMbI 3BOJMIOLUMOHHOU MEOULINHbBI

B.A. CtenaHoB

HUW meduyuHckoli eeHemuku CO PAMH, 2. Tomck
HauyuonanbHbil uccnedosamensckuli ToMckuli eocy0apcmeeHHbIl yHugepcumem, 2. ToMcK

[Mporpecc B onucaHum reHeTuyeckoro pasHoobpa-
319 COBPEMEHHOrO YernoBeKka, CBA3aHHbIN C BHEAPEHW-
€M TEeXHOMOrni LUMPOKOrEHOMHOIO reHOTUMNPOBaHNS
N NMOMHOrEHOMHOrO CEKBEHWPOBAHWSA, NMPUBEN K onnca-
HAKO W KaTanorm3auum [ecATKOB MWMMMOHOB MOMu-
MOpPdHbIX BapuaHToB reHoma [1, 2]. C opyroi CTOpOHbI,
NOEeonorna Mnoucka reHeTUYECKON KOMMOHEHTbI KOM-
MMeKCHbIX pacnpocTpaHeHHbIX GonesHen 4enoseka,
OCHOBaHHas Ha accouMaTMBHbLIX UCCNEAOBaHUSAX NOMu-
MOP(HBLIX BapuaHTOB reHoma, B TOM Y/CME LuMpoKore-
HOMHbIX (GWAS), CEKBEHMPOBAHUN 3K3OMOB M MOJIHbIX
reHOMOB, MOYTU JOCTUrMa npegena BO3MOXHOCTW Bbl-
ABMEHNA HacnefyemMol KOMMOHEHTbl MynbTUdakTop-
HbIX dpeHoTMnoB. [Npobnemy «ynyLleHHOW Hacnegyemo-
CTU» MPaKTU4ECKM HEBO3MOXHO PEeLNTb B pamKax
CyLUecTBylOLEe napagurmbel, HECMOTps Ha OypHbI
TEXHOMOMMYECKNIA MPOrpecc reHOMUKU U MPOU3BOAHBLIX
oT Hee -omuk. O6oOLLeHe 1 KpucTannusaumm reHom-
HbIX AAHHbIX B pamkax NoaxopoB GuonHgopmaTtukm u
CCTEMHON BrOnorMm ABMAKTCA OAHUM N3 BO3MOXHbIX
nyTen peLleHus 3afayun, XOTs NPYMEPOB YCMELUHOro
CMCTEMHOrO CMHTE3a B OTHOLLUEHWUM PacnpoCTpaHEHHbIX
©onesHelt HemHoro [3-5]. ELwle ognH n3 pesepBoB nouc-
Ka KpoeTcs B UCCrnefoBaHWN NaToreHeTukn 6onesHn Ha
OHTOTEHETUYECKOM YPOBHE, B W3YYEHUM «OHTOreHesa
OonesHn» (3NUreHeTUYecKknx MoandUKaLunin HacneacT-
BEHHON WHMOPMaLWK, TpaHCreHepaunoHHbIX addek-
TOB, COMaTU4YeCcKoro mosauumsma, MexaHu3MOoB napa-
OOMWHAHTHOro HacnenosaHus) [4].

HecomHeHHO, npobnema MOHMMaHUA MexaHu3s-
MOB pPa3BUTWUS U PaCNPOCTPaHEHHOCTUN KOMMIEKCHbIX
MynbTUdaKTOpHbIX 3abonesannii (M®3) B coBpemeH-
HbIX nonynaunsx TpebyeT HOBOro B3rnsga, HOBbIX
noaxo[0B, HOBbIX TMMOTE3 N MapagurmM, He OTMEHSIo-
LMX OrpOMHbIE NnacTbl AOCTWXEHWN, MNOMYYEHHbIX
paHee, HO AOMOMHALWNX U pacumpawmux nx. OgHUm
M3 TaKMX MNEepcrnekTUBHbIX MOAXOAOB B MOHUMaHUN
npupoabl bonesHer YernoBeka SIBNAETCH 3BOMOLMOH-
Has MeguuMHa — um3yyeHue 3aboneBaHWii Yenoseka
B 9BOJIIOLMOHHOM KOHTEKCTe. B oTnuume oT knaccu-
YecKMX NoAXOA0B, OPUEHTUPOBAHHbLIX HA NPUKNaAHble
BOMPOCbLI O CTPYKType M MexaHu3max passutusa 6o-
Ne3HW, 3BOMIOLUMOHHbIA Noaxo4 Lupe, OH Mo3BonsaeT
CTaBUTb 3ajadyn MOHMMAaHUSA MPOUCXOXAEHMSA, pac-
NPOCTPaHEHNS W NOAJAEPXKAHWS BbLICOKOW YacToThbl
naTtonormyecknx deHoTunoB B nonynsauusx. B Ha-
CcTosAllel cTaTbe Mbl MOMbITANUCh KpaTtko o0606WnTb
COBpEMEHHbIe NpefcTaBieHns o6 3BONOLUMUN reHeTU-
Yeckoro pa3Hoobpasus Yernoseka, O4ePTUTb KOHTYPbI
3BOOLMOHHON MEAWLMHbI, MPOUNMCTPUpOBaTh He-

KOTOPYH 3BOMIOLUOHHO-MEANLMHCKYIO npobnemaTnky
PSOOM COBPEMEHHbIX KOHUENUMA U COBCTBEHHbIMU
AaHHbIMU.

FeHeTuka npoucxoxaneHus n pacceneHus
COBpPEeMeHHOro 4yesfioBeka

CoBpeMeHHbIe UCCrefoBaHUs reHeTUYeCcKoro pas-
HoOOpa3us B MonynsumMsix YernoBeka Ha OCHOBE Morne-
KyNSIPHO-reHETUYECKMX  OaHHbIX  PEKOHCTpyMpoBanu
npoueccbl NPOUCXOXAEHUS U pacceneHusa Homo
sapiens no TeppuTopnM 3emMHoro wapa. CornacHo KoH-
CEHCYCHbIM NpeAcTaBneHnsamM o cunoreorpadum n du-
TNOrEHUN TNVHUIA  YHUPOAUTENbCKUX YYaCTKOB FeHoMa
yenoseka (MuToxoHApuanbHoi OHK n HepekoMOUHaHT-
HOW YacTn Y-XpOMOCOMbI), @ TakkKe AaHHbIM MO LUNPO-
KOreHOMHbIM HabopaM OAHOHYKNEeOTMAHbBIX MONUMMOop-
duamoB (SNP) 1 gaHHbIM O CEKBEHMPOBAHMMU MOSHbIX
reHOMOB reHeTuyeckoe pasHoobpasve Hallero Buga
BOCXOAUT K NPeaKoBON adprKaHCKON nonynsuum, fon-
roe spems obuTaBLUEN B YCNOBUSAX TPOMUYECKOro Kru-
MaTa N UMeBLLEA HEBOMbLLYIO (OT HECKOMbKMNX COTEH A0
HECKOMbKMX ThICAY YeNOoBEK) YNCNEHHOCTD [7, 8]. Bpems
CXOXAEHWSA reHeTnyeckoro pasHoobpasns yenoseka no
YHUPOAWTENBCKAM NIMHUSM K HauMeHee ApeBHeMy 006-
Lwemy npeaky oueHusaetca B 100—200 Teic. neT, a Bpe-
MS Hayana pacceneHns COBPEMEHHOro 4eroseka M3
Adbpukn 1 akcnaHcum yucrieHHoctn — B 50-100 ToiC.
net. lNMocnegHve aHHbIE NO CEKBEHVMPOBAHUIO MOMHbLIX
reHOMOB HeaHAepTanbLla W [AEHWCOBCKOro YeroBeka
nokasanu BO3MOXHOCTb rmbpuansaumm Homo sapiens ¢
napannenbHo CyLecTBOBaBLUMMW OPYrMK  BUAAMMU
poga Homo [9-11], Tem cambIM NOABEPTHYB COMHEHUIO
rmnoTesy HefaBHEro adpMKaHCKOrO MPOUCXOXAEHWS
COBPEMEHHOro YenoBeka B Nonb3y MOAENU MyrbTupe-
rMoHanbHoOn aBonounn (rMbpran3aLnMoHHOK MoAENW)
(cm. [12]). OpgHako 3aduUKCMPOBAaHHbLIA BKMag APYrux
BWAOB B reHoOHA COBPEMEHHOrO YenoBeka HeBernuk
(He npeBbIWAET gonen npoueHTa); u dakT rmbprnansa-
uun Homo sapiens ¢ HeaHpepTanbLeM 1 AEHUCOBCKUM
YernoBEKOM, KOTOPbIA MOXHO CuYUTaTb AOKa3aHHbIM, He
OTMEHSIET MNPEACTaBMEHNA O HeAAaBHUX adPUKAHCKUX
KOPHSIX reHEeTUYeCKoro pasHoobpasus yenoseka, Mony-
YEHHbIX B pamKax yHWPErMoHanbHoW rmnoTesel, a nuilb
JOMNOSHSIET €ro, Aenas KapTUHY 3BONIOLMM HaLLero Bu-
pa bonee crnoxHoi. lNpumeyaTensHO, YTO COBPEMEH-
Hbl€ MOMEKYNAPHO-TeHeTUYECKNE AaHHble POPMUPYIOT
npeacTaBneHns O MPOVCXOXAEHUN U paccerneHun Ye-
1noBeka, He MpoTMBOpeYaLyne KNacCUYeCcKUM AaHHbIM
no 6enkoBbIM Mapkepam 1 AaHHbIM CMEXHOW oTpacnu
3HaHUS — NaneoaHTPONoNoruu.



Pa3zoen 1

CpenoBbie U3MEHEHUS U NPeAnoChLIKA
ansa a,qanTMBHOﬁ 3BOJIIOLUU FreHEeTU4YeCcKoro
pa3Hoo6pa3us

B xoge paccenenunsa ns Apukn CoOBpeMEHHbIN Ye-
TNOBEK, 3aCenuBLUMIA BCE KOHTUHEHTBI U BCE KNUMaTuye-
CKWE 30Hbl, CTOSKHYNCS C rnobanbHbIMWM CpesoBbIMU
Bbl30BaMu, CO34aBLUMMU MPEANOCHINKA ANs aganTuB-
HOWA 3BONIOUMUM reHeTudeckoro pasHoobpasmsa [13].
Mpouecc 3aceneHust OpyrMx KOHTUHEHTOB W [pYrux
KnMaTuyeckux 30H, HavaeLumiica nopsgka 70 Teic. net
Hasag W 3aKOHYMBLUMICA 3acerneHvem AMEpUKU OKOIo
20 TbIC. NeT Hasag W NOCNegHUMU MUTpPauUMsMK Ha OT-
AaneHHble octpoBa OkeaHun okono 2 TeiC. feT Ha3ag,
notpeboBan agantauuyM K KriumaTtoreorpadguyeckum
yCroB/sIM HOBOW cpeabl obuTaHusi. Bo3HukHOBeHMWE
CEnNbCKOro X035INCTBA 1 NEPEXos OT KyNbTyp OXOTHMKOB
n cobupartenenn K KynbTypam CKOTOBOA4OB W 3emne-
OenbLeB, COMPOBOXAABLUMIACA ObICTPOW 3KCMaHCKEN
ymcneHHocTn HaceneHus okono 10 Tbic. neT Hasag,
NPVBENU K PE3KON CMeHe AneTbl U HeobxoammocTu
aganTaummn K U3MEHMBLLENCS CTPYKTYpe NMUTaHUSA U Me-
Tabonuama. B anoxy Benukux reorpacuyecknx oTKpbl-
TUN N nepecenexnsa Hapopos (okono 500 neT Hasagn)
MaccoBble MurpaumMm OyKBanbHO B TEYEHWE OJHOro
NMOKOMEHNS Pe3Ko MeHANn cpedy obutaHua GonbLumx
rpynn HaceneHus, HanpUMep NPV KONoHU3aLumMmn AMepuKm
1 BbIBO3e padoB u3 3anagHon Adpukm B HoBbili CeerT.
MocnegHum rnoGanbHbIM BbI3OBOM Cpefbl SBUMMCH Mpo-
MbILLIEHHas PEeBOMOLUNMS, 3arps3HeHNe cpedbl U nosiBe-
Hve 6onbLIOro YMcrna HOBbIX XWMUYECKMX BELLECTB, He
CyLLECTBOBaBLUMX paHee B npupoge. Pasymeercs, reHo-
(OHA Kak OTHOCUTENBbHO MEAJIEHHO 3BOMOLMOHUPYOLLAs
cuctema, a Tem Gonee reHom Yernoseka He CrMOCOGHbI
M3MEHUTLCA NOA, AaBMNEHUMEM CPeoBbIX (HaKTOpPOB 3a
HebonbLIOe YMCMNO MOKOMEHU N BbICTPO OTBETUTL Ha
cpenoBble BbI30BbI, OAHAKO Crefbl afanTUBHOW 3BOIO-
LK, CBSI3aHHbIE C PaHHUMK CODBLITUSIMW — pacceneHnem
YyeroBeka, aganTauvei K CMeHe NUTaHWsa B 3MoXy Cerlb-
CKOXO3SIACTBEHHOW PEBONOLMM, BMOSMHE MOryT ObITb
NpeAMETOM Nnoucka 1 reHeTudeckoro aHanmsa. O6partHoi
CTOPOHOWN afanTUBHbIX U3MEHEHWUI MOXET ObiTb «BblLLE-
NreHNe» reHeTUYECKO N3MEHYMBOCTHU, ONpeaensioLLei
NOABEPXKEHHOCTb K pacnpocTpaHeHHbIM 3abonesaHu-
AM, NPOSBNAOLLEECcs Kak BbiCOKas YyactoTa psga MHO-
rocbakTopHbIX SonesHel.
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CTpyKTypa reHeTU4ecKoro pasHoo6pasus
B COBPEMEHHbIX NOonynsiuusx yenosBeka

OBOMOLUMOHHAA MCTOPUS FTEHETUYECKOro pasHoob-
pa3ns B COBPEMEHHbIX MOMYyNALUSX YeroBeka, CroXuB-
lwasica B pesynbTate pacceneHus u3a Adpukm u no-
crnepylowmx  MUrpauMoHHbIX cobBbITWIA, npuBena K
hOPMMPOBAHNIO YETKO CTPYKTYPMPOBAHHOW  KapTUHbI
nonynsAUMOHHbBIX B3auMOOTHOLLEHM. Hanbonee obLien
3aKOHOMEPHOCTbIO OpraHM3aum reHETUYECKOro PasHo-
obpa3ns B MonynaumMax Yeroseka SBMSETCS ero crtporas
reorpacdmyeckas CTPyKTYPUPOBAHHOCTb, MPOSBMsAOLLAsn-
CA KaK knactepusaums reorpadpuyeckn 6nuskmux nonyns-
LUMIA 1 KNMHanNbHOE M3MEHEHVEe YacToT annenen u rere-
po3urotHocTW. MNpuymHa TakoW KapTUHbI 3aKioYaeTcs B
TOM, YTO FMaBHbIMW ABWKYLLMMWA CUNAMN MUKPOIBOIHO-
Lmu B xofe paccenerust 6binu murpaumm, gpend reHos 1
nsonauma paccrosHvem [7]. CueHapuin nocTeneHHoro
3aceneHns KOHTMHEHTOB U UX PErMOHOB NMoApa3ymeBaeT
nocnefosaTenibHble akTbl MUrpauui, apevda n msons-
LMK C NocneayroLMM YMEepeHHbIM NOTOKOM FreHOB MeXay
6nmskvmn nonynaumsamu. MNpu 3ToM ponb aganTUBHOW
3BOSMOLMN, OMOCPEAOBaHHON eCTECTBEHHbIM OTOOPOM B
Macwitabax BCEro reHoma unm reHodoHaa, BEPOSTHO,
CKpblTa 6onee MOLUHbIMW HENTPanbHbIMY dhakTopamu.

[eorpadpmyeckas CTPyKTYpUPOBAHHOCTb FEHETUYE-
CKoro pasHoobpasvsa nposABNAETCA NpaKTUYeCKn Ha
nobbiX npeacTaBUTENbHbIX BbIOGOPKAX rEHEeTUYECKNX
MapKepoB MOOro TmMna; Ha pasnuMyHbiX MacliTabax —
oT rnobanbHoro Ao CyOpernoHanbHOro — 1 Ha pasnuny-
HbIX eduHMLax HabnogeHns — nonynaumsax Unu uHAN-
BMAyanbHbIX reHomax. [lpumepom reorpadumyeckoro
naTTepHa pa3Hoobpasus SBNAETCH NPOBEAEHHbIA HaMK
aHanm3 200 Teic. SNP B 79 MupoBbIx nonynaumsax (He-
onybnvkoBaHHbIe AaHHbIe). PacnonoxeHne nonynaumn
B NPOCTPAHCTBE ABYX NEPBbIX MMaBHbIX KOMMOHEHT Yac-
ToT 200 ThIC. MapKepoB, pacnpefeneHHbIX Mo Bcemy
reHoMy, NPaKTUYECKN UOEHTUYHO reorpadm4eckoi Kap-
Te Kak B maclutabe Bcero mupa (puc. 1,a), Tak n B mac-
wrabe Espasum (puc. 1,6). NHamBmayanbHble reHOMbl
MOBTOPSAOT Ty Xe& KapTuHy, KoTopas dopmupyeTcs B
OCHOBHbIX YepTax yxe npu Heckonbkmx gecsatkax SNP,
cnyyariHo BbIBpaHHbix 13 200 Tbic. [Byms rnasBHbIMU
akTopamn, 0OBACHSAIOWMMKN B AaHHOM crnydae Gonee
40% BapnabenbHOCTN YacTOT annenein, ABnaTCs reo-
rpacduyeckne napameTpbl — LUMPOTA U JONroTa.
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Factor 1: 35,12%

6

Puc. 1. MNpocTpaHCTBO rnaBHbIX KOMNOHEHT YacToT annenen 200 Teic. SNP B MupoBbIx nonynsauusax: a — 79 nonynsuvin mupa; 6 —
66 nonynsuuin EBpasun (Te e nonynauum, YTo 1 Ha puc. 1,a, 3a ncknoyeHmem nonynsauuin Adpuku, Amepukm n OkeaHun)
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Puc. 2. KnnHanbHoe nsameHeHmne reHeTuyeckoro pasHoobpasus (cpegHen retepoanrotHoctv 200 Teic. SNP) B EBpasun

YKkasaHHasi 3aKOHOMEPHOCTb pacnpeneneHns reHe-
TWYECKoro pasHoobpasns B MnonynAuMax 4eroseka
VUMeET ABa [MaBHbIX CreACTBUS, MOATBEPXKAEHHbIX 3KC-
nepumeHTanbHo. Bo-nepBbix, YenoBeK xapakTepuayeT-
Csl OTHOCUTENbHO HU3KUM YPOBHEM TEHETUYECKON
AnddepeHumaumy NonynsaumMin_ Npyu BbICOKOM YpPOBHE
BHYTPUNOMYMSALUMOHHOIO pasHoobpasms. [ons mexro-
NYNAUNOHHBIX TEHETUYECKUX OTNUYMIA B 0oBLLUEM pasHo-
obpasun B macwtabax HaceneHus mvpa He npeBbilla-
et 10-15% (cm. [7]). B yacTHoOCTM, B MpUBELEHHOM
Bbllle MpvMepe aHanusa 79 MUPOBLIX MONyNAUMiA Mo
200 tbic. SNP rnobanbHbill ypoBEHb MOAPa3feNeHHo-
ctn nonynauuii coctaenset 11,4% (Fst=0,114). Bo-
BTOPbIX, HA YPOBHE BCEr0 FEHOMA WU Ha HECABUHYTbIX
BblbOpKax HeWTpanbHbIX MapkepoB Habntogaetcst no-
CTEeNeHHOe (KNMHamnbHOE) yMEHbLUEHNE FeHEeTNYECKoro
pa3Hoobpasuns oT ueHTpa npoucxoxaeHus (Adpuku) Ha
nepudepwto apeana. Npuvep Takon kapTuHbl Ansa Es-
pasun, nonyyeHHon Hamu ¢ nomoubio 200 Teic. SNP,
npvBeeH Ha puc. 2.

Bone3Hu yenoBeka B 3BOJIIOLMOHHOM KOHTEKCTE

PasymeeTcs, cnegyeT oxuaaTb, YTO CMOXMBLUASCA
3BOJIOLMOHHO KapTMHA FEeHETUYEecKkoro pasHoobpasus
OTpaXaeTcst M Ha TOW YacTW FEHETUYECKOW WU3MEHYMBO-
CTW, KOTOpasi MMEET OTHOLLEHNE K OOMnesHsM YernoBeka.
Mpy 3TOM MOXHO MPEAMNONOXWUTb, YTO €Ccnu «reHbl 6o-
ne3Heny» He CBA3aHbl C aganTauuen K rmobanbHbIM cpe-
[O0BbIM BbI30BaM, TO OHW JOIMKHbI BECTU Ce0S TaK e, Kak
N OCHOBHasi 4acTb reHoboHAa, T.€. reorpacduyeckn 6nms-
Kve monynsumyM AOoMmkHbl obnajaTb CXOAHbIM CrEeKTPOM
MyTauWi NpY MOHOTEHHbIX OONE3HAX UM CXOAHbBIM CreK-
TPOM COCTaBa W YacCTOT FEHETMYECKUX MapKepoB Moa-
BEPXXEHHOCTVM K pPacnpOCTPaHEHHbIM MHOrogaKToOpPHbIM
3aboneBaHnsaM. B TO ke BpeMs ecrniu reHeTndeckas Kom-
noHeHTa 3abonesaHuii obnagana aganTUBHOW 3HAYMMO-
CTblO, ANs «reHOB BONe3HN» MOXHO OXUAATE HApYLUEHWS!
obLyen 3aKOHOMEPHOCTMN reorpadn4eckoro CTpyKTypupo-
BaHWNS FEHETUYECKOro pasHoobpasns BcrencTeue Oonb-
LUel ponn ecTecTBEHHOro otbopa Ans 3ToN YacTu reHo-
Ma MO CPaBHEHWU C HEWTpanbHbIMU Mapkepamu WUnm
06LLEereHOMHOIN KapTUHOM.

B nutepatype gocraToyHo NnpvMepoB NepBoro nat-
TepHa — MOXHO Ha3BaTb 6nn3ocTb cneKkTpa un 4acTtoT

MyTauWin Npyu MyKOBUCLMAO3E B MOMYMsLMUSIX EBPOMNEO-
MAHOro npovcxoxaeHus [14] wnn aTHOTeppuUTOpManb-
HYl0 CTPYKTYPVMPOBAHHOCTb CMEKTpa 4YacTOT MapKepoB
M®3, accoummpoBaHHbIX ¢ GONE3HSIMU NO AAHHBIM LUK-
pokoreHoMHoro aHanusa accouuauuin (GWAS) [7, 15].
BTopol cueHapuii TOXe BbISBNAETCS B 3KCNEPUMEH-
TanbHbIX OaHHbIX KaK ANS MOHOreHHbIX 3aboneBaHui
(knaccmyecknii npumMep — PacnpoCTpaHEHHOCTb reTepo-
3UFOTHOrO HOCUTENbLCTBA MyTaLMiA B reHax remornobu-
Ha MpW CEeprnoBUAHO-KNETOYHONW aHemun un 6GeTa-
TanaccemMmm B panioHax pacrnpoCTpaHEeHUs Manspuu
(cm. [8, 16]), Tak n ans M®3. OgHUM 13 NPUMEpPOB Ha-
pyLLUeHMS reorpadryeckori CTPYKTYPUPOBAHHOCTU Yac-
TOT MapkepoB npu M®3 sBnsOTCA YacToTbl FEHOB NoA-
BEPXEHHOCTN K ayTOUMMYHHbIM U UMMYHO3aBUCUMbIM
OonesHsaM, OeMOoHCTpupyowme 3ddeKT AekaHanmsa-
LN TEHOM-(PEHOMHbIX OTHOLLEHWI, OMOCPEAYHOLLMX
UMMYHHbIA OTBET, Nop AEWCTBMEM ajanTtauumn K rro-
©anbHbIM cpepoBbiM thakTopam [17].

AHanun3 6onesHen Yenoseka B 3BOMOLIMOHHOM KOH-
TEeKCTe NPeACTaBnsAeT 3HAYUTENbHbBIA UHTEPEC C TOYKM
3peHUs Moncka reHoB 1 MapkepoB OonesHen NCXoasa 13
3BOJIOLIMOHHBIX KOHLIEMNLMIA, COCTaBNsAs OAUH U3 pe3ep-
BOB OOHapyXeHUst «yMyLUEeHHOW HacrnegyemocTu» npu
M®3. Mpn aTOM yyeT 3IBOMOLMOHHBLIX (DaKTOPOB A0-
6aBnseT ewe ogHy pa3mepHOCTb K PEHOMEHY CMOXHO-
CTU CrnoXHoHacnegyembix 3aboneBaHui un TpebyeT
crneunanbHoro BHUMaHus npy oopmMmpoBaHnm paboyei
rMnoTesbl M NNaHUPOBaHWM AM3aliHa WCCNefoBaHus.
Mpumep CTPYKTYpbl TUMWYHOTO accouMaTUBHOIO uccne-
[oBaHus npueBefdeH Ha puc. 3. B gusanHe «cnyvan —
KOHTpOnby» HabupaeTcst rpynna OorbHbIX C OMNpeaeneH-
HbIM (PEeHOTMMOM, B KOTOPYHO M3-3a 6onbLUoi ponun cpe-
[0BbIX (PAKTOPOB, KIMHNYECKOW N rEHETUYECKOWN reTepo-
FEHHOCTU MpakTuyeckn nboro cnoxHoro 3abornesaHus
C Heun3beXHOCTb0 NoMnagalT M MHAMBMAOBI CO CXOAHBIM
eHoTMNOM, HO OpYro aTvonorvein 3abonesaHus. 3a-
TEeM, UCXOASA M3 rMnoTesbl paboTel, BbIONPAKOTCA reHeTu-
YecKMe MapKepbl, FreHOTUNMPOBaHME KOTOPbIX Y BomnbHbIX
N B KOHTpOre Mo3BOMNseT caenaTb BbIBO4 O CBA3W (acco-
umaummn) mapkepa 1 6onesHu. MNpu aTom dyHaameHTom
3HOOMEHOTMNNOB, neXawmx B OCHOBE KOMMJIEKCHOW
OonesHn, sIBNSIeTCA OrpoMHoe pasHoobpasve B3anumo-
OENCTBYHOLUMX FrEHETUYECKNX N CPefoBbIX (hakTopoB.
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Puc. 3. CxemaTuyeckoe npefcTaBneHne B3aMOLENCTBUS CPEedOoBbIX, FEHETUHECKNX, SMUrEHETUYECKUX U MUKPOSBOMIOLIMOHHBIX hakTo-
poB B naToreHese CroXHoHacrnegyemblx 3aboneBaHuii, a Takke Au3aiiHa accouuMaTUBHOIO MUCCefoBaHUA «Crydail — KOHTPOmMbY
(no [8], ¢ n3MeHeHUsiMu)

[eHeTnYeckne hakTopbl paHXUPYHOTCA OT annenen ¢
MUHUMAIbHBIM 3 HEKTOM A0 BEPOATHBIX AN HEKOTOPbIX
(hEHOTUMNOB «rMaBHbIX FEHOBY», a (hakTopbl cpedbl — OT
nonynsUMOHHO-CNELUMPUYHBIX 0 CEMENHbBIX U UHANBK-
AyanbHbIX. [eH-TeHHble B3aMMOLENCTBUS, B3aUMOLEN-
CTBUSA MEHOB U Cpefbl U 3NUreHeTU4Yeckme MexaHu3mbl
perynsumuy, B CBOIO OYepefb TakkKe HaxoAsLmnecs nog,
BIUSIHUEM TFE€HETUYECKOrO KOHTPOSS U CPELOBbLIX CUr-
HanoB, TOXe SABMAITCA akTopamu, AOMOSNHSAKLLMMU
obLyto kKapTuUHy hopMUPOBaHUS 3HAOMeHOTMNOB. He-
HanpaBfieHHOe [eCTBME MUKPOIBONOLMOHHBIX dak-
TOpPOB (MyTauui u gpenda) obecneymBaeT cryvaHyo
N3MEHYMBOCTb FEHETUYECKON KOMMOHEHTbI OonesHu,
TOr4a Kak HanpaBrieHHOE BrsHWE Cpefbl Ha reHeTnde-
CKYIO KOMMOHEHTY (beHOoTMNa onocpenyeTcs AeNCTBUEM
ectecTBeHHoro otbopa. BeisBneHue ero ponu B 6ones-
HAX Ha (QOHE HEWTpanbHOW 3BOMKOLMMU YaCTOT FEHOB,
ChOPMUPOBABLUNX OCHOBHOW BEKTOP TEHETUYECKOW
N3MEHYMBOCTU B MOMNYyNSLUSAX YernoBeka, U NpeacTas-
NSeTC OAHOW M3 rMaBHbIX NPobnem 3BOMOLMOHHON
MeONLIMHBI.

OBonounoHHas MeguuuHa. OnpegeneHue
M KpaTKasi uctopus

YTo Takoe aBOMOLUMOHHAS MeauumHa? OTo noaxoa
K M3YYEHUIO MEXaHW3MOB W pacrnpoCTpaHEHHOCTH
©onesHel B 3BONMIOLMOHHOM KOHTEKCTE, KOTOPbIA MO-
CTENEHHO CKragblBaeTcs B HOBOE hopmupytoLleecs
HanpaBlieHNE Ha CTblke FMeHETUKM YerioBeKa 1 3BOJto-
LMoHHoW Buonoruu. B nutepatype npucyTCcTBYIOT pas-

NYHbIE OMpefeneHns 3BOSIOLMOHHOA MeOWMUMHbI, HO
BCE OHW copepXaTenbHO OnM3KM 1 Mpu 3TOM AOBONBHO
LMpoKnU. Tak, oAWH M3 OCHOBOMOJIOXHUKOB 3TOr0 Ha-
npaeneHns CtuseH CTEPHC B pedakTOpPCKOW cTaTbe K
nepeomMy BbINycKy XypHana Evolution, Medicine, and
Public Health nuweT: «MogobHo dusmke n xummm, 3Bo-
nounst — pyHaamMmeHTanbHas Hayka, KoTopasi NpoHMKaeT
B MeAWUMHY U MO3BOMSET NONy4nTb 0OBACHEHUSA BCe-
My, C YEeM Mbl B HEl CTankmBaemcs. OBOMOLMOHHAsA
(Mrv papBuHOBCKas) MeAuLMHa, TEM CaMbIM, BKMOYaeT
nobyto obnacTtb, raoe 3BONOUMOHHAS MbICMb NponunBa-
€T CBeT Ha MeguuUVHCKME W  3nNuAEMMUOIOrMYeckme
npobnemsbl» [18]. Brin3koe onpeaeneHve AaHo M B No-
cnegHemMm, BTOpPOM, Wu3gaHuMM pykoBoacTBa Human
Evolutionary Genetics: «MbiluneHne B TepMuMHax 3BO-
NOUMA  MOXET NPOSACHUTb TEHETUYECKUA naHawadT
KOMMIEKCHbIX 6onesHen, NOAXOA KOTOPbIA HasbiBaeTcs
3BOMOLUMOHHON MEAULIMHON. OBOMOLMOHHAA MeauLmHa
€CTb MPUINOXEHNE 3BOMOLMOHHON TEOPUU K MOHUMA-
HUIO 300pOBbst U GonesHeln» [8]. MpumeyaTeneHo, YTO
ecnv nepsoe msgaHue 3Ton moHorpadum B 2004 rogy
copepXano nuvib HebombLUyo CTPaHUYHYI BCTaBKy,
o6o3HayeHHyto kak «[JapsuHoBckas meguumHa» [16], To
BTOpoe usgaHve cnycts 10 neTt BknoYvaeT uenyw rna-
BY, HA3BaHHY «OBOMOLMSA N KOMMMEKCHbIE BonesHn».

MoXHO 3aKknounTb, YTO SBOSMOLMOHHAA MeAULMHA
paccmaTpuBaeT COOTHOLUEHUE 3[00pOoBbe — OonesHb B
3BOJIOLIMOHHON NepCrneKkTMBe. JTO eCTb MOMbITKa MOHU-
MaHVsi MEXaHW3MOB BO3HWKHOBEHUS U pa3BuTUst Oo-
ne3Heln, CBSA3N reHeTUYeckoro pasHoobpasusi ¢ bones-
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HSIMW B paMKax COBPEMEHHOIN TEOPUM 3BOSOLIMMN N KOH-
Lenuuin  3BONOLUMOHHOM  Buonornn. 3BonOLMOHHAasA
MeauMuMHa — OAMH M3 KOHLUEeNTyanbHbIX MOAXOA0B K
aHanu3y 1 OCMbICIEHMIO MHDOPMaLUK, reHepMpyeMOoNn
COBPEMEHHBIMW -OMHBIMU TEXHOMOTMSIMU — MOSHOre-
HOMHBIM CEKBEHWPOBAHWEM, TPAHCKPUMTOMWUKOW, 3MK-
reHOMUKOW.

HecmoTpsa Ha cBoli HechopMMpPOBaBLLMIACSA CTaTyC,
3BOMOLMOHHAA MeAMLUMHA UMEET LOBOSbHO AABHIOH
npegpicToputo. epBbiM, KTO KCMonb3oBan TEPMUH
«OapBMHOBCKas MeauumHa», Obin cap BeHngxamuH
Yopn PwyapacoH, 6putaHckuii Bpad n cusmonor. OH
NPUMEHWI 3TOT TEPMWH B OAHOW M3 CBOUX cTaTei
B 1893 r., npaBaa, He B OTHoweHMM Yapnb3a [JapsuHa,
a B OTHOLUEHWM BO33peHuid ero gepa Opasma [19].
Opa3m JapsuH B 1794 r. onybnvkoBan MOHyMeHTanb-
HbIn TpyA «3ooHomusa» [20], B nepsom absave KoToporo
nucan: «Llenbto cnegytowwmx cTpaHuL SBNAETCS NonbIT-
Ka pedyuvpoBaTb (PaKTbl XM3HW XUBOTHBIX B KNacchbl,
NOPSAKU, XaHpbl U BUAbI, W, CPABHMBAsA UX APYr C APY-
rom, NPUOTKPLITbL Teoputo bonesHer». CnycTs HeCKOIb-
Ko gecatunetmun Yapnba JapsuH Hanucan «lMponcxox-
[eHvie BULOB NyTeEM ecTecTBeHHoro otbopa...» [21], n B
koHuUe XIX — nepBoii nonosuHe XX B. ugeun gapBuHn3Ma
B MeauuMHe Obinu [oBONbHO MonynsipHbl. McTopuku
HayKM HasblBalOT 3TOT MNepuon, MUK KOTOPOro Mpuxo-
aunca Ha 1920-1930-e rr., MeQUUMHCKMM LapBUHU3-
MoM [22, 23]. MeanumHCKuiA fapBYHU3M paccmaTtpuBarnl
OonesHb Kak pesynbTaT NPOSBMNEHNS NPU3HaKoB, n3be-
XKaBLUMX ecTecTBeHHoro otbopa. CoBpemeHHas xe
3BOJIOLIMOHHAs MeAVLIMHA paccMaTpuBaeT 6onesHb Kak
(heHOTMN, BO3HUKLUMIA NOA OEVWCTBMEM SBOMHOLMOHHBLIX
akTopoB (He Tonbko oTHOpa), a MHorga U NOAdEPXKM-
BaeMbI UMK.

CoBpeMeHHOe Npo4YTEHVE TEPMWH «AapBUHOBCKas
MeguumHa» nonyynn B cepepmHe 1990-x rr. ¢ ony6nu-
KOBaHUEM HECKONMbKUX MOHOrpacduii, 3anoXmuBLUMX OC-
HOBbl HOBOW 3BOJIIOLMOHHON MeauumHbl. B 1994 r. OblI-
na wuspgaHa kHura PsHpgonbda Hecce wu [Ixoppxa
Yuneamca Why we get sick [24], 4yTb no3gHee nosisu-
nuce Evolution in Health and Disease nog pegakuven
CtueeHa CtépHca [25] n Evolutionary Medicine BeHgpl
TpeBaTaH n coaBTOpoB [26]. TepMUH «papPBMHOBCKas
MeauuMHa», OO CUX MOP MHOTrAa WCnonb3yemblii (Ha-
npumep, Tem xe Hecce n ero LUKOMown), NOCTeneHHo
YyCTyNaeT MeCTO TEPMUHY «3BOMOLMOHHAA MeauumHay,
packpbiBatoLLiemMy Oonee LUMPOKY TPaKTOBKY BonesHei
B pamkax pasfunyHbIX 3BOMHOLMOHHBLIX KOHLEMNUMA, He
TONbKO HEOAAPBUHUCTCKUX.

[Mporpeccy 1 NoCTeENeHHOMY CO3pPEBaHUIO 3BOMHO-
LIMOHHOW MeAMUMHbI B OTAENbHOE HanpaBrieHUe crio-
cobcTBOBaNM [OCTVKEHWUS COBPEMEHHON TEHOMUKM,
NPOU3BOAHbIX -OMUK U cucTeMHon Buonorun. meHHo
Heo6X0AMMOCTb KaK-TO MOHATb U OOBACHUTL Hakanmu-
BalOLUMECS [aHHbIE C TOYKM 3PEHUSI COOTHOLUEHNS 34,0-
poBbe — 6oMe3Hb U BbI3BANO BCMIECK MHTEpPEca K 3BO-
TNOUMOHHOW  MeauuuHe. Cpean  OOCTUXKEHWUA 3TOro
HanpaBneHus B nocnegHne rogbl MOXHO HasBaTb nep-
BblA MOMHOMEHOMHbIA MOUCK CUrHaNoB €CTECTBEHHOro
oTOopa B reHome 4yeroBeka [27], OTKpbITUE OpdaHHbIX
reHoB y yernoseka [28], MONHOreHOMHOE MCcCneaoBaHne
CWrHanoB agantauuu Kk knumarty [29].

Mpo6nembl 3BONOLUOHHOW MeAULIMHbI

KakoB kpyr npobrnem, paccmaTpvBaemblii 3BOIHO-
LMOHHOW MeAuUMHON? 34ecb YMECTHO BCMOMHUTb Tak
Ha3blBaeMble «YeTbipe Bonpoca TuHGepreHa» [22].

HoGenesckun naypeat 1973 r., HemeuUKuin 3o00M0r u
aBontoumoHncT Hukonac TuHGepreH korga-to cdhopmy-
nvMpoBan YeTbipe BOMpoca, OTBETOB Ha KOTopble TpebyeT
nonHoe Owonoruyeckoe onucaHve npusHaka [30]. [ea
BOMpOCa OH HasblBarn NpukNagHbIMK (proximate) n aesa —
3BOMOLUMOHHBIMU. K npuknagHeim TuHOepreH oTHocun
BOMPOChI O MexaHu3Me (KakoBa CTPYKTypa M KOMMo3nuums
npusHaka n kak oHa paboTtaeT?) n OHTOreHMM — Kak npu-
3HaK pasBuBaeTcs y uHamempa? K 3BOMHOUMOHHBIM, MO
TvHGepreHy, OTHOCATCS BOMPOCHI O PUMOreHUn (Kakosa
3BOJIOLMOHHAA WCTOpPUS MpU3HaKa?) W  CEeNEKTMBHOM
npevmyLLecTee (Kak Mpr3Hak npobuncst cKBo3b CUTO ec-
TecTBeHHoro otoopa?). CobCcTBEHHO, B 3TOM Mone U Ha-
XOASATCH Npobrnembl, paccMaTprBaeMble 3BOSOLMOHHON
MeamumHon. Cpean npobriem, pasBrMBaeMbIX B pamKkax
KOHLIENUWIA 3BOMOLIMOHHOW MEAULIMHBI, MOXHO Ha3BaTb:

— pornb 3BONIOLMUN FEHETUYECKOro pa3Hoobpasns B
onesHsAx, B TOM 4uCre Mouck reHoB n mapkepos 60-
Ne3Hen NCXOASA N3 3BOMOLMOHHBIX TMNoTeS;

— KOHLENUUM «KHECOOTBETCTBUS» FTEHETUKN 1 Cpeabl —
MeZaJIEHHON 3BOOLMMN YacTOT reHoB 1 BbICTPOro nsme-
HEeHUs cpefoBbIX haKTOpPOB;

— 3BOJIOLMOHHBIE  NOAXOAbI
Ovonorum 1 MeanumnHe;

— 3BOJIIOLIMOHHbBIE OCHOBbI AereHepaTuBHbIX 6ones-
Hel 1 npouecca CTapeHus;

— KO3BOINIOLMSA NaToreHa n Xo3svHa npu UHAeKLm-
OHHbIX DONE3HSAX;

— «CpaBHWTENbHas MeaULUMHaY — UCcrefoBaHue npo-
Ornembl 300poBbsS M GOME3HW NPU CPaBHEHWU FEHOMHO-
(PEHOMHBIX B3aVIMOOTHOLLEHWIA Y pasHbIX BULOB UMK Npu
CPaBHUTENBHOM aHanv3e reHOMOB (HanpuMep, BbIsB-
neHne «opdaHHbIX» reHOB 1 UX pornu B 6onesHsXx).

lMprumeyatenbHo, 4TOo npobnemsl, koTopble TWH-
OepreH HasbiBan npuknagHbIMK, TOXE MonagawT B
«3BONIOLUMOHHOEY none 3peHus. Tak, pas3BMBaloTCH
npeacTaBneHuss 06 3BONOLNOHHO-OHTOrEHETNYECKOM
acnekte bonesHen Yenoseka, BKMOYas mMccrieqoBaHue
CENEKTUBHbIX MPOLIECCOB B Npegenax oTAenbHbIX TKa-
Hel 1 KneTok opraHnama B natoreHese M®3 («oHTOre-
He3 BonesHen» [6]).

B PEnpoAyKTVUBHOW

HekoTopblie KOHLENUUn ponu 3BOSTHOLMOHHBLIX
cthakTOpOB B GONE3HsIX YenoBeka

[MpUMeHNTENBHO K MWKPO3BOMOLMOHHBIM NpoLec-
cam B nonynauusax Yenoeeka paspabaTtbiBanncb 1 pas-
pabaTbiBalOTCA pas3fnnyHble TEOPETUYECKME KOHLENLMM
W rnoTesbl, packpblBaloLiMe BO3MOXHbIE MEXaHWU3Mbl
Aenctena oTbopa B OTHOLLEHWUW CTPYKTYpbl reHodoHAa
1 cheHodoHAa nonynaumin Yenoseka, B TOM Yncrne Mo-
HOTEHHbIX W XPOHWYECKMX pPacrnpoCTpaHeHHbIX Gones-
Hell. B pspy BaXHbIX TEOpeTMYECKUX MnpeacTaBneHui
crnepyeT OTMETWUTb KOHLENUMIO KaHanu3aumn YOopauHr-
ToHa [31], npeactaBnenns LlmanerayseHa o crabunu-
3upyroem otbope [32, 33], koHUenumio AnTyxosa [34,
35] 06 onTUmManbHOM ypOBHE reTepo3nroTHOCTW Momny-
naumun. B oTHoweHnn ponu otbopa B anuaemmuonorum
pacnpocTpaHeHHbIX 6onesHeln pa3BnBanucb KOHLENLMM
«3KOHOMHbIX FeHoBy [36, 37], «ApeidyroLLmMX reHOB» 1
psa apyrux. lMosiBneHve B nocnefHue rogbl HOBbIX
[AaHHbIX, OCHOBaHHbIX Ha MOMHOrEHOMHbIX W MOCTre-
HOMHbIX TEXHOMOrMsX, MNPVMBENO K HOBOMY BCMIECKY
KOHLIENTyanbHOro OCMbICIIEHUSI POSIN  €CTECTBEHHOrO
oTbopa B paMKax MoAXOA0B 3BOMOLMOHHON MeAULMHbI
M Moucky curHanos oTbopa B Nonynsauusx 4venoseka.
Cpeaun HOBbIX TEOPETUYECKMX NPEACTaBMEHUA MOXHO
Ha3BaTb MOAenb «NPEeAKOBOW MPeapacronoXEHHOCTUY
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(Ancestral Susceptibility) an PeHuo n XapcoHna [38],
KoHUenuuo agekaHanusaumm M'mbcoHa [39, 40]. Monpo-
Oyem KpaTKO paccMOTpeTb yKasaHHble MpefcTaBrneHns
N NX «chepy KOMMNETEHLMNY.

KoHuenuus kaHanusaumu, paspaboTaHHas aBTo-
pom TepMuHa «anureHeTuka» KoHpagom YoaanmHrrtoHom
B 40-e rr. XX B. [31] npyMmeHnTENBHO K NpoLeccam OH-
ToreHesa n pasBuBaemasi ero nocrnegosatenamu [41,
42], nocTynupyeT 3BOMLMI0 CUCTEMBI K Hanbonee cTa-
OMNBHOMY COCTOSHUIO, YCTOMYMBOMY K FTEHETUYECKAM 1
CpenoBbIM N3MEHEHUAM, MNPeACTaBlEHHOMY ONTUMY-
MOM cheHoTMNa y Gonblue Yactu nonynsumm. Takas
«KaHanu3oBaHHasy Monynsuus MakcuManbHO aganTu-
poBaHa K KOHKPETHOMY CpefoBOMY mnaHAwadTy no-
CpeAcTBOM AEeNCTBUS COOTBETCTBYHOLMX 3NUreHeTnYe-
CKUX M cpefosblx curHanos (puc. 4). bnuskn ungesam
YopavHrToHa u npeactaBneHus LvanbrayseHa o cra-
Ounuaupytowem oTtbope [32, 33], n Gonee no3gHAA
KoHuenuus Antyxosa 06 ONTUManbHOM YPOBHE reTepo-
3UrOTHOCTU MOMYyNAUMK, aBToperynMpyembsiM dakropa-
MU MONynAUMOHHON AnHamuku [34, 35].

[MpencraBneHns YoaauHrtToHa nogsepraTcsa cen-
4Yac MepeoCMbICNEHNIO B CBA3M C HakonneHnem 6orsb-
LUMX MaCCUBOB FEHETUYECKUX W FEHOMHbIX AaHHbIX Y
npobnemamm novcka reHeTU4ecknx OCHOB pacnpocTpa-
HeHHbIX GonesHen. B yvacTHOCTW, aBCTpanuMCKU uc-

cneposatenb [per WMBCOH npeanoXun KOHUENUUo
AekaHanusauun gns oO6bsCHEHUS] 3BOJSOLIMOHHBIX Me-
XaHU3MOB HaKOMJIEHMS PaAcnpOCTPaHEHHbIX 6one3Hel B
nonynsaumsax [39, 40]. KoHuenuus gekaHanvsaumu nog-
pasymMeBaeT, YTO paccerieHne 4YernoBeka 3a npenernsl
apeana npegkoBbIX MONYMALUUA HapyLIMNO KaHanuau-
POBaHHbIA ONTUMYM, MPUBENO K MPOSIBMEHUIO KPUMTK-
YecKkol (CKpbITOW, HE MPOABMAIOLENCS B KaHaANM3Mpo-
BaHHOW MONyNAUUN) TEHETUYECKOA W3MEHYMBOCTU W
MOBbLILLEHNIO 4acTOTbl CBSA3aHHbIX C HEN 3aboneBaHuiA.
CpepoBble 1 KynbTypHble W3MEHEHUSA 3a MocrnegHue
100 net (aueTa, KypeHue, 3arps3HeHVe cpedbl) elle B
fonblLUel cTeneHn caBUHYNM U3NONOrNI0 OT YCTONYN-
BbIX KaHanNM3npoOBaHHbIX MEXaHU3MOB (puc. 4).

[MnoTesa «npegkoBOM MNpPeApacnonoXeHHOCTUY
(Ancestral Susceptibility) [38] B cooTBeTCcTBMM C NpUH-
LMMNOM KaHanusaumu nocTynupyeT, YTO NpeakoBble an-
nenn 6biNM aganTUMBHLIMK AN APEBHUX MOMYNsiLWNA
yernoseka, a Npon3BoaHble — «BpeaHbiMu». C paccene-
HUEM N CMEHOW CpeaoBbIX (hakTOPOB AaBneHne oTbopa
Ha NPOW3BOAHbLIE anmnenu ynano, a NPeAKoBble annenu
cTanu annensMmy npegpacnosioXEHHOCTU K XPOHUYe-
ckum GonesHam. dakTuyecku runotesa  «npenKoBoin
npeapacnonioXXeHHOCTU» SBMNSETCS YacCTHbIM Cly4yaem
«geKkaHanusaummy, OeACTBYIOLEN B OTHOLUEHUU npen-
KOBbIX annenen.
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Puc. 4. KaHanusauus n gekaHanusaums reHom-eHOMHbIX OTHOLLUEHWIA: A — 3BOMIOLMS CUCTEMbI B FEHETUYECKOM NaHAawadTe: a —
onTMManbHasi TpaeKkTopus 3BoOLMU, 3aJaBaeMasi CpefoBbIMY U ANUreHeTUYecKUMI chakTopamu (MokasaHbl cTpenkamu); 6 — ge-
KaHanusaums 1 nepexop Ha ApYyryl TpaeKTopUio Npu UCHE3HOBEHWM OonpefeneHHbIX hakTopoB; 8 — AekaHanusaums npu nosiene-
HMM HOBbIX MOLLHBIX BHELUHUX (paKTOpOB; 5 — pacnpefeneHne KonM4ecTBEHHOro heHoTMNa B KaHanM3oBaHHOW U fekaHann3oBaH-
HOW MONyNsUMAX: @ — B KaHanM3oBaHHOW Nonynsauum 60MbLWNHCTBO MHAWBULOB NPEACTaBNEHO ONTUMAsbHbIM PeHOTUNOM (LEeHTP
pacnpegeneHust), ONst OTKIIOHEHWIA OT ONTUMYyMa Ha Kpasix pacnpefeneHust HeBenuka; 6 — B fiekaHanu3oBaHHoOM nonynsauuy fons
OTKITOHEHUIA OT ONTUMyMa Bo3pacTaeT. Ha kpasix pacnpegeneHusi, 3a NoporoM HopmaribHbIX 3HAYEHWUIA NpU3HaKka — NaTonornuyeckme
3HAodeHoTUnbI (No [40], ¢ n3mMeHeHnamMun)
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KoHuenumusa «3koHOMHbIX reHoTunosy (thrifty geno-
types) [36, 37], npeanonaratoLias HanpaBfEHHbIA OT-
Oop B ApeBHUX MOMNyNAUMSX annenen, 3anacarowmx
3HEpruio B BUAE XXMPOB, YTO MPUBENO K BbICOKOW YacTo-
Te anabeTa 1 OXUPEHNS B COBPEMEHHbLIX MOMYyNALUSX,
B CBOK OuYepefb, SIBNSIETCSH YaCTHbIM Cry4aem «npea-
KOBOW NpeapacnorioxXeHHOCTU».

KanHanusaums u aekaHanusaumsi reHoM-heHOMHbIX
OTHOLUEHUW B XoAe paccerieHusi COBPEMEHHOTO
YyenoBeKa: NpUMep reHOB ayTOMMMYHHbIX
¥ UIMMYHO3aBUCUMbIX Gone3Hen

OBOSMOLUMOHHbBIE MPeALIecTBEHHUKN Homo sapiens v
npeAKoBble NOMYNALMN COBPEMEHHOTO YeroBeka Ha npo-
TSDKEHWN MHOTMX MOKONEHWA NoaBepranucb yCUneHHomy
[aBMEeHNI0 CPenoBbIX (haKkTOPOB, CBA3AHHbLIX C MHAEKLW-
OHHBbIMU TpONUYeCKUMU BONe3HsMK (renbMuHTbI, BakTe-
puanbHble WHdeKUmn). Ponb napasutapHbiX (npexae
BCEro renbMWHTHbIX MHpekumin) B 3abonesaemocTy Ha-
CeneHnsa MnoAvYepKnBaeTCa AaHHbIMU  3NUAEMUONOrmye-
ckux nccriegoBaHuidi. CornacHo AaHHbIM psiga padot [43,
44], renbMUHTO3bl BCTPEYAIOTCS rOpasfo Yalle B YCroBU-
AIX HKaPKOro 1 BNa>XKHOrO TPOMMYECKOro Knmmara rno cpas-
HEHUIO C MONyNALMAMM YMEPEHHON W apKTUYECKON 30H.
B Tponuyeckunx nonynsumsax ectecTBeHHbIN oToop Gnaro-
NPUATCTBOBAN HAaKOMMEHWNIO BapMaHTOB reHoB, obecneyu-
BalOLLMX Oonee MOLUHbIA MMMYHHbI OTBET Ha napasu-
TapHble UHEKLUMOHHbIE 3abonesaHust no Th2-tuny [45,
46], 4TO AOMKHO ObINIO NPUBECTM K KaHanu3auum reHeTu-
YECKON CTPYKTYPbl MOMyMNAUMMA 3a CHET HanpaBreHHOro
oTbopa npoBocnanuTEnbHbIX annenel reHoB, y4acTByo-
LUMX B rymopasibHOM WMMYHHOM OTBETE, OnocpefoBaH-
Hom T-xennepamu BTOporo Tuna (Th2-otseT). MoxHo
npegnonaratb, YTO paccefneHve Yernoeeka B 30HbI yMme-
PEHHOrO 1 apKTUYECKOro Knnmata 1 3KCno3vuums apyruMm
VHMPEKUMOHHBIMN areHTaMu (BUPYCHbIMW U BHYTpUKIe-
TOYHbIMM BakTepuanbHbIMYM UHAEKLMAMM) MOMMN MpUBEC-
TN K caBury ycrossluerocs 6anaHca Th2/Th1 n pekaHa-
nm3aumn  CRIOXMBLUMXCH B MPEAKOBbLIX  MONynAumMaX
B3aVMOOTHOLLIEHWIA KFEHOTUM — Cpeaar.

[Ina npoBepkn 3TOW rMNoTesbl Mbl UCCreA0BanM pac-
npegeneHve YHKUMOHanNbHbIX annenei  HEeCKONbKUX

Th1/Th2 T

rEHOB VMMYHHOW cucTemMbl B 15 MUPOBBLIX NOMynALMSX,
NpeacTaBnALMX pasnuyHbIe KMMMaTUieckne 30HbI 3eM-
HOrO Lapa v OLEHWIN B3anMOCBSA3b FreHETNYECKOro pa3Ho-
obpasus ¢ knumaTo-reorpadudeckmmmn gakropamu [17].

B pamkax aTtoro nccnepoBaHWs Mbl OBHapy>xumnv
onpepeneHHble 0COGEHHOCTW pacnpefeneHus reHeTu-
YecKoro pazHoobpasms No reHaMm UMMYHHbIX 3abonesa-
HWIA B MUPOBbIX MOMYMALMSAX, OTAMYaOLME UX OT CTPYK-
Typbl pasHoobpasus, Habnwogarowencs no Bcemy
reHomy un o6CyXaeHHOW Bbiwe. Takme 0CcoBeHHOCTU
Ha3BaHbl HaMW «CUrHamamy JekaHanusauum» u CBO-
OSITCA K cnegyoLemy:

1) accoumaumsa reHeTU4ecKoro Mapkepa C KrnMHuye-
CKUM (PEHOTMNOM WM 3HOOEHOTUNOM (B KayecTse
JoKasaTenbCTBa Mbl paccMaTprBani BbICOKOAOCTOBEP-
Hyto accounauumio B8 GWAS);

2) CHWKEHUEe 4acTOTbl acCOLUNPOBAHHOMO C (heHo-
Tunom (npegkosoro) annens ot Adpukn k Espasnu;

3) koppensumsa reHeTnyeckoro pasHoobpasus ¢
LUMPOTON 1 KNMMaToM;

4) yBennyeHne reHeTUYecKkoro pasHoobpasus oT
Adpvikn k EBpa3nm B 0TiM4Me OT NOTHOFEHOMHOrO pas-
Hoobpasus;

5) HakonneHne CcuUrHanoB ecTecTBeHHOro oTtbopa
(NonoXuTenbHbIX TECTOB) AN «AeKaHanM30BaHHbIX»
MapKepoB.;

6) bonbliasa cTeneHb AuddepeHumayumn nonyns-
LM Mypa Mo «AeKaHanm3oBaHHbIM» Mapkepam Mo
CPaBHEHMIO C HEATParnbHbIMU;

7) BO3MOXHO, MEHbLLEE TannoTUNM4Yeckoe pasHo-
obpasne B «AekaHanM30BaHHbIX» y4acTkax reHoma rno
CPaBHEHMIO C «HENTPANbHbLIMUY.

B uenom nony4eHHble HamMy AaHHblE B pamKkax ru-
noTesbl AekaHanM3auuy WMMMYHHOro OTBETa B XoAe
pacceneHns COBPEMEHHOro YerioBeka MOXHO CyMMU-
poBaTb cnegytowmm obpasom (puc. 5):

1) B NpeAkoBOW MOMNynsiiMM COBPEMEHHOrO Yerno-
Beka B AdQpPUKE CMNOXWIUCb KaHanW3oBaHHble Ha-
npaBrieHHbIM OTOOPOM OTHOLUEHUS «FeHOTUM — cpe-
fa», obecneymBawme 3HOPEKTUBHBIA UMMYHHbI
OTBET Ha napasuTapHble MHMEKUMn 3a c4eT chBura
6anaHca MMMYHHON CUCTEMblI B CTOPOHY Th2-nyTu.

Puc. 5. l'vnoTtesa kaHanusauuy n gekaHanuaauum reHeTM4eckoro nanawadTa MMMYHHOW CUCTEMbI B XOA4E paccerieHUsi COBPEMEH-
Horo yernoBeka (Mo [17]). leHeTU4ecknin naHgwagT n3obpaxeH B BUAE penbeda kaHanm3oBaHHbIX COCTOSIHUIA (QONMHbI); AeACTBUE
KaHanusupyoLmx cpefoBbiX (hakTopoB nokasaHo cTpenkamu); Th1/Th2 — runoteTudeckuii 6anaHc OCHOBHbIX MyTel UMMYHHOMO OTBeTa,
ncxoas U3 NpeanoroXeHust 0 AekaHanuaaumm MMMYHHOM CUCTEMbI B XOA4E paccenieHnst YernoBeka; Ky — Tbicsd NeT Hasaj,; a — kaHanmso-
BaHHbIA NaHAwadT B NPEAKOBbIX M COBPEMEHHbIX adpukaHCKux nonynsauusx; 6 — pacceneHne B EBpasuio v pgekaHanvsauus
naHgwadTa 3a cyeT ocnabneHns AencTBUA KaHanuanpyLwumx daktopoB cpeabl. Casur 6anarHca Th1/Th2; e — 3aceneHue ABcTpa-
NK, COXpaHeHne KaHanM3oBaHHOro naHawadgTa; 2 — 3aceneHne AMepukn ¢ Tepputopun Asnn, CoxpaHeHue AekaHann3oBaHHOro
nangwadpTa y nHynToB; 0 — 3aceneHune HOxHon Amepuku. BToprnyHas kaHanusaums (pekaHanusauusi) reHeTnyeckoro naHgwadra
NCXOAHBIMU CPeAoBbIMU chakTopamu
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OTa kaHanu3oBaHHas cucTema coxpaHurnacb U y co-
BPEMEHHbIX adpuKaHLUeB, 1 B APYrMX KOPEHHbIX MOmy-
NAUMSX 9KBATOPMANbHOrO U TPOMUYECKOTo KnnmaTtuye-
CKOro nosica;

2) no mepe paccerneHnsi COBPEMEHHOrO YeroBeka
13 AdprKn B PernoHbl C yMEPEHHbIM U apKTUYECKUM
KNMaTOM MPOCINEXMNBAETCH CHUKEHNE UHTEHCUBHOCTU
npoBOCNanuTemNbHbIX peakuui, CBUAETENLCTBYOLLEE,
COrnacHoO Hallen rmnoTese, O BO3MOXHOM CMELLEHMM
fanaHca MMyHHOro oTeeTa B CTopoHy Th1-nytu. Cpe-
JoBble PaKTOpbl, CBSA3aHHbIE C aganTauven K 3KBaTo-
pvansHOMY TPOMUYECKOMY KnMMaTy K crneumndunyeckoi
ONA Hero VHMEKLUNOHHOW Harpy3kol, CMEHUNUChb cpe-
Jon, Tpebytowen agantauymm Kk 6onee cypoBoMy Knuma-
Ty 1 6onblueit 3PPeKTUBHOCTU ryMOPanbHOrO UMMYH-
Horo otBeTa. Wcue3 kaHanu3vpyloWwmnini  cpenoBoi
dakTop 1 npousoLuna AgekaHanusaums cuctembl. B co-
BPEMEHHbIX NONynAuMAX 3Ta AeKaHanu3aums MoXeT
NPOSABNATLCS MOBLILUEHHON MOABEPXKEHHOCTLIO K pAay
pacnpocTpaHeHHbIX 3aboneBaHuii (acTma, CUCTeEMHas
KpacHas BonyaHka v gp.), yHacnefoBaHHON OT npepaKo-
BbIX MOMNYNSLUWA, TAe 3Ta NOABEPXKEHHOCTb Obina Kpun-
TWUYECKON (CKPbITON);

3) npu BO3BpaLLeHM nonynsaumi, npoweawmx on-
M NyTb N3MEHEHWNS YaCcTOT reHOB, B MCXOAHbIE Cpeno-
Bbleé YCMNOBWS TPOMMWYECKOro knumaTta (Hanpumep, Ans
IOXKHOAMEPUKAHCKUX WHAOENLEB Bapao) KaHanvaupyto-
LMiA CpenoBoil (hakTop BO3BpALLAETCH U OKasbliBaeTcs
[OCTaTOYHO CUMbHBLIM, YTOObI BEPHYTb 4acTOTbl (PyHK-
LiMOHarnbHO 3Ha4YMMbIX NPOBOCMANUTENbHbLIX annenei B
6nun3Kkoe NCXOLHOMY COCTOSIHME (peKaHanmn3aums).

ApanTtauums K KnumaTty u 6one3Hu YenoBeka

[ekaHanusauma UMMYHHOrO OTBEeTa B XO4e pacce-
NEeHVs YernoBeKka SBMNSETCS MNPUMEPOM BO3MOXHbIX
afanTUBHbIX M3MEHEHWI YaCTOT FEHOB U MEHOTUMNOB B
nonynauMax 4Yernoseka no Mepe npoAasmkeHus ns Ad-
PUKM, BbI3BaHHbIX HanpaBreHHbIM OEWCTBUMEM Cpepno-
BbIX (haKTOPOB (B AaHHOM Cllyvae CMeHbl MHGEKLMOH-
HOW  Harpysku, CABUHyBLUEA 6anaHC VMMYHHOro
oTBEeTa), CBA3aHHbLIX C KNuMMaToreorpadu4eckumm yc-
noBusiMU cpefbl obuTaHus. ATU pesynbTaTbl, NONyYEH-
Hble B pamkax kaHgugaTtHoro nogxona (Bblbop reHeTu-
YECKMX MapKepoB, aCCOUMMPOBAHHbIX C KaHAWAATHbIM
ONns gekaHanusauumn eHoTUnom), MHULMMPOBann Hac K
NO3ULMOHHOMY MOMHOTEHOMHOMY MOWCKY CUrHaroB fe-
KaHanusauuu v agantaumm K KnumaTy B XO4e paccerne-
HUs yenoseka. Bonpocbl, Ha KOTOpblE Mbl MOMbITANMNCh
HalTN OTBETbI, ObINN HaMK CHOPMYNMPOBaHbLI Tak: Ka-
Kne reHbl MOrnu ObiTb MULLEHAMU ONSI €CTECTBEHHOMO
oTbopa B Xxo[e pacceneHust Yernoseka? kakume bGuonoru-
Yyeckme npouecchl Mornv ObiTb CBA3aHbl C aganTauuei
K MEHSIOLLeNnca cpeae B Xo4e pacceneHns yenoseka?
Kakne 6onesHn moryT 6biTb pe3ynbTaToM BbILENneHns
KKPUNTUYECKOM M3MEHYMBOCTUY, ECNN afantaums CBs-
3aHa C JekaHanusauven u peanusaumen «npegkoBown
npeapacnonoXxeHHoctny k M®3? [aHHble aHanusa,
npoBeAeHHOro Ha 79 MUPOBbLIX MOMNYNAUUSX, NPOreHo-
TunupoBaHHbix no 200 Teic. SNP elle Haxogstca B
ctagum o6paboTKn, 0QHAKO HEKOTOpble NpeaBapuTenb-
Hble pe3ynbTaTbl 3aCMyXXMBaOT BHAMAHMS.

Mbi BbisiBunn okono 1 teic. SNP, pacnpeneneHHblie
no reHomy u npuHagnexawyme obnactam npumepHo 450
reHoB, BbICOKOOOCTOBEPHO (p<1- 10 ¢ nonpasKoWn
FDR gna nonHOreHoOMHOro aHanusa) accouumpoBaH-
Hbl€ C KMHOYEBBLIMU KIMMaTUYECKUMI (PaKTopaMy 1 K-
poOTOM U OEeMOHCTpUpYyLMe Apyrve curHanbl AekaHa-

nunsaumm. Nouck GonesHemn, acCoLUMMPOBaHHbIX C 3TUMM
reHamu no gaHHeiM Genetic Association Database [47],
BbISIBUI nopsgka 1 TbiC. JOCTOBEPHBIX accoumaumi reH —
OonesHb. PacnpegeneHve aTux accouuauuvini no knac-
cam 3aboneBaHui MokasbiBaeT, 4YTO cpean Haubonee
oboralleHHbIX accouuauusimm  rpynn  3abonesaHuin
BCTPEYaloTCA OXuaaeMble rpynnbl (PEHOTUMNOB, B YacT-
HOCTW cepAeyHo-cocyancTble 3aboneBaHns M CBA3aH-
Hble C HUMKU MeTabonuyeckue aHgodeHoTunbl (20%
BCEX accoumauuii), UMMyHHbIE N WHMEKLUMOHHbIE 60-
nesHmn (8%). Cpean HEOXMAAHHO BbICOKOOOOraLleHHbIX
rpynn okas3anucb accoumaumm ¢ XeMo3aBUCUMOCTAMUA U
apmakoreHeTU4eckumMmn npusHakammu (21%), a TaKke
HeBpOmornyeckne u mncmxmatpuyeckme 3abonesaHus
(30%). BeposiTHo, nepBasi rpynna ¢OeHOTUNOB LEMOH-
CTpUpyeT aganTuBHbIA OTBET reHodoHAa Ha kceHobuo-
TUKM U U3MEHEHUE CTPYKTYpbl NMUTaHUS, a BbiCOKasi [0-
NS HEeMpo- 1 ncuxmaTpruyecknx GonesHemn, BO3MOXHO,
ABMNAETCA CNeACTBUMEM BbILLENNEHNS  KPUMTUYECKON
N3MEHYMBOCTW, CBHA3AHHOW C MOBeAeHYecKMMU heHo-
TMNamu, cnocobCcTBOBaBLUMMU MUMPALMOHHOW aKTUBHO-
CTU 1 KMOUCKY HOBU3HbIY.

KntoueBbiMy GronormyeckuMuy npoueccam — reH-
HbIMW OHTOMOIMMSIMK, [LOCTOBEPHO oOOOralieHHbIMK B
rpynne reHoB, MOKa3aBLUMX CUrHanbl afanTUBHOW 3BO-
NoUMK Mo pesynbTaTam Hallero aHanvsa, siBAstTCS
npoLecchl, KNacTeprayroLMecs B Takme rpynnbl reHHbIX
OHTONOIMIA, Kak perynauus meTtabonuama; OTBET Ha
pasnuyHble 3HAO- N 3K30reHHble cybcTpaThl; nepegaya
curHana; perynaums TpaHCKpUnumu; HEBPOMOrMsa U no-
BELEHME.

Ponb ectectBeHHoOro otbopa B hopMMpOBaHUN CUC-
TEMaTNYECKOr0 M3MEHEHWs 4acToT annenei mno mepe
pacceneHns YenoBeka (CHUXEHMEe YacToTbl NPeaKoBOro
annens n pocT reTepo3VroTHOCTW) ANs 3TOW rpynnebl
reHoB, BEpPOSiTHO, Obina cylecTBeHHon. [MonoxuTtens-
Hble TecTbl AnA oTAenbHbix SNP gemoHcTpupyoT Ao
20% mapkepoB, npuyem HabnogaeTcst poCcT NHTEHCUB-
HoCTM oTOOpa B MOMynAUMsiX OT 3KBaTopa K Morocam,
yero He obHapyXeHo ANsS APYrMX YacTel reHoma, Ba-
prabenbHOCTb KOTOPbLIX HE KOppenupyeT C KnvmaTo-
reorpadpyyeckumn  napameTpamu cpegbl  obutaHus.
AHanuns curHanos otbopa B AeKkaHanmn3oBaHHbIX y4acT-
Kax reHoMa C NMOMOLLbI0 TECTOB, OPMEHTUPOBAHHBIX Ha
CTPYKTYpy HEPaBHOBECUS MO CLENEHU0 u Bapuabenb-
HOCTb ranfoTUNoB Ha AaHHbIX NpoekTa 1 ThiC. FEHOMOB,
BbISIBNSAT [OOCTOBEPHbIE curHanel GanaHcupytoLlero
N HanpaeneHHoro otbopa. K umicny npuMeHeHHbIX Hamu
TECTOB OTHOCSITCS TECT TafKuMbI, KPOCC-NOMNYMALMOHHbBIN
TECT Ha NPOTSHKEHHYID TOMO3UFOTHOCTL rannoTUNOB
(XP-EHH, cross-population extended haplotype homo-
zygosity), KpOCC-NonynsunoHOe KOMMO3WTHOE MyrbTu-
NOKyCcHoe cooTHoweHne BeposiTHocTen  (XP-CLR,
cross-population multilocus composite likelihood ratio).

OpHUM 13 NpUMepoB AeNCTBMA O0TOOpa Ha reHeTu-
Yeckoe pas3Hoobpasme MoKycoB, BXOASALUMX B HALL «TOM-
1000» pekaHanM3oBaHHbIX MapKepoB, SIBMSIETCA reH
UGT2B7, kopupylowmin OgUH U3 BapunaHToOB ypuanH-5-
andocdart rnOKypoHUnTpaHcdepasbl — GepmeHTa
dasbl || geTokcmkaumm kceHobuTnkoB. PyHKUMeNn Bernka
ABMAETCA MNEePeHOC [MMKO3UNbHbIX rpynn no YOd-
MoJieKynam, KOTopbI NpeBpaLlaeT TOKCUYHbIE BELLECT-
Ba B BoJopacTBopumble 6e3BpefHble TNIOKYPYHUAbI
[48]. Monumopdmr3am aTOro reHa accoummpoBaH C Taku-
MU 3aboneBaHMsIMY, Kak CUCTEMHAs KpacHasi BONYaHka,
BUY, oxupeHne n anunencus, 1 0OTBETOM Ha nekapcT-
BEHHYIO Tepanuto psiga 3abonesaHui [49, 50].
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Puc. 6. CurHan 6anaHcupytowlero otéopa Ha yyacTke XpomocoMbl 4 B reHoMHoM Gpaysepe npoekta «1000 reHoMoBY». Y4yacTok

anuHow okono 500 Teic. N.H. cogepxuT reH UGT2B7 n YeTbipe apyrinx 6enok-kogmpyowmux reHa. 3HavyeHus Tecta TagKumbl BAOMb

XpOMOCOMbI nokasaHbl Ans esponeniues (CEU, BepxHuii rpacduk, seneHbiin), asnatos (CHB, cpepHui rpaduk, cuHuin) n adpukaH-

ueB (YRI, HWkHUIA rpacuk, kpacHbIin). Huke nokasaHa nokanusauusi reHoB B JaHHOM y4acTke Xxpomocomel. [Mosununsa reHa UGT2B7
obBeneHa oBanom

Puc. 7. YactoTbl annenei rs4587017 reHa UGT2B7 B MupoBbIX nonynsiuuax. [peakoBblil annenb nokasaH YepHbIM, Npou3Boa-

HbIVA

Puc. 6 pemoHcTpupyeT 3Hauumbln curHan 6anax-
cupytowero otbopa B nokyce reHa UGT2B7 Ha xpomo-
comMe 4 1 BOKPYr Hero B €BPOMENCKUX (CMHWUIA rpaduk)
M asmaTckmx (KpacHbl rpadpmk) nonynsaumsax, HO He y
adprkaHUeB (KpacHbli rpadumk). 3oHa gencTeus otbo-
pa npoctupaeTcs npumepHo Ha 150 Tbic. nap ocHoBa-
HUIA, codepXalymx BCHO KOAMPYLLY obnacTb reHa u
ero 5’UTR- n 3'UTR-paiioHbl. Mpu atom pacnpepene-
Hue annenen rs4587017 rena UGT2B7, noka3blBatoLLie-
ro Hambonee BblpaXXeHHbIE CUrHanbl oT6opa 1 gekaHa-
nusaumm (puc. 7), CBMOETENbCTBYET O HanpaBri€HHOM
M3MEHEHUN 4YacToT arnnenen OT BbICOKOW YacTOThbl
npegKkoBoro annens (nokasaH CUHMM), CBA3aHHOrO
C MeAneHHbIM MeTabonMamMoMm, K BbICOKOW YacToTe
(bonee 60%) npomssogHoro annenes — GeicTporo me-
Tabonansepa B CeBepo-BocTtouHoin Asuu. o mepe
o6paTHOro NPOABMXEHUS YENOBEKA K TpOMNMKam npea-
KOBbI/A annenb CHoOBa CTAaHOBUTCA Haumbonee 4acTbiM,
BMMOTb [0 €ro NOMHOWN chmKkcauum B 3KBaTOpManbHbIX
nonynaunsx nHaeniues bpasunun. To ecTb Mbl BUAUM
Ty e Lenoyky cobblTuin, onocpenoBaHHbIX aganTta-

— Genbim

uMen K knumaty 3a cyeT genctesusa otbopa, 4TO 1 B
cnyyae reHOB WMMYHO3aBUCUMbIX 3aboneBaHum —
KaHanMsauuio B NPeaKoBbIX M COBPEMEHHbIX adpu-
KaHCKMX Monynsaumsax OeKaHanusaumio no mepe
NPOABMXEHNS Ha CEeBep M pekaHanu3auuo npu BO3-
BpalleHnn B UCXOAHble cpefoBble ycrnoBus. Hy a
MEeLNEHHbIA HanpaBreHHbId 0TOOP MPOTUB WMCXOLHO
Hanbonee 4acToro nNpeaKkoBOro annens no mepe yaa-
nexHva ot AdpuKM B JaHHOM crnyyae npuMBOAWUT K MO-
CTENEeHHOMY MOBLILLEHNIO FEHeTUYeCcKoro pasHoobpa-
31 B OOMbLUMHCTBE HETPOMUYECKUX MOMNYNAUUA, TeM
cambiM MUMUKPUPYS nop curHan 6anaHcupyroLero
oTtbopa.

3aknoyeHue

[eHeTnyeckoe pasHoobpa3ne CoBpPEMEHHbIX Mony-
NAUMIA YenoBeKa CrOoXWNochk Nof AeNCTBUEM pasnuy-
HbIX MMWKPO3BOMIOLMOHHBIX (haKTOpOoB, AeACTBOBaBLLUMX
B XOAEe pacceneHns 4emnoseka Mo Tepputopuu 3emnu.
Hanbonee BbipaxeHbl addekTel Murpauuii, gpenda n
M30MAUMM  paccTosiHEM, COPMMPOBAaBLUME KapTUHY
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CTpOrovi reorpadyeckon CTPYKTYpPUPOBAHHOCTU FEHETU-
YECKOM M3MEHYMBOCTU YeroBeyvecTBa. AeKTbl eCTECT-
BEHHOro oTOopa, Kak MpaBuio, CKPbITbl UK cTepTbl 6o-
nee MOLWHbIM geictBrnem pgpendpa reHoB. OpHako
COBPEMEHHbIN apceHarn MofHOreHOMHbIX METOAOB aHa-
1nn3a rEHETUYECKOro MonMMopdu3aMa B COBOKYMHOCTU C
OVONHOPMALIMOHHBIMK NOAXOAaMY AAET BO3MOXHOCTb
BbISIBMSTb CUrHanbl oTbopa U aHanuanpoBaTb Posib MUK-
PO3BOMOLIMOHHBIX (haKTOPOB B PacnpOCTpaHEeHHbIX 3ab0-
NeBaHUsIX YenoBeka. OTa 3ajaya SBMSIETCA OOHOW U3
OCHOBHbIX MPO6GIeM 3BOSMIOLMOHHONW MeAUUMHbI — dhop-
MUPYIOLLIErocs HanpaBrieHNs COBPEMEHHON Buomeamum-
Hbl, 3aKMHYaIOLLErocs B U3y4eHun 6onesHen n 300poBbs
YyernoBeka B 3BOSTFOLIMOHHOM KOHTEKCTE.

HekoTopble rMnoTesbl U KOHLEMNLMU 3BOOLIMOHHOM
MeAWLUMHbI MOryT ObITb MPOAYKTUBHBIMW ANS BbIsiBrE-
HUSI MEXaHN3MOB BO3HUKHOBEHMS, PacnpoCTpaHeHus n
natorHeTnkn M®3. OgHoM M3 TakMx KOHUEMUWUA sIBMsi-
€TCA rmnoTesa KaHanvsauum — gekaHanusauum reHom-
(PEHOMHbIX OTHOLLEHUIA B XO4€ pacceneHns CoBpeMeH-
HOro YyernoBeka.

LLInpoKoreHOMHbIA MO3ULMOHHBIA MOWUCK MO3BOSUN
BbISIBUTb FEHETUYECKME MapKepbl U JOKyCbl reHoma,
HecyLUue curHanbl AekaHanusaumv v agantauum K Knu-
maTy. Yactb BapnabenbHOCTM reHoma Yenoseka, acco-
LMMpOBaHHas CO CMEHOWN Cpebl B XOAe pacCeneHns n3
Adbpukn, oboraljeHa BapnaHTamu, CBsI3aHHbIMU C He-
poncuxmaTpuyeckummn 3aboneBaHUsIMU U MNOBeAEHYe-
CKUMW NpU3HaKaMu, MMMYHHBIMU U UHEEKLUOHHBIMU
OonesHsMK, OTBETOM Ha KCeHoOuoTuku. KnoyeBble
Ouonoruyeckme npoLecchl, B KOTOPbIE BOBMEYEHbI 3TU
reHbl U MapKepbl, BKMHOYAOT perynsuuo metabonmama,
nepefady CUrHamnoB, OTBET Ha BHELUHWE CTUMYIbI,
perynsumio  HepBHOM cuctembl. OfHUM U3  MHOIMX
NPYMEpPOB FEHOB, HECYLUUX CUrHanbl oTbopa 1 gekaHa-
nusauuu, SBNSeTCs reH ypuanH-5-gudocdar rmokypo-
HunTpaHchepasbl (UGT2B7), y4acteyowmii B meTabo-
NN3Me KCeHOOMOTUKOB M acCOLUMMPOBAHHbBIA C PSOOM
KOMMIEKCHbIX 3aboneBaHunin YernoBeka.

Paboma ebinonHeHa npu guHaHcosol Mod0epx-
ke epaHma PO®®U Ne 12-04-00595; koHmpakma
Ne 11.519.11.2036 ®LI «MccnedosaHusa u paspabom-
KU MO npuopumemHbIM HarnpasieHUsM pal3sumusi Ha-
YYHO-mexHonoauyeckoeo Kommnekca Poccuu Ha 2007—-
2013 22.» u koHmpakma Ne 14.BBB.21.0066 ®LII1 «Uc-
credosaHusi U pa3pabomku Mo NpUOPUMEMHbLIM Ha-
npaeneHusM passumusi  Hay4YHO-MeXHO102U4eCK020
komnnekca Poccuu Ha 2014—2020 22.».
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FEHETUKA MHOIO®AKTOPHbIX BONE3HEN (3BOMOLUMOHHBLINA ACMEKT)
A.H. Kyuep

HUWW meduuuHckoli eeHemuku CO PAMH, e. Tomck
HauyuonanbHbil uccnedosamensckuli ToMcKkuli eocy0apcmeeHHbIl yHusepcumem, 2. ToMcK

B cTpykType 3abonesaemMocT 1 CMepTHOCTW Hace-
NEeHNs COBPEMEHHbIX MONynsAuui  rNaBeHCTBYOLLAs
ponb MpUHagnexuT 6one3HsM MHOrodakTopHOW npwu-
poAbl, B OCHOBE KOTOPbIX NexaT reHeTuyeckne m cpe-
posble akTopbl. [MosToMy B nocnefgHue [ecaTuneTms
YCUINNA MHOTOYUCHEHHBIX MCCNEefoBaTeNbCKUX KOMmnek-
TMBOB PasnuyHblX CTpaH Mupa Obiny HanpasreHbl Ha
packpbITEe TreHEeTUYECKOW KOMMOHEHTbl MHOrodakTop-
HbIX 3aboneBaHuin (MP3). OgHako Ha HaCTOSALMIA MO-
MEHT, HECMOTPSA Ha NpUBMEYEeHNe AN AaHHbIX paspa-
6OTOK CaMblX COBPEMEHHbIX METOAOB W TEXHOMOrUA,
ycnexv B 3TOW o6nacTn JOCTaTO4YHO CKPOMHbI U TpaHC-
NAUMSA NOMyYeHHbIX pe3ynbTaToB B NPaKTUYECKYD Me-
AVUMHY CcTankMBaeTcs C OBOCHOBAHHOW OCTOPOXHO-
CTbIO CO CTOPOHbI NpakTuKylowmx Bpaden. OgHon um3
MPUYMH 3TOro0 SBMSIETCH MpPEXAEe BCEro HeofHO3Hau-
HOCTb MOMYYeHHbIX PEe3ynbTaToOB C TOYKW 3PEHUS BO-
BMEYEHHOCTVN pPasfUYHbIX FeHEeTUYECKUX MapKepoB B
dhopmmpoBaH/e NpeapacnonoXeHHOCTH K 3abonesaHu-
AM MHOroakTOPHOW NPUPOAbI B pasHbIX NOMYyNAUMSAX U
3THUYeckmx rpynnax. Hapsay ¢ aTum pesynbTaTtbl acco-
LUMaTMBHbIX MCCrefoBaHWA OKasblBAKOTCA TPYAHOOOB-
ACHUMbl C TOYKU 3PEHUSI OMpPeAeneHnNs KOHKPETHbIX
NPUYMHHBIX BapuaHToB BONE3HN N X PyHKLMOHaNbHOW
3HaunmocTn [1]. Kpome Toro, okasanocb, 4To annernb-
Hble BapuaHTbl, KOTOpbIE MOKa3anu accoumaunn ¢ Tem
UM uHbiM 3abonesaHvem, B psiAe CryyaeB LUMPOKO
pacnpocTpaHeHbl B Nonynaumn (uHorga npeobnagarot),
YTO KaKeTCst HEMOrMYHbIM. Tak, B O6LLEel CNOXHOCTU OT
40 po 70% annenbHbIX BapuaHTOB, acCOLMMPOBaHHbIX
no gaHHbiIM GWAS ¢ Takumy MHorogpakTopHbIMy 3ab0-
neBaHVsIMK, Kak uvwemundeckass bonesHb cepgua, ru-
NepPTOHNS, MHPAPKT MUOKapAa, caxapHblil guabet 2-ro
TUNa, PerncTprpyoTCs B KOHTPONBbHOWM rpynne ¢ 4acTo-

Ton Bbiwe 0,5, a B page cnydvaes npubnmxatorca k 1,0
(puic. 1). Ecnn Obl 9TK annenbHble BapyaHTbl OKa3biBa-
TN HeraTMBHOE BO3AEWNCTBME Ha 340pPOBbE MHAMBUOOB
B MpeablayLUMX MOKONeHusX, crnegosano Obl oxuaaTtb
UX «BbIMbIBAHWSI» U3 NOMYNALNNA.

[Mo mepe HakonneHus [aHHbIX O BOBIEYEHHOCTU
reHeTU4YEeCKUX MapKkepoB B hOPMMPOBAHME puUCKa pas-
ButTMS M®P3 ctano oyeBuAHbIM, YTO ANSA TOro, YToObI
aKTUBHO MCMONb30BaTb AOCTUMKEHUS F€HOMHbIX Uccne-
OOBaHWA B MNpakTUYecKoW meguumHe, Heobxoammo
NPOWTU PS4 3TanoB, CPEAMN KOTOPbIX KIOYEBbLIE MO3U-
LMKn oTBEAEHbI NO3HAHMNIO OMOMOrnmN reHomMa Kak OCHOBbI
noHumanusi 6uonorvn Gonesuu [2]. Ons atoro cnegyet
NMOAOWMTM K BOMPOCY «340POBbE — BONE3HbY» C MHOW TOY-
KN 3peHNst — C Mo3nuuiAi SBOJSFOLMOHHON MeEAWNLMHbI.
«OBOMIOUMOHHAsA MeauLUmMHa paccMmaTprBaeT 60nes3Hb Kak
pe3ynbTaT KOHMrMKTa Mexgy MpOoU3OLLeALnM B Mpo-
LUIOM OTOOPOM MO reHEeTUYECKMM Mapkepam u Tpebosa-
HUSIMW CerogHsILUHEro AHs (T.e. HECNOCOBHOCTb HaLLMX
reHOB «COOTBETCTBOBATb» COBPEMEHHOMY CTUMIO XKN3-
HW)» [3]. denctBuTENbHO, hOpMMpPOBaHNE reHODOHO0B
COBPEMEHHbIX MNOMYMAUMA 4YeroBeka npoucxoauno B
X04e MHOroBEKOBOW 3Bonouun, Yto obecneuymsano ux
afjantauvio K onpeferneHHbIM, [OCTaTO4HO cTabunb-
HbIM Ha NPOTSXKEHUW PAfA NOKONEHUI YCNOBMAM cpeabl
obuTaHusa. B HacTosLee Bpems npoucxoguT GeicTpas u
pe3kasi CMeHa cpefbl 06uTaHus YenoBeka, HavyaBLLasics
B Hadane XX B. WU 3HaA4YMTENbHO WHTEHCUULMPOBAB-
wasca B nocnegHme 50 net (c gemorpaduyeckmx no-
31uunin — aBa nokoneHus). B noscegHeBON Xu3Hu nioam
CTankuBarTCA C OrPOMHbIM KONMMYECTBOM CUHTETMYE-
ckmx BewlecTB (OblToBas xumus, nuweBble foGaBkM,
nekapcTea v T.4.), TPAANLUMOHHOE NUTaHVEe 3aMeHseTCA
nepepaboTaHHbIMU 1 PaddUHUPOBAHHBIMU MPOAYKTAMU
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Puc. 1. PacnpegeneHuve (%) B nonynsLMOHHbIX BbIGOpKax YacToT annernei, accoummpoBaHHbIX no AaHHbiM GWAS [4] ¢ MHorodak-
TOpHbIMY 3a6oneBaHNsaMU (MWemunyeckas donesHb cepgua (MBC), runepToHNs, NHapKT MUokapaa, caxapHblin gnabet 2-ro Tuna)

C AeduunTOM MUKPO- N MaKpPOHYTPUEHTOB; CTpPEMU-
TeNnbHO BO3pacTaeT TEMM KWU3HW, YENOBEK UCMbITbIBAET
WHTEHCKBHbIE WHMOPMALIMOHHbIE U CTPECCOBbIE Ha-
rPy3Ku1, NPy 3TOM 3HAYUTENBHO CHMXKaeTCa usmyeckas
aKkTMBHOCTb U T.4. [MonynAumm Takke npeTepnesaloT
3HauuTenbHble reHeTuKo-gemorpaduyeckne npeobpa-
30BaHNA: ONA HaceneHUs XapakTepHbl WHTEHCUBHbIE,
3a4acTylo fanbHNe Murpaumm (CMeHa 3KONOrm4ecknx un
KnumaToreorpadunyeckmx YCrioBui); CHUXEHa 3Hauu-
MOCTb TFEHEeTUYECKUX (DaKTOPOB B OnpegeneHun andg-
dhepeHumanbHOW NNoJOBMTOCTM U CMEPTHOCTW Hacene-
HUS; yBENMUUMBAETCS NPOAOIKATENBHOCTb XU3HW, YTO
co3fjaeT BO3MOXHOCTb AnA npossneHus 3ddeKkToB
aHTaroHUCTUYECKOro NnenoTponuama reHos u T.4. Bee
3TO MPUBOAMT K TOMY, YTO reHOOHAbI NOMNyNALMIA OKa-
3bIBAOTCA Ae3afanTMpoBaHbl MO OTHOLUEHWIO K cpefe
obutaHus, 1, Kak cneacTene, NPONCXoAUT pacnpocTpa-
HeHve GonesHen LMBUMM3ALMKW, TaKUX Kak uemuye-
ckas 6onesHb cepAua, rMNepPTOHUS, UHCYIbT, CaxapHbI
anabet 2-ro Tuna, MeTabonmnyecknii CMHOPOM, OXupe-
Hve 1 ap.

K HacTosilemy BpemMeHu 3BOMIOLIMOHHbIE TMNoTe3bl
pacnpocTpaHeHHOCTN CHOPMYNNPOBaAHbI B OTHOLLEHUN
pspa MHorodakTopHbix 3abonesaHuid (cm. [3, 5, 6]).
OTO runoTe3a «3KOHOMHbIX reHoB» [x. Huna (pacnpo-
CTpaHEHWE y COBPEMEHHOrO YerioBeka Takux GonesHen
LMBMIM3aLMM, KaK OXMPEHNe 1 caxapHbin anabet, aens-
eTcs pesynbTaTtom oTbopa annenen, KoTopble JatT BO3-
MOXHOCTb «3anacaTby YrrneBoAbl B BUAE Xupa, YTo Gna-
rONpUSATHO A1 BbDKMBAHWS YeroBeka BO BPEMS rornoga)
n ee wmoaudukauusi, npepnoxeHHas M. Chakravarty
n F. Booth (y ApeBHUX OXOTHMKOB-cobupaTenen Obinm
nepuogbl nepeepaHus u roroga, depegyroLimecs
¢ obsAsaTenbHbIMK Neprogamu MPU3N4ECKON aKTUBHOCTM
M OTAbIXa); rMnoTe3a «3KOHOMHOro eHoTunay, BblgBu-
HyTtas C.N.Hales n konneramu (cornacHo 3Toun runote-
3e oKpyxaroLjas cpefa npu passuTun 1 pocte smopuro-
Ha onpegenseT B WTore naToNOMMiO  B3POCHOro);
KoHuenuust «aekaHanmsauuuy G. Gibson un gp. Bce atu
rMnoTesbl Kak Haxo4unu CBOMX MPUBEPXKEHLEB, Tak W
NnoABepranvicb KPUTUKE CO CTOPOHbI MCCrnepoBaTenei
(cm., Hanpumep, [3, 5]).

HecmoTpsa Ha TO 4TO HET eAMHOAYLUNA B OTHOLLE-
HAM 3BOMIOLMOHHbBIX B3rMS40B Ha MPWYMHbBI pacnpo-
CTPaHEHHOCTU Tex Unu nHbix MP3, aBonounoHHas Me-
AVUMHA KaK Hay4yHoe HanpaBsrieHne [O0BOMbHO aKTUBHO
passuBaeTca. B nonb3dy KoHUenuuu 3BOMIOLIMOHHOW

MeaununHbl MOryT CBUAETENbCTBOBATb [AdaHHble, noa-
TBEPXKAAKLWMe BnvsiHie oTbopa Ha dopmupoBaHMe
reHeTN4YeCcKoro pasHoobpasvs pasnuyHbIX MONyNALUUiA
(Npexae Bcero no reHam 1 NONMMOP@HbLIM BapuaHTam,
ANst KOTOPbIX MOKa3aHa BOBMEYEHHOCTb B hopMMpoBa-
HWE MPeapacronoXEHHOCTU K MHOrogakTOpHbIM 3ab0-
NeBaHUsSIM), a TaKKe Hanuyine cneumguyHbIX reH-
CpenoBbIX B3aMMOAENCTBUA U YCTAHOBIEHWE WX 3Ha-
YMMOCTU ANA DYHKLUMOHUPOBAHUS OpraHn3Ma B Hopme
(3A0poOBbBE) M NPY NATONOTUN.

FeHbl N ecTecTBeHHbIK OTOOpP

B pesynbTaTte MHOroYMCrneHHbIX WCCNefoBaHNi
BbISIBNIEHO OONbLUOE YMCMO reHOB (MONMMOPHBIX Ba-
pVYaHTOB, PEFMMOHOB XPOMOCOM), MOLBEPXKEHHbIX OENCT-
BUIO €CTECTBEHHOro oToopa [7—12]. Mo gaHHbIM pasHbIX
aBTOPOB, YMCMO W CNEKTP TAKUX FEHOB pasnuyaloTcs, a
CTeneHb NX NepekpbIBaHNA HE NPeBbILLAET OJ4HOWN TPETU
[11]. OTo moxeT ObITb CNEACTBMEM WCMONb30BaHMSA
pasnuYHbIX Kak MEeToAnYeckux (Hanpumep, cpaBHEHWe
reHeTV4YEeCKoro pasHoobpasusa Mexay nonynaumusamm
YernoBeka UMM MeXAy YernoBeKOM W LUMMMaH3e), Tak u
cTaTUCTU4ecKnx nopxomdos (Fst-ctatuctuka; LD-TecT;
TecT Tagxumbl (D); cpaBHEHME COOTHOLLUEHUS HECUHO-
HAMUYHBIX W CUHOHWMUYHBIX 3ameH (dN/dS) n gp.),
NpUMeHEeHHbIX aBTopamu. Hanpumep, B nccrnenosaHun
R. Nielsen n coaBT. [8] acdhdekT oTOOpPa Kak Ha paHHEM
aTane 3BOMIOLUMM YernoBeka (MokasaHO MpU CpaBHEHWU
SNP wmexgy 4yenoBekom M LUMMMaH3e), Tak 1 gnsg co-
BPEMEHHbIX MONynauuii yctaHoeneH ans 50 reHos,
yyacTBYHOLMX B PEryNsauun cnegyowmx ruonornyeckmx
npoueccoB: OOOHsHVWE, B3aVMOLEWCTBME «XO3AMH —
naToreH», crnepmartoreHes, OHKOreHes, anonTtos. B pa-
6ote J.M. Akey 1 coaBT. [7] K kaHauAaTHLIM Ans 0T60-
pa oTHeceHbl 174 reHa, NPoAYKTbl KOTOPbIX BLIMOMHSAIOT
pasnuyHble PyHKUMK (PEPMEHTLI, CUrHanbl TpaHCAYK-
LW, perynaTopbl TPAHCKPUMLUMKU 1 Ap.) N BOBINEYEHbI B
pa3HoobpasHble Guonormdeckme npouecchl (Mexkne-
TOYHblE B3aMMOAEWCTBUSA, KIETOYHbIA pPOCT, TpaHCc-
KpUnums, TpaHcnopT, npouecchl pa3sutia u ap.). Ewe
B oAHoM uccneposaHum [10] npusoasaTca 112 reHos ¢
ouyeBUgHbIMU 3hdekTamm oTbopa, COOTBETCTBYHOLLMX
crnepyrowmm  OYHKLMOHANbHBIM KaTeropmsammn: penpo-
AYKUMS, B3aMMOAENCTBME «XO3ANH — NATOreH», KNeTou-
HbIA Lukrn, mMeTabonuam 6ernkoB, ¢yHKUMOHMpOBaHMWE
HelipoHoB, meTabonuam JHK. Mo gaHHeim B.F. Voight n
coaBT. [12], cpean 16 kaTeropuin Guonorm4yeckux npo-
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Leccos (cornacHo 6ase gaHHbix GeneOntology (GO)), B
KOTOpble BOBMEYEHbI NPOAYKTbI MOABEPXKEHHBIX OTOOPY
reHoB, ObINM Kak KaTeropum, cenekTMBHas 3Ha4YMMOCTb
ANS KOTOpbIX B NPeAbiayLux UCCNefoBaHUsX 3aperu-
CTpYpOBaHa Ha 3Tane AMBEPreHLUUn YernoBeka M LUMM-
naH3e (XeMOCEHCOPHOe BOCMpUATME, ODOHSHME, rame-
TOreHes, crnepmaToreHes, OnnoAoTBOPeHMe), Tak U
HOBble Knaccbl Ouornornyecknx npoueccos (meTabo-
nn3m yrneeopoB, doccaToB, TPaHCNOPT BMTAMMHOB).
MpumeyaTenbHO, YTO CNEKTP CEeneKTWBHO  3Haywn-
MbIX OMnonornyecknx npoueccoB (Tabmn. 1) u reHoB He
nepekpbiBancs Af1s pasHbiX TeppuTopuanbHbIX rpynn
HaceneHus, NpYBMNeYeHHbIX K nccrefosaHuo. Hanpumep,
CeneKkTUBHast 3Ha4YMMOCTb FEHOB, BOBIIEYEHHbIX B Buormno-
rMYyeckne npoLecchl, 3aTparvBaroLlme pasnuyHble acnek-
Tbl PEPTUNBHOCTY 1 PENPOAYKLMKN, Hamboree BbipaxeHa
Ons eBponeonaoB 1 HaceneHms BoctouHon A3uun, HO no
OTAEnNbHLIM FEHaM, OTHECEHHBIM K AaHHOW KaTeropuu,
adhdpekTbl oTOOpa nokasaHel 1 y nopyba: Ansd reHa oc-
HoBHoro Genka cnepmbl RSBN71— y xuteneinn BoctovHon
Asuu 1 nopyba; Ans reHoB, OTBEYAOLLMX 32 NOABMKHOCTb
cnepmbl, —SPAG4 y eBponeonaoB 1 HaceneHns Boctou-
Ho Asum n ODF2 y eBponeoupoB; XU3HECNOCOBHOCTb
cnepmato3oungos u siilekneTkn —ACVR1 y eBponeongos
n CPEB2 y nopyba; ans reHoB, perynupyroLwmx UMMyH-
HbIl OTBET XEHLLUMHbI Ha cnepmy, (TIM4) n onnogoTeo-
peHue siueknetkn (CRISP «knactep reHoB BOGnv3n
6p21.3) y eBponeoungos [12].

Ta6nuua 1

3HauyeHUsA JOCTUTHYThIX YPOBHEN CTaTUCTUYECKOMN
3HaYMMocCTu Ansa 6uonoruyeckux npoueccon (no Gene
Ontology), B KOTOpbIX 3a4eNCTBOBaHbI NPOAYKTbI
CeneKkTUBHO 3HaYMMbIX FEHOB B Tpex reorpacdunyeckunx
rpynnax HaceneHwus (no [12])

BocTouHas |Eeponeouasl| Mopy6a
Asus (ASN) (CEV) (YRI)

Kateropus no Gene
Ontology

XeMoceHCcopHoe BOC-
npusTie - 0,0006 0,0004
O6oHsIHNEe - 0,0006 0,0008
[ameToreHes 0,008 - -
CnepmaroreHes n noa-
BMXKHOCTb CriepmaTo-
301408 0,02 0,03 -
OnnogoTtBopeHne 0,004 0,003 -
MeTabonuam yrneBsogoB 0,0002
TpaHCnopT 3aNeKTPOHOB -
YnakoBka/pemogenunpo-
BaHVe XxpomaTuHa
MmmyHuTeT, onocpeno-
BaHHbIN FMaBHbIM KOM-
NeKCcoM rmcTocoBme-
CTUMOCTM -
MeTabonmam cTeponaos| - -
CBsi3blBaHVE NMNUAOB 1
KUPHbIX KUCMOT 0,001 - -
WHuymnaums TpaHckpumn-
umn mPHK - 0,002 -
Mogaundurkaumsa 6enkos 0,002 - -
TpaHcnopT BUTAMWHOB 0,002
MeTtabonuam cdocdaTtoB 0,002
[epoKCMCOMHBIN TpaHC-
nopt - - 0,002

0,0002 -

<0,0001 0,01 -

<0,0001 0,02
<0,0001

0,03 -

HecmoTps Ha onpepgeneHHylo HecornacoBaHHOCTb
NHdOpMaLMKn O reHax, NoABEPXKEHHbIX OTOOPY, NO AaH-
HbIM pPasHblX aBTOPOB, BaXXHbIM MNpeAcTaBnseTcs ToT
akT, 4To Ans HekoTopbiX M3 HUX (8,0-19,7% oT yucna
Takmx reHos [7, 10]) ycTaHOBREHbI accoumanmmn ¢ naTo-
TNOrMYECKMMMN COCTOSHMAMK W Mnpu3Hakammn (Tabn. 2).

Momymo npuBegeHHbIX B Tabn. 2 foKa3aHHbIMK cyMTa-
toTcs adhcpekTbl 0TOOPa Ha pacnpPoOCTPaHEHHOCTb reHe-
TUYECKNX BapuaHTOB pspa APYrvx reHoB-KaHAnOaToB
MHorodakTopHblx 3abonesaHuin: ACE, AGT, CYP3AS5,
GNB3, GRK4, SCG2 (y4acTByIOT B perynsiuum ypoBHS
apTepuansHoro paenenus); APOE, LDLR, PCSK9,
SCARB1, ANGPTL4 (3agencTBoBaHbl B MeTabonusme
nunugos); CAPN10, TCF7L2 (BoBneYeHbl B 3HepreTu-
Yyeckuih metabonuam); F7, F9 (perynatopbl ceepTbiBae-
mMocTu kpoBwu); IL4, IL4RA, IL13, ILTA, MMP3 (ocyLie-
CTBIISIIOT KOHTPOSb BOCNanuUTenbHoro npouecca) [13].

Tabnuua 2.
MpumMepbl HEKOTOPbIX NOABEPXKEHHbLIX AENCTBUIO OTGOpa
reHOB M acCOLMMPOBaHHbIE C HAMU 3a6oneBaHuUsA
(npu3Haku) no gaHHbiMm GWAS [4, 7, 10, 12]

leH [MaTonorusa/npusHak
IL12RB2 | MNepBuYHbIA BUnuapHblil LMppo3 neyeHun; 6onesHb
Bexyeta
APOB OBLWKiA XONeCcTepVH; XONeCcTEPVH B COCTaBe fnMno-

NpOTenL0B BbICOKOW MAOTHOCTU; XONECTepUH B CO-
CTaBe NUMonpoTeNAOB HU3KOM NIIOTHOCTY; XOrnecTe-
pVIH B COCTaBe NUMonpoTenaoB O4eHb HU3KOW
NAOTHOCTU; TPUTINLEPUAbI; MeTaboNNYECKNI CUH-
OPOM; 3peKTUNbHAA AUCHYHKUNSA, rTMNepnunuaemMmns

ADCY3 | OxupeHne, MHAEKC Macchl Tena; BocrnanuternbHble
3aboneBaHust KMLWeYHMKa

LPP [nioTeHoBasa 6onesHb; BUTUNNUIO; anneprus

RNLS CaxapHblin gnabet 1-ro Tuna

FTO OXXMpeHUe; aKCTpeMarnbHoe OXupeHne; metabonu-

YECKMIN CUHAPOM; CaxapHblii guabeT 2-ro Tuna; me-
naHoma; OCTe0apTPUT; NMOAKOXKHAS XUPOBas TKaHb;
MHAEKC Macchbl Tena; Macca Tena; oKpy>KHOCTb Ta-
INK; XONECTEPUH B COCTaBE NMUMONPOTENAOB BbICO-
KON MAOTHOCTU; TPUrMMLUepuabl; ypoBeHb rnobynu-
Ha, CBSI3bIBAIOLLErO MOJIOBbIE FTOPMOHbI; MEHAPXE
ApTepnanbHoe gaBrneHue (CMcTonuyeckoe, 4macTto-
nmyeckoe, NynbCoOBOE); UleMmyeckasi bonesHb
cepaua; LWM3odpeHns 1 Apyrue ncuxmuyeckne pac-
cTpovicTBa

TYR MenaHoma; Bo3pacT3aBucmas gereHepaums xen-
TOro nNsATHa

PIGU MenaHoma

NT5C2

HapopoHaceneHne mupa xapakrepusyeTcs BbICO-
KOW reHeTNYEeCKOW reTeporeHHOCTb Mo 4acToTam ac-
COLMMPOBAHHbIX C LUMPOKO pacnpoCcTpaHeHHbIMK 3a60-
neeaHusMu nonumopdHeix BapuaHtoB [13, 14]. To
yactotam annenen 621 SNP, nokanu3oBaHHbIX B re-
Hax, Ansa kotopbix npu GWAS ycTtaHosneHbl accouna-
LM CO CroXHoHacrnegyembiMy 3aboneBaHusaMn Yeno-
Beka M npusHakamu (26 3aboneBaHuiA 1 NPU3HaKOB), B
HeKoTOpbIX crnyvasx peructpupytotcs 10-kpaTHble ©
fbonee MeXnonynauWOHHbIE Pa3nNUuus (Hanpumep, no
YacTtoTaM annener reHoB, KOHTPOMMPYIOLUX YPOBEHb
nunuaoB). 3HauveHusi reHHou AuddpepeHumauum no
N3y4YEHHbIM BapriaHTaMm BapbMpylT B LUMPOKMX Mpene-
nax Kak gns pasHbix rpynn natonorun (ot Fst= 0,067
ANs cuHgpoma aeduumta BHUMAHWUA U runeppeaxkTyB-
HocTM [o Fst=0,164 pna 3aboneBaHuii cepaeyHo-
COCYAMCTOW CUCTEMbI), Tak U Ana pasnuyHbix SNP B
npegenax ogHon naTtonoruu/npuaHaka (Hanpumep, ons
SNP, accoummpoBaHHbIx ¢ pocTtoM, Fst = 0,008-0,504;
Cc yposHeM nunugos — Fst=0,006-0,520) [14]. lMpwu
3TOM aBTOPbI NOAYEPKMBAIOT, YTO CXOACTBO B YacToTax
annenen 3Ha4YUTENbHO HWKE MeXZy nonynsuusMm,
NOKanu3oBaHHbIMUK B pasHbIxX YacTax ceeTa — B HKOxHON
Asnu, EBpone, Adpurke, Yem B npepenax aTuMx reorpa-
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duyecknx pernoHos. Takas cornacoBaHHOCTb B Bapbu-
poBaHUM 4acToT annenen B npepenax reorpaduyecku
Orm3kux rpynn nonynsauuin MOXeT oTpaxaTb addekTbl
ctabunmaunpytoLlero otbopa.

[okasaTtenbctBa AeWCTBUS OTOOpa Ha dhopmMupo-
BaHWE FeHETMYECKOro pasHoobpasus Gbinu nonyyeHsl
no reHam kaHgupatam 3aboneBaHWin cepaevHO-Ccocy-
ONCTOM CUCTEMbI, 3a4eCTBOBaHHbIM B (DYHKLMOHUPO-
BaHMM LWeCcTn OnonorM4yecknx npoLeccoB: anonTos,
KpoBoobpalleHne 1 razoobmeH, roMeoctas, UMMYHHbIIA
oTBeT, MmeTabonuam nunugos [15]. MNpn aTom gons re-
HOB, MO KOTOPbIM YCTaHOBIEHbI BbICOKAE 3HAYEHUS KO-
adhpmumeHTa reHHon guddepeHumaummn, pasnmyanacb
ANsi pasHblX Nap cpaBHUBaEMbIX pac. Hanpumep, mex-
4y Herpougamu u MoHrorniomaamu 6onee BbICOKME 3Ha-
yeHus Fst ycTaHoBneHbl Ansi Oonbluel [ONW FeHOB,
perynupyoLmx anonTos, kposoobpalleHne u rasoob-
MEH, YeM MpU CpaBHEHUN €BPOMEOUOO0B C Herpongamm
1 MoHronongamu. OgHUM 13 0OBACHEHUI 3TOro hakTa,
Nno MHEHMVIO aBTOPOB, MOXeT ObITb NokanbHas aganTta-
umsa. K ymcny reHoB € NnokanbHOW aganTtauuen oTHece-
Hbl: MPU CPaBHEHUWN HEFPONAOB U EBPONEONAOB — rEHbI
UMMyHHoro oTBeta (GRB2, IKBKB), anontosa
(ARHGEFI, RIPKI) n metabonusma nunugos (PMVK);
npu CpaBHEHNW HErPOULOB Y MOHIOIOMA0B — reHbl UM-
MyHHoro oteeTa (GRB2), anontosa (BCL2LI) n meta-
6onuama nunugos (PMVK); npu cpaBHEHMM eBponeou-
OOB W MOHrONMoMAoB — reHbl MMMYHHOTO OTBeTa U
anonTo3a (/IL4, IL6), cBepTbiBaHUS kpoBu (F2).

Pasnuuus no yactotam annenbHbIX BapuaHToB pe-
rynsTopHbIX obrnacTteit MoryT onpefenaTb cneumdgurye-
CKue npodunm 3KCMpPEeccun reHoB, 4YTo Obino ybeawn-
TenbHO nokasaHo B wuccnepgosaHum R.S. Spielman wu
coaBT. [16]: CTaTUCTUYECKM 3HAYUMbIE pPa3nUyuMa B
YPOBHE 3KCMPECCHMN MEXAY €BPONeoVAHbIMU Y MOHIO-
NOVAHBIMU  MONYNAUMSMW  3apErMCcTPUpOBaHbl  Ans
26,1% npoaHannampoBaHHbIX reHoB. Cpean reHoB c
MaKCMMarnbHbIMU PasnUYUSMM MO YPOBHIO 3KCMPECccuu
—-DPYSL2, UGT2B17, FCER2 (no paHHbIM reHam Bbille
YpOBEHb 3KCMPEeCcCUn perucTpupoBarncs y esBporneou-
po.); CTSS, SLC2A5, NFIL3, DNAJB9 (Bbiwe y MOHro-
novngos). Ha ocHOBaHUM JaHHbIX MO YPOBHK 3KCMpec-
cum 1 097 reHoB Bce obcnegoBaHHble WHAMBUAbI
npaktudeckn co 100%-1 BEPOATHOCTBLIO KNacTepusyoT-
Csl B AABE rpynnbl: MOHronovnabl 1 eBponeonabl. ABTOpPbI
JaHHOro uccnegoBaHus nokasanu, 4to 18-81% To-
TanbHOW M3MEHYMBOCTM YPOBHS 3KCMPECCUM FEHOB On-
penensietcs yactotamm SNP B COOTBETCTBYHOLUMX MO-
nynsuusix. HanprvmMep, pasnuuns B ypOBHE 3KCNpeccun
Mexagy 3TMMK [OBYMSI CpaBHMBaeMbIMU Fpynnamu Mo
reHy UGT2B17 pernctpuposanucs npu p < 1,03-10-18,
yactoTa annensA no rs3100645 astoro reHa, accouuu-
poBaHHOro c 6onee BbICOKAM YPOBHEM 3KCMpPeccuu,
coctaBuna y esponeougos 0,68, y moHronougos — 0,15
[16]. MNprBeaeHHbIE AaHHbIE TaKKe CBUAETENbCTBYHOT O
BO3MOXHbIX 3dpekTax oTtbopa Ha copmupoBaHue re-
HETUYEeCKOro pasHoobpasnsi Mo NOoKanu3oBaHHbIM B
perynsaTopHbix obnactsix reHoB (PyHKUMOHANbHO 3Ha-
YAMBIM MONUMOPGHBLIM BapyaHTam B MOMNYyNAUMUSX pas-
TNINYHOW pacoBOK NPUHALIEXHOCTN.

HecmMoTps Ha HakOMMEeHHyY K HacTosiLeMy Bpeme-
HU unHdOpPMaUMO O poNnM ecTecTBEHHOro oTbopa B
(hopMUPOBaHUN FEHETUYECKOrO pasHoobpasns coBpe-
MEHHbIX nonynauui (a MoxeT ObITb, U Bnarogaps aTo-
My), B Hay4HbIX MyOnuKaumsix BCe Yalle BbICKa3biBatoT-
CSl CY>XOEHNSI O CMOPHOCTM PONM €CTECTBEHHOrO 0TOOpa
B 3BOMOUMM Yernoseka (cMm., Hanpumep, [17]). OgHa u3

NPUYNH 3TON0 MOXET 3aKnk4aTbCA B CIIOXHOCTU YyCTa-
HOBMEHUS cneumdunyecknx gakTopoB otbopa, onpeae-
NAOLWUX reHeTUu4eckne ocobeHHOCTU CTPYKTYpbl FeHO-
(POHOOB KOHKPETHBLIX MOMNYNSAUUA, HO Takue [OaHHble
HakannmBatoTcs.

dakTopbl ecCTeCTBEHHOro oT6opa

Ha npoTskeHnn Bcex 3TarnoB 3BOMOLMM YernoBeka
cpean 3HauMMbIX (PaKTOPOB, OKa3blBaOLUMX BRAUSIHUE
Ha XapakTep reHeTM4ecKkoro pasHoobpasus, Obinu npu-
POOHO-KNMMaTMYEeCKMe YCNoBMs U OCOBEHHOCTU nuTa-
HWS (gueTa).

C. Suo n coaBT. [18] Ha OCHOBaHWM aHanu3a WH-
dopmaunn, cogepxallenica B 6asax gaHHbix HapMap,
HGDP n SGVP gns 22 pgyx nonynsuui Boctoka un
asnatckmx nonynauui HOro-Boctoka, Bbigenunm 23
reHa (HLA-DRB1, HLA-DMB, HLA-DQA1-2, HLA-DMA,
HLA-DOA, HLA-DOB, PSMB9, BRD2, TAP2, PSMBS,
TAP1, NRG1, WDR48, GORASP1, TTC21A, AXUD1,
CMYA1, CX3CR1, CCRS8, SLC25A38, LAMR1, MOBP,
EPHBT), n36bITO4HO copepxawime nonumopdHble Ba-
pvaHTbl, YacTtoTa annenen KOTOpbIX Koppenuposana
C reorpacryeckon LUMPOTON foKanuaauum nonynsumn.
B uccneposaHun S.M. Raj n coasT. [19] ans 354 reHoB
nokasaHa accouuaumsi ¢ KnumaTtom, B TOM 4ucne Ans
aByx reHoB, ADRA2A n ADRA2C, npoaykTbl KOTOPbIX
Yy4acTBYIOT B peakLuUn CYXXEeHWst COCyAOoB B OTBET Ha
xonop, 1 Gonesble pasgpaxeHus, MnorydeHsl fokasa-
TenbCTBa AENCTBUS cTabunusmpytowlero otbopa.

[MpoBoasaTCS Takke MCCNegoBaHWsA, B KOTOPbIX He
TONbKO ycTaHaBnueaeTcs 3aBucumoctb SNP oT noTen-
umanbHbIX GakTopoB oTOOpa (3KOMorndyecknue napamet-
pbl, cnoco® BeAEHUs! XO3SNCTBA, XapaKTep NUTaHusl), HO
1 gatoTtcs bronormyeckne oO6bACHEHNS YCTaHOBMEHHBIM
3akoHomepHocTaMm. Hanpumep, ana SNP, nokanm3o-
BaHHbIX B TreHax, NPOAYKTbl KOTOPbIX BOBMEYEHbI B
3HepreTnyecknn metabonuam (ME2, ME3), nokasaHa
accoumaums ¢ TakMM 3KOMOrMYecKMM napameTpoM, Kak
«MONSAPHBIA PErMOHY»; MPU aHanu3e xapakrtepa nMTaHus
(aveTa) Ans nonynsuvii, roe rnaBHbIM KOMMOHEHTOM
AVeTbl ABNSATCA knyOHW U KOopHennoAbl, cneumduny-
HbIMUW OKa3anucb BapuaHTbl B reHax, 3afe/CTBOBaHHbIX B
mMeTabonuave kpaxmana u caxaposbl (GAA, GBET,
GBA3), B 6uocuHTese conatos (MTRR), a npu npeobna-
AaHVN B NTaHWM 3nakoB — BapuaHTbl reHa PLRP2 (rva-
ponunayeTranakTonMnuabl — rMaBHbIA KOMMOHEHT TPUIMW-
uepuaoB y pacteHuin) [20]. YCTaHOBMNEHO, YTO 4MUCIO
konmii reHa AMY71 (kogupyeT amunasy CritoHbl) MONoXu-
TENbHO KOppenupyeT ¢ ypoBHeM bGernka amunasbl, a uH-
AVBMAbl U3 NOMNYNSALUMA, B KOTOPbIX TPAAULMOHHO B AUETE
BbICOKa [0Ms1 Kpaxmarcogepalimx npoaykToB, B Cpea-
HEM MMEOT OonbLUEE YMCMNO KOMUIA AHHOrO reHa, Yem Te,
B NWTaHWM KOTOPbIX LONS TakMX MPOAYKTOB HEBbICOKA
[21]. Ans reHOB 1 NONMUMOPMHBIX BAPUAHTOB, MO KOTOPbIM
yCTaHOBIIEHA 3aBWCUMOCTb 4acTOTbl PerucTpauum anne-
e OT 3KONOrMYecknx akTopoB UMW TUMa AUETHI, ycTa-
HOBMeEHbI accoumanummn ¢ 6onesHs MmN nnmnaToreHeTUYeCKu
3HaYMMbIMK NpU3Hakamu (Tabn. 3).

eHodoHAbI, cneumgu4HOCTb KOTOPbIX hopMUpo-
Banacb Ha MNPOTSKEHUM MHOTMX MOKOMEHWUA U «OTTaum-
Banacb» eCTeCTBEHHbIM OTOOPOM, B HacTosLLee Bpems
BO MHOMMX COBPEMEHHbIX NOonynaumax Moryt ObiTe ge-
3a4anTyBHbIMW. Te reHeTUYeckme Mapkepbl, KOTopble B
NPpOLUNOM fAaBanu afanTuBHbIE MPeEVMYyLLEeCTBa UX HO-
cuTENsiM, B COBPEMEHHOM 06LLecTBE MOryT TepsiTb ce-
TNEKTVBHYIO 3HAYUMOCTb (CHUXKEHO BIUSIHUE psifa Knu-
maTuyecknx paktopoB B cuny co3pgaHus Bonee
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KOM(OPTHBIX YCIOBUIA MPOXMBAHUS), U MOXET MpOsB-
NATbCA UX HebnaronpuATHbIR 3 deKT B opmmnpoBa-
HUN NPELPacroNiOXXEHHOCTN K MHOroakTopHbIM 6o-
nesHsMm. Kpome ToOro, HaceneHve pasBuUTbIX CTpaH
UCMbITbIBAET CEPbE3HOE AaBMIEHME CO CTOPOHbI PE3KO
MEHSIIOLLUXCS Tpaauumii B NULLIEBOM NOBEAEHUN, A Tak-
e BCNefACTBUE BBEAEHUS B eXefHEBHbIN obuxon Obl-
TOBbIX CUHTETUYECKMX BELLECTB, NEKAPCTBEHHbIX Mpe-
napaToB, nuLleBbix 4o6aBoK 1 T.4. [JeACTBUTENBHO, Kak
OTMeYanochb BbILLE, HEKOTOPbIE rEHEeTUYECKNe OCOoBeH-
HOCTM Y MHAUBUAOB, NPUHAANEeXawmx K TON Unm NHoWn
nonynsumMu, Mornu 6biTe CchopMMpoBaHbl B OTBET Ha
cneundUYHOCTb NUTaHNSA (AUeTbl), 1 N3MEHEHNE B M-
LLIEeBOM paLMOHe MOXET NPMBECTU K pa3BMTUIO NaTorno-
MMYECKNX COCTOSTHUIA.

Tabnuuya 3

FeHbl, NoaBepXXeHHble OTOOPY B NONYNALMAX YenoBeka,
npepnonaraemble cerieKTUBHbIE PaKTOPBI,
accouunpoBaHHble ¢ reHaMu 60ne3Hu (NaToreHeTUYecku
3Ha4YMMble NMPU3HAKK)

Mpepnonaraemblii deHoTUN NcTou-
Ten (SNP) dakTop otbopa | (6onesHb/mMpusHak) HUK
CYP3A5
(*1/%3) Knuwmart: conesoii 'mMnepToHus, [22]
AGT obmeH npeaknamncus
(M235T)
LEPR
(R109K) HapyweHxne 23]
FABP2 Knumar: yctonum- meTabonusma
(A54T) BOCTb K Xonogy
GNB3 ApTepuanbHoe [24]
(C825T) fAaBrexune
FADS2 Skonorus MeTtabonuam [20]
(rs174570) nMnugos
TNXB M‘%ﬁz:i:b?n:ﬁog_ KonuyecTso
(rs2269426) P 303MHOMIOB
OYKTbI
ZCNQ1 YpoBeHb IMioKo3bl
(rs2722425) HaToLak
KCNQ1 Owneta: kny6Hn CaxapHbiin gnabet
(rs2237892)| v KopHennoAbl 2-ro Tuna
MTRR MeTabonuam
(rs162036) donaTtoB
Knumart: Temnepa-| ACT/AJIT; rntoTeHo-
ICOS N
Typa 31mMon Bas 6onesHb
. MHpekc maccel Tena,
Knumat: oTHocu- BUNoNspHbIE
TMEM212 TenbHas Brax- °
paccTpoiicTBa,
HOCTb NIETOM
Lum3oppeHns
K . BospacTt3aBucumas
numar: Temnepa-
GLI3 TVD3 3UMOA AereHepauuns xenrto-
P ro naTHa, anneprus | [19]
Knumar: ocagku y
3MIMOIA 1 CONHEY- POBEHb TMHOKO3bI
ADRA2A HaTowlak, arperayns
Hoe n3nyyeHue
TpombouuToB
neTom
DHCR ConHe4Hoe nany- HepocTaTouHocTb
YeHnesnmom BuTamuHa D
POLD3 Temnepa:rypa KonopekTtanbHbIn pak
31Mmon

HyTpureHomuka u MmHorodakTopHbie 60ne3Hun

O TOM, 4YTO reHeTMyeckme OCOBEHHOCTM MpU BO3-
OEeNCTBMU cneumduruyecknx nuLeBbIX KOMMOHEHT MOryT
NpVBECTU K pas3BuUTUIO OOnesHu, M3BECTHO AaBHO. B
KayecTBe Mpumepa MOXHO MPUBECTU TaKMe HacrneacT-
BEHHble 3aboneBaHus, kak hEHUNKETOHYPUS (TOKCUYe-
CKU adpdpekT beHnnanaHnHa y nuy ¢ Mytaumen B reHe
deHnnanaHuHrngpokcenassl — PAH), ranakrosemus

(HapyLweHne npeBpalleHUs ranakto3bl B [IIHOKO3y B
pesynbTate MyTauuu reHa, OTBETCTBEHHOro 3a CUHTE3
ranaktoso-1-cocoarypuauntpaHcdepassl — GALT);
xenesopeduuntHas aHemus, He nogjarollascs neye-
HUKO npenapatamy >xenesa (HapyLleHO BcacbiBaHWE
XKenesa kneTkamu B pesynbTaTe MyTauuid B reHe
TMPRSS6);remoxpomaTto3 (HakonneHue xenesa B Tka-
HAX BCreacTBme n3BbITOMHOrO BcacbliBaHWS Xenesa B
KVLLEeYHUKe; npuynHa — mytauum B reHe HFE) n gp.

OpHako He TOMbKO MyTauuW, HO U LUMPOKO pacrpo-
CTpaHeHHble NonMMOpdHbIE BapyaHTbl reHOB MOTyT Ofl-
penensaTb pasnuyMs B OTBETE Ha NPUEM Makpo- 1 MUKPO-
HYTPVEHTOB Y YernoBeka. B HacTosiLlee Bpems Bonpocam
VHAVBMAYanbHbIX peakuuii Ha MpUeM HyTPUEHTOB B 3a-
BMCMMOCTM OT TEeHEeTUYECKUX OCOBEHHOCTEN HaceneHus
3aHUMAtOTCS CNeLManucTbl B 00nacT HyTPUreHOMUKN.

J. Kaput n R.L. Rodriguez [25] ykasanu, 4TO «HyT-
puyreHoMuKka cTpemmuTcs obecnevmTb reHeTnyeckoe no-
H/MaHne TOoro, Kak OBbIYHbIA XUMWYECKUA COCTaB Ane-
Tbl (T.e. nuTaHve) onpegensetr OanaHCc Mexay
300pOBbEM M GOMNE3HBID MOCPEACTBOM U3MEHEHUS 3KC-
npeccun n (UnNn) CTPYKTYpbl MHAMBMAYANbHOTO rEeHeTU-
YecKoro cocrasay, U chopMynMpoBanu NsiTb OCHOBHbIX
NOSOXEHU AAHHOMO HayYHOro HanpaBneHUs:

— 0BbIYHBIA XUMUYECKUA COCTAB MULUM BRMSIET Ha
reHom yenosek Nnbo Hanpsmyto, NMBo onocpefoBaHHo;

— NPV OMpefeneHHbIX YCIOBUSAX Y HEKOTOPbIX WHAM-
BMOOB OCOBEHHOCTU MUTaHWS MOTYT BbICTynaTb B Kade-
CTBe cepbe3Horo haktopa pucka psga 3abonesaHui;

— HEKOTOpbIE perynupyemMble nuTaTenbHbIMA Be-
LectBamMu (QMETON) reHbl, BEPOATHO, MUrpatT posnb B
onpefeneHun Havyana, nporpeccuv u (Mnu) KrivHu4e-
CKOW KapTWHbI TEYEHMNSA XPOHMYECKUX 3abonesaHnii;

— CTeneHb BMAMAHMA AmeTbl Ha BanaHc mexpy 60-
Ne3HbI0 U 30,0POBbEM MOXET ONpPefensaTbCa MHANBUAY-
anbHbIMW reHeTUYECKNMN OCOBEHHOCTAMMY;

— nopbop AMeTbl, OCHOBaHHBIA Ha 3HaHWSAX O MuLLe-
BbIX MOTPEOHOCTAX, 06ECNeYEHHOCTN KaXaoro oTaenbHo-
ro opraHvMama HyTpUeHTaMn U reHoTUMne (KMHAMBUAyanu-
3POBaHHOE MUTaHMEY), MOXeET OblTb MCMONb30BaH ANS
npeaynpexaeHns, obnerdyeHns TeYEHUs Unn neveHus
XPOHMYECKMX 3aboneBaHuii.

M3BectHO, 4TO Aeduumt psga  MUKPOHYTPUEHTOB
(4enoBeKy AN HopmarbHOrO OYHKLMIOHMPOBAHUS opra-
HM3ma TpebyeTtcs npubnuautensHo 40 pasnyyHbIX MUK-
POHYTPVEHTOB) NPUBOAUT K pa3BuTUiO 3aboneBaHnin cep-
[EYHO-COCYANCTON  CUCTEMBI  (BUTaMuHbl  rpynnbl B,
BUTaMVH E, kapoTuHoMAbl; KanbLunii, MarHuia n ap.), OHKO-
natonorun (conatbl, KapoTUHoMAbl), AedeKkTa HeBparb-
Hom Tpybku (ponaTbl), ONpeaensaoT Mmaccy KocTen (BuTa-
muH D); geconumt ButammHos (B12, B6, C, E, dponvesas
KMCNoTa, HUKOTUHOBAS KNCIOTa) U HEKOTOPbIX METanmnos
(Fe, Zn) MoxeT NpUBOAUTL K PasfNYHbIM NOBPEXAEHU-
am OHK (umt. no [25]). Hanpumep, k noBpexaeHusM, xa-
paKkTepHbIM NpY pagvauvoHHOM BO3AEWCTBUM (paguaum-
OHHas MVUMUKPUS), NpuBOAMT Aeduumut BuTammHa C
(Npu 3TOM yBENMYMBAETCH PUCK Pa3BUTUS OHKOMATONO-
rn 1 katapaktbl (B 4 pasa)) n sutammHa E (ysenuum-
BaeTCs PUCK PasBUTMSA paka TONCTON KULIKK (B 2 pasa),
fonesHen cepgua (B8 1,5 pasa), MMMyHHON AUCHYHK-
uum) n ap. [25]. B 1o e Bpems, Kak nokasanv MHOro4mc-
NeHHble uccregoBaHus (B Tom uucne n GWAS, cwm.
Tabn. 4), ypoBeHb MUKPOHYTPUEHTOB MOXET OTNUYaThb-
CH Y WHAMBUOOB C PasfMyHbIMU FEHEeTUYECKUMU Bapu-
aHTamu. Takas cuTyauus Habnoganacb, B 4acTHOCTY,
B OTHOLUEHWMN YPOBHSA BUTAMVHOB B CbIBOPOTKE KPOBMU —
A, Bs, Bz, D, E, donneBoi kucnotsl (Tabn. 4).
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Tabnuua 4

MonumopdHbIe BapuaHThI, NOKa3aBllMe acCoLMaLMmM C yPOBHEM HEKOTOPbIX BUTAMUMHOB B OpraHu3me Yernoseka
M noTpeGreHnemM HyTPMEHTOB (No AaHHbIM GWAS*)

Mi@:;ﬂg:::ﬂ rs leH p [Opyrue npusHaku, accounmnpoBaHHble ¢ SNP
ButamuH B, 492602 FUT2 110" YpoBeHb 00LLero xonectepmHa
1047781 4107 Mapkepbl OHKONaTosorum
602662 2.107" -
3107
2298585 MS4A3 1-107"° -
526934 TCN1 2:107"° -
2:10°
3760776 FUT6 410" Mapkepbl oHKonaTonoruu; yposeHb N-rnmkaHoB
41281112 CLYBL 910" -
1801222 CUBN 310 -
11254363 110 -
9473555 MUT 5.107° -
10515552 - 41078 -
12377462 - 2:10° -
ButamuH Bg 4654748 NBPF3 81078 AkTnBHas copma nepugokcane-5-cdocdarta
ButamuH D 2282679 GC 210" HepoctaTtoyHocTb BUTamuHa D
2107
3829251 NADSYN1 310”° -
2060793 CYP2R1 3107”7 -
ButamuH E 964184 ZNF259 81072 M3ameHeHne B ypoBHe anbga-Tokodepona B OTBET Ha Npuem
BUTaMuHa E; ypoBeHb obLLero xonectepuHa, xonectepuHa
NUNONPOTENOB BbICOKOW NIIOTHOCTM; XONECTEPUHA NUMOMNPO-
TENA0B HU3KOWM NAOTHOCTU, TPUIMULEPULOB; aKTUBHOCTb NINMO-
npoTenHaccoummpoBaHHondocdonmnassl 2; runepTpurnuue-
puaemus; uweMmmyeckasl bonesHb cepgua
2108622 CYP4F2 11070 YpoBeHb rnnuepondocdoxonuHa; ypoBeHb anbda-
Tokodbepona; nogaepxuaatoLlas Aosa BapdapuHa 1 aLeHoKy-
Mapona
11057830 SCARB1 8107 -
ButamuH A 10882272 FFAR4 710" -
1667255 6:10 -
donar 982393 FIGN 8-107° -
153734 PRICKLE2 -AS1 7107°
Yrneeogpl 197273 TANK 2:107° -
10163409 FTO 3107 -
838145 1ZUMO1 3107 -
XKupbi 838145 1ZUMO1 4107 -
Benkun 838133 FGF21 81077 YpoBeHb romouucTenHa
1421085 FTO 1107 OxupeHne

MpumeyaHune.*—cocrtaBneHo no [4, 28]; p — BOCTUTHYTbIA YPOBEHb 3HAYUMOCTMW.

M3BecTHbl 1 Apyrve npumepbl reHeTudeckom oby-
CrnoBrneHHocTn B notpebHocTn HyTpueHToB: G1958A
(rs2236225) B reHe MTHFD1 — pasButue geduuuta
XOMVHa MPU HU3KOM €ro CoAepXXaHun B MPUHMMAaEMOMN
nuwe [26]; rs12325817 reHa PEMT — Gonblas no-
TpebHOCTb B XONWHe Yy xeHWuH [28] n gp. B ob3ope
M.D. Lucock un coaBT. [6] npuBeaeHbl reHbl, apdekT
KOTOPbIX B TOW WIN WUHOW CTEMEHM 3aBWCWT OT KOMMO-
HEeHTOB nuwy, B Tom uucne SLC24A5 (ButamuH D),
AMYI (kpaxman), LCT (naktosa), ALDHZ2 (ankoronb),
ACE (conb), knactep reHoB FAD (nonMHeHacbIWLEHHbIe
XUpHble kucnotebl), C282Y (xeneso), AGT (msco),
CYP450 n GST (pacTuTenbHble arnkanovgbl U Apyrue
KceHobroTukn) 1 ap. MNpn 3ToM, C OAHON CTOPOHBI, B psae
cryyaeB Ans NonMmMopdHbIX BapuaHTOB, KOTOpblE BMUS-
1N Ha YpOBEHb BMTAMMWHOB, YCTAHOBMEHbI accoumaummn ¢
3aboneBaHUAMM (MM NATOrEHETUYECKN 3HAYUMBIMU MPK-
3HaKkamm — cMm. Tabn. 4), ¢ Apyror — nokasaHbl CyLLIeCT-
BEHHbIE Pa3nMynsa Mo YacToTe perncTpaummn annenbHbIX
BapnaHTOB 3TUX FEHETUYECKMX MapKepoB y NpeacTaBu-
Tenew pasnuyHbIX PacoBbIX rpynn HaceneHus. Hanpwu-

mep, no rs964184 reHa ZNF259 4vactota annens C
BapbupyeT B npegenax 0,125-0,900, no rs1047781
reHa FUT2 annene T He perucTpupoBarncs B obcneno-
BaHHbIX BbIOOpKax €BpPONeoVAoB WM AOCTUran BeNUYMHBI
0,478 y npencrasuTenei Apyrix rpynn Hacenexus [29].
Momunmo npuBeaeHHbIX B Tabn. 4 pag apyrix nonmmopd-
HbIX BapWaHTOB rEHOB, acCOLMMPOBAHHLIX C YPOBHEM
BUTaMWHOB, MOKasanu CBA3b C MATOreHEeTUYECKUN 3HaYu-
MbIMW Mpu3Hakamy 1 3abonesaHusmu. B yactHocTm, no
AaHHeim GWAS [4], BapnaHTbl reHa FUT2 accouumposa-
Hbl C YPOBHEM FOMOLCTENHA, MOYEYHbIX (DEPMEHTOB (LLe-
noYHon docaTason, ramma-riyTamaTrTpaHcepason),
bonesHbto KpoHa, GrnonspHbIM paccTpONCTBOM, ULLEMU-
Yyeckoln OonesHbto ceppua; BapuaHTbl reHa CLYBL — ¢
CMHAPOMOM AeduumuTa BHUMAHNS U TMNEPPEAKTUBHOCTY;
reHa GC — HearnKoronbHOW X1poBol Gone3Hbo NeveHw;
reHa ZNF259 — ¢ ypoBHEM pasnUyHbIX NUNUGHbIX MoKa-
3arenew, ¢ metabonuyeckum cuHgpomom. C Takum Lm-
POKO pacnpoCTpaHEHHbIM B COBPEMEHHBIX MONynsaumsax
NaToNorMYeckMmM COCTOSIHUEM, KaK OXMPEHWe, accoLmu-
poBaHbl Gonee nonycoTHU reHos [5, 6].
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Ha npuem MakpOHyTpUEHTOB TakkKe MOXeT ObITb
pasHbI OTBET y NUL, B 3aBUCMMOCTU OT X FrEHOTUMNnYe-
Cckux ocobeHHocTen (Tabn. 4). Mo gaHHbIM MeTaaHanu-
3a GWAS c ypoBHeM noTpebneHns 6enka yctaHoBneHa
accoumauus (p=9,96-10“1°) annens rs1421085 (reH
FTO), pns koToporo paHee Obina nokasaHa accouua-
uMa c Gonee BbICOKMMMW 3HAYEHUSIMWU MHAOEKCA Macchbl
Tena, a rs838145 (nokanu3oBaH B WHTPOHE reHa
IZUMOT) Bbin accoummpoBaH C BbICOKAM YPOBHEM MO-
TpebneHns yrneesonoB (p = 1,68-10‘8) N HU3KUM YpPOB-
Hem noTpebneHns xwupa (p = 1,57-10‘9) [30]. Yto kaca-
eTca nocnegHero m3 ynomsHytbix SNP, TO aBTopbl
OTHECINUN ero K KaTeropum kaHauaaTHOrO reH-pocTOBOro
dakTopa ubpobnacrtos FGF21 (nokanusosaH B6NU3n
reHalZUMO1T), npoayKT KOTOpOro BOBrieYeH B MeTabo-
NN3M FAOKO3bl M NNNUAOB, TaK Kak AaHHbIA nonumopd-
HbIA BApUaHT Obin accoLMMpPOBaH C KOHLEHTpauven Lmp-
Kynvpytorero 6enka FGF21 (Ho He ¢ ypoeHem MPHK).
OcobeHHoCTV MuTaHust ObiNn BbISIBMEHBI Y NaLWEHTOB C
caxapHbIM AvabeToMm 2-ro Tuna, umerowmx reHotun AA
no rs99939609 reHa FTO:. ona HUX XapakTepHo Oblno
MOBbILLEHHOE MOTPEDONEHNE XNPOB U HU3KWIA YPOBEHb
notpebnenns knetyatkm [31]. B gpyrom uccneposaHum
6bINo NokasaHo, YTO HeJoCTaToO4HOCTb BUTaMuHa D cno-
coBCTBYET YBENMMUEHMIO Macchl Tena y geten, obnapato-
Lwmx puckobiM annenem rs9939609 rena FTO, HO Takon
3aBVICUMOCTM HE 3aperncTpupoBaHo Y AeTel ¢ HopMarb-
HbIM noTpebneHnem ButammnHa D [32].

MaKkpoHYTPUEHTBI TakKe MOryT MoAynupoBaTb ac-
counaumm ¢ naTonormyeckUMn COCTOSIHUSIMW, Kak 3TO
ObINO Noka3aHo, B YaCTHOCTMW, AMA MONMMOPMdHbLIX Ba-
puvaHTtoB reHoB PLIN, FTO, MC4R [33, 34]. Tak, He-
CMOTpPS Ha TO YTO HE YCTAHOBMEHO 3aBUCMMOCTU psiga
aHTPOMOMETPUYECKMX MoKasaTenew, WHMOOPMATUBHBLIX
ONS OLUEHKN OXMpPeHUs (OKPYXHOCTb Tanuu u Bepep,
MHAEKC Macchl Tera), OT reHOTUMOB MO NONMMOPEHOMY
BapuaHTy 11482G/A (rs894160) rena PLIN, nokasaHo,
4YTO Yy MWL, B MUTAHUN KOTOPbIX OblN BbICOKAA YPOBEHb
noTpebneHns CrnoxHbIX yrnesodos, Oonee peakvin an-
nenb (A) BbICTynan B KayecTBe MPOTEKTUBHOrO Ans
pa3BUTUS OXUPEHWNS, @ Y NHONBULOB C HA3KAM YPOBHEM
noTpebneHns CroXHbIX YrNeBOLOB, HAaNPOTUB, AaHHbIN
annenbHbIl BapuaHT Mokasarn accouvauuio C PUCKOM
pa3suTus oxmnpeHuns [33]. Tonbko y nuu, He NPUAEPXKU-
BaOLUMXCA CPeau3eMHOMOPCKON AMEeThbl, NokasaH pUcK
pa3BuTUS caxapHoro gmabeta 2-ro Tuna y obnapgare-
nen npounssoaHbix annenen no rs9939609 reHa FTO un
rs17782313 reHa MC4R no cpaBHeHWto ¢ obnagaTens-
MU NpeakoBbIx annenen [34].

C yyeTOoM BbIENPUBEAEHHbIX AAHHbIX BMOSHE
OXMAAEMbIM SIBASETCS TO, YTO OTBET Ha NMPUEM Makpo-
N MUKPOHYTPUEHTOB TakKkKe MOXEeT ObITb reHeTnyecku
AEeTEPMUHNPOBaHHbLIM. Tak, Mpy MPOBEAEHUN LUMPOKO-
reHoMHOro accoumatmeHoro nccriegosanus J. M. Major
n coarrT. [35] BbisBMnK psig SNP, Bkntovas Tpu He3aBu-
cuMbIX rokyca (rs964184, rs12272004, rs7834588),
accouMMpoBaHHbIX C ypoBHeM arnbda-Tokodepona B
CbIBOPOTKE KPOBW B OTBET Ha AMUTEMNbHbIA NMPUEM BU-
TamuHa E, npuuem pgBa nepBbiX U3 TPex ykasaHHbIX
BapuaHTOB OKanu3oBaHbl BOMM3W reHos, 3a4elncTBO-
BaHHbIX B TpaHCMopTe WU MeTabonuame ButammHa E
(BUD13, CYP4F2), a Tpetuin — B reHe NKAIN3 (Na+/K+
transportingATPaseinteracting 3). bonee BbipaxeHHoe
CHWXEHMe MaccCbl Tefna B OTBET Ha HWU3KOKaNopuiHyo
aveTty (C BbICOKUM COAEPXAHWEM KaK MOHOHEeHachl-
LLIEHHBIX, TaK U MONMHEHACLILLEHHbIX >X1poB) Habntoga-
nocb y nuvy, FrOMO3WroTHbIX No annenoTrp64 nonu-

MopcdHoro BapuaHta Trp64Arg reHa ADRB3 no
cpaBHeHW0 ¢ obragaTensMu ApYyrux reHoTunos, a
ynyylleHne Takux rnokasaTernen, Kak ypoBeHb xonecTe-
pvHa, XOnecTepnHa NUMNoNpPOTENHOB HN3KOW NIOTHOCTH,
TPUrNMLEPWAOB, TNIOKO3bl UHCYNMHA W Apyrux, Obino
Oonee 3HauMMo y obnagaTenei reTepo3nNroTHbIX reHo-
TUMOB MO AaHHOMY nonumopdHomy BapuaHTy [36]. Yc-
TaHOBMEHO TaKke, YTO Yy 3L40POBbIX MYXYWH MNOMNu-
MopdHbIA BapuaHT 211377C/G reHa aguvnoHeKTUHa
(ADIPOQ) wmoxeT BbICTynaTb B KadecTBe akTopa,
obycrnosnuBarLLEero pasnnyins B OTBETE Ha YyBCTBU-
TENbHOCTb K MHCYMUHY Nocrne NpuMeHeHns aueTsl, 060-
raweHHoOW MOHOHEHACBILEHHBIMM XUPHBIMW KUCnoTa-
MU, 1 aneTsbl, oboralleHHow yrnesogamu [37].

[MpvBeneHHbIe OaHHble CBUAETENLCTBYOT O TOM,
4YTO B 3aBUCUMOCTU OT FEHETUYECKMX OCOBEHHOCTEN
VWHOUBMAbLI MOTYT pas3nuyaTbCst B NOTPEOHOCTAX MaKpo-
N MUKPOHYTPUEHTOB, KOTOPbIE Ba’KHbl AMsi HOPMarbHO-
ro dyHKumMoHvpoBaHmsa opraHuama. OT reHeTu4ecKnx
ocobeHHOCTE MOXET 3aBUCETb U PeKOMeHZyeMmble
npodunakTuyeckme, a Takke nevyebHble HazHa4YeHUs.

He Tonbko noTpebHOCTM B MaKpo- Y MUKPOHYTPU-
€HTax MOryT 3aBUCETb OT FEHETUYECKNX BapUaHTOB Tex
WUNN WHbIX FEHOB, HO CaMu HYTPUEHTbl OKa3blBatoT
BNUSHWE Ha QYHKLMOHNPOBAHME FrEHOB, YTO JOCTUraeT-
€Sl NOCPEACTBOM Pa3fUYHbIX MEXaHW3MOB: 1) HyTpueH-
Tbl MOTYT HEMocpeaCcTBEHHO B3aMMOLENCTBOBATL C pe-
LenTopom, KoTopelii ceasbiBaeTcs ¢ AHK n nnayumpyet
3KCMPECCUI0 TEeHOB (Hanpumep, B3auMOAENCTBUE BUTa-
MuHa D c reHom peuenTtopa ButamuHa D (VDR), kanb-
LUMSt — C KanbLMHYPUHOM) U T.4.; 2) HyTPUEHTbI Y4acTBYHOT
B 3MUreHeTn4Yecknx mogudukaumsax (Ha ypoBHE peryns-
LUunn TpaHckpunumm (nocpeactsom Metunuposanus OHK n
TMCTOHOB) W TpaHcnaumuM (NOCPeACTBOM  OCTaHOBKM
TpaHcnaumm MPHK ¢ nomowysto mukpo-PHK) [38, 39]. Tak,
M3BECTHO, YTO M MaKpPOHYTPUEHTbI (Kupbl, 6enku, anko-
ronb), U MUKPOHYTPUEHTbI (BUTaMWUH E) mameHsoT ypo-
BeHb 3Kcrnpeccun MHorux Mukpo-PHK n BoBneveHbl B
onarsaBmcMbIA MeTabonuam oaHOYrNEPOAHbIX COEaU-
HEHWN (CM. pYC. 2), UrpatoLLMin KINOYEBYHO POrb B MpoLiec-
cax metunmpoBanust JHK n ructoHoB (BUTaMuHbl By, Be,
B», donar, Zn, Se, 6enok u ap.) (umT. no [39]).

AnureHeTnyeckas moaudmrkaums reHoma Kak npu-
YMHa Pa3BUTUS MHOrOaKTOPHbLIX OONe3Hen — OQHO U3
aKTMBHO pPa3BUBAKLLUXCH HanpaBieHU COBPEMEHHbIX
reHoMmHbIX nccnegosaHuii [39-41]. Tak, A.P. Feinberg
[41] paccmaTpmBaeT Heckonbko Moaenen dopmMupoBa-
HUs pyucka Oomne3Hn Ha ocHoBaHuM u3meHeHusi JHK:
1) mogenb opMMPOBaHUSA puUCKa HE3aBUCUMO OT 3Nn-
reHeTUYECKNX MexaHn3MoB (3Ta mMogens npeobnagana
B MCCNeaoBaHUSX MO WU3YYEHU0 FeHETUMKU MHorodak-
TOPHbIX GONe3Hen A0 HacTosLIEro BpeMeHW); 2) reHbl
MOTyT BbICTyNaTb B Ka4eCTBE MOCPELHUKOB 3MUreHeTu-
YeCcKUX MoamduKaumnin Apyrnx reHos (T.e. UBMEHEHUS B
reHax, ynpaBnstoLUX «3IMNUreHOTUMNOMY»; Hampumep, B
reHax ponaTHOro LMKra, YTo MOXeT CKa3aTbCs Ha nof-
aepxaHun metunuposaHusa [OHK); 3) mogens, roe ad-
hekT reHeTmyeckoro sapvaHTa GyaeT 3aBuCeTb OT ero
3MUreHeTn4ecKkoro KoHtekcrta (nogpobHee — cm. [41]).
M3 Tpex npennoXeHHbIX MOAENen ABe TaK WU MHaye
YUUTBIBAIOT 3NUreHeTUYeCcKne N3MEHEHUS B OpraHm3me.
B cBsi3au c 3TMM crnegyeT Takke OTMETWUTb, YTO Hakon-
TNeHne 3MUreHeTUYECKX U3MEHEHMIN C BO3pacToOM Mpo-
NCXOAWUT [OBONIbHO WHTEHCUBHO (Oonee BbIpaXeHbl,
YyeM COMaTUYECKME FEeHOMHbIE HapyLUeHWs), U 3TO MO-
XKeT ObITb 06BbACHEHNEM HAKOMNMEHNST MHOrOaKTOPHbLIX
GonesHel y NoXunbix fMoaen.
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Puc. 2. OcHoBHble NyTu donaTsaBucMMoro Metabonuama ofgHOYrNepPoaHbIX coeanHeHnid. KypcuBom npvBedeHbl reHbl, NPOAYKTbI
KOTOPbIX BOBMEYEHbI B AaHHbIA ODU3NONOrMYECKMA NPOLIECC, HA cePOM (POHE yKasaHbl HYTPUEHTbI U KOMMOHEHTbI NMUTaHUS, 3HAYMMbIE
05 jaHHoro MeTabonuyeckoro nyTu (coctaeneHo no [39])

[ns reHoB, NpoAyKTbl KOTOPbIX 3a4e/ACTBOBaHbI B
npoueccax MeTUNMPOBaHUS, M3BECTHbI accouuaummn c
MHOrOYMCIEHHBIMM 3aboneBaHMsMM MHOrohaKTOpHOWA
NPVPOAbLI U KMVHUYECKM 3HAYUMbIMK BUOXUMUYECKMMU
nokasarensamu. Tak, NnonMmopdHbIE BapuaHTbl, flokanu-
30BaHHble B reHe SHMT, accounmpoBaHbl C pasnnyHbIMU
OHKONnornyeckumun 3abonesaHvsamu; B reHe MTRR -
c gedmuntom honmeson KUCNOTbl U BUTamMuHa Big,
rMnepromMouMcTeENHEMIEN, OHKonaTonormen, Tpomobo-
ambonveir, B reHe COMT — c pasnuyHbIMK NCUXMYe-
ckuMu 3aboneBaHuaMM (LWn3odpeHns, GonesHb Anbl-
reviMepa v Ap.), MNepToHVen, UWEeMNENn M1OKapAaa; B
reHe CBS - ¢ ypoBHeMm romoumnctenHa; B reve MTHFR —
C YPOBHEM FOMOLMCTENHA, CaxapHbiM AuabeTom Tuna
1 1 2, rMNnepToHWEN, rMNepxonectTepnHeMmen, aTtepo-
CKNepo3oM, MHGapKTOM Muokapaa u T.4. [29, 42]. Og-
HUM 13 Hanbonee M3yYeHHbIX FTEHETUYECKNX BapnaHTOB
aBnsetca C677T B reHe MTHFR, 3ameHa C Ha T npu-
BOAMT K CHWKEHWIO 3H3MMAaTUYECKOW aKTUBHOCTU, U
obnagateny roMO3WroTHOrO FEeHOTUMA MMEKT MOBbI-
LLEHHbI YPOBEHb FOMOLIMCTENHA, MOKa OHW HE Ha4uHa-
10T NMPUHMMaTL BbICOKME A03bl honaTa. Ho Tak kak HyT-
PVEHTbl SABMATCA AOHOPaMW METUIbHBIX Tpynn, a
MUKPOHYTPUEHTbI  KOPaKTOPaMM3H3NMOB, 3a4elCTBO-
BaHHbIX B honarsaBucumom meTtabonuame opHoyrne-
POAHbIX COEAMHEHWUA, HE TONbKO FeHETUYECKMIA Mnomnu-
MOpU3M, HO U HeAOoCTaToK Moboro M3 aTUX BELLECTB
MOXET MOBNUATL Ha paboTy reHoB M PyHKUMOHANbHOE
COCTOsIHME opraHu3ma B Lenom. B 1o xe Bpemsa gedu-
LUT MUKPOHYTPUEHTOB LUMPOKO pPacrpoCTpaHeH, Ha-
npumep, y MOXWnbIX aBcTpanuiiuesB notpebneHve ot
pekoMeHAyeMOl HOpMbl COCTaBrniseT: ceneHa — 5%,
kanbuma — 10%, xenesa — 11%, sutamuHa A — 7%,
ButammHa D — 10% (umuT. no [6]). NMoHnMaHme 3Ha4YnMmo-
CTU MUKPOHYTPUEHTOB B Pa3BUTUM CIOXHOHAcnegye-
MbIX COCTOSIHWIA Yyxe ceildac npuBerno K paspaboTke
npodmnakTnyecknx n neyebHblx nporpamMm Ans pas-

NNYHbIX 3aboneBaHnii MHorodakTopHol npuponbl (60-
Nne3Hn cepaeyHO-COCYAUCTON CUCTEMbI, AedeKkT HeBs-
panbHol TpyGKK, oHkonaTonorus u ap.) [39, 43].

[lo HacTosLero BpeMeHy B 06r1act reHeTUKN MHO-
rocakTopHbix 3aboneBaHun Bce ewe npeobnagatoT
nccrefoBaHus, NOCBSALEHHbIE BbISBNIEHUIO IPyNn pycka
pa3BUTUS MHOroakTopHbIX 3aboneBaHWiA U MOUCKY
MULLEHEN Ans pa3paboTky TapreTHbIX NeKapCTBEHHbIX
npenapatoB. Ho npepcrtaensioTca ewe Oornee akTy-
anbHbIMW WCCMEeA0BaHNs, HanpaBlieHHblE Ha MOHWMa-
HME TeX FeHEeTUYECKUX N IMUrEHETUYECKMX MEXaHW3-
MOB, CIIOXMBLUMXCA B XO4E€ 3BOMOUMUM, KOTOpble
onpefensioT «reHeTu4eckn o6oCHOBaHHYO nepcoHanu-
3MPOBaHHY KapTy 300POBbS». OTOW LENU MOXET Mo-
CNYXWUTb HyTpUreHomuka — ObICTPO pasBuBalLLASCH
oTpacrnb McCrnegoBaHWin, C OrFPOMHbIM MOTEHLMANoM,
KoTopas B [darbHENLIEM MOXET CTaTb OCHOBOW Ans
pa3paboTkM NEPCOHANM3NPOBaHHbLIX PEKOMeHAAUMIA Mo
NATaHWIO C LIENbI0 NPEeaynpexaeHust passutus Gones-
Hel n pgaxe nx neveHus [44]. B atom cnyyae Hanuuue
reHeTM4eCKoro nacnopta Mo3BOMUT KaXZOMYy YernoBeKy
CaMOCTOATENbHO CAenatb BbIGOp Mexay «reHeTMKON
ans paspaboTku cTpaTterMm 3gopoBoro obpasa KusHm»
U «TEHETUKOW ANSA onpefeneHnst kapTbl OonesHen n
ANS ONTUMM3ALMMN TaKTUKN NX NIEYEHUS».
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IOBONIOUMNOHHbBLIE ACTNEKTblI APXUTEKTYPbI FTEHOMA YEJTOBEKA
N XPOMOCOMHbBIE BOJIE3HU

A.A. Kal.ueBapOBa1’2, H.A. CKpﬂGMH1’2, W.H. Ne6Gepes"?

" OreY «HUM meduyuHckol eeHemuku» CO PAMH, 2. Tomck
2 HayuoHanbHbiil uccredosamenbekuli TOMCKUIl 20CydapcmeeHHbill yHusepcumem, 2. ToMcK

[MoHsiTE apxuTekTypbl reHoma obbeanHseT B cebe
CTPYKTYpY, COAEpPXaHWe N OpraHM3aumnio HacrnencTBeH-
HOro marepwuarna, BKMOYas pacnorioxeHue u nopspok
reHoB B xpomocome [1]. HapyweHue ntoboro m3 3tumx
YPOBHEN MOXET MPUBECTU K Pa3BUTUIO NaTONOMMYECKO-
ro npouecca, Oyab TO HeannenbHas roMoOnornyHas
pekoMOrHaUMA MeXay CerMeHTHbIMWU AynnuKaumsmMm
reHoma, NpMBOAALLAA K XPOMOCOMHbLIM MUKPOAENeLMam
N MUKPOAYNINKALUWAM, 3KCMNAHCUSA TPUHYKNEOTUAHbIX
NMOBTOPOB M MWKPOCATEMMUTOB, aHOManuu YMnakoBKU
XpOMaTWHa NN U3MEHEHNE XPOMOCOMHbIX TEPPUTOPUIA
B sgpe. B paHHom o63ope OyaeT paccMOTpeH oavH
acnekT apXWTeKTypbl TE€HOMa, acCOLMMPOBAHHBIA C
XPOMOCOMHbIMU 3ab0oneBaHUSIMN YenoBeKa — CErMeHT-
Hble gynnukauun (segmental duplications (SDs)).

SDs B reHoMe YenoBeka NpeAcTaBnsaloT cobon Kpymn-
Hble, BbICOKO MAEHTUYHbIE U pacrnpefeneHHble Mo reHoMy
nocrnefoBaTensHOCT, OObIMHO pa3fderneHHbIe  YHUKarb-
HbIMW MocnefoBaTeNnbHOCTAMI pa3vepom Gonee 1 M6.
BonbmnHcTBo SDs yenoBeka rpynnupytoTcs NpYMEPHO B
400 obnacTax reHoma, 06pasysa Tak HasblBaeMble Aynnu-
KaumoHHble 6nokm (puc. 1) [2]. BHyTpmn aTux 6nokos SDs
npeacTaBnsAloT cobon Mo3auky 13 AynMKOHOB pasnmyHo-
ro npouncxoxaeHus. [ononHuTenbHble payHabl Qynnka-
Ly BHYTPU AYNIVKALMOHHBIX OrOKOB SBMSAKOTCA OTNNYW-
TenbHOW YepTon roMMHOMAOB [3].

MbenkoBbie A1l A2 A3 A4

Pea - - - -

NOKyCbl

dopmMuposaHiie \ /

AyNNUKaLUOHHOro . )

Gnoka Mo3zaudHele
/ \ BYNNMKALNOH-

BTopu4Hele Hble Bnoku

OynnuKaumum = .

Puc. 1. ®opmupoBaHue gynnukaumoHHbIx 6nokoB (no [4])

YcTtaHoBneHo, 4To no cogepxaHuto SDs k reHomy
YyenoBeka Gnuxe Bcero reHom wmmnaH3e. Oba reHoma
B cpegHem cogepxat no 5% pynnukauuii. Okono 66%
SDs sBnsitoTcA obWyMMKM AnA YernoBeka 1 LWMMNaH3e, oc-
TanbHble xe 34% pervoHoB AynnvuUMpOBaHbl TOMbKO Y
YyeroBeka, BkMtoYas psig obnactei, accoumMmpoBaHHbIX C
NaToOreHHbIMU MUKPOCTPYKTYPHBIMU XPOMOCOMHBIMU Ne-
pecTpovikamu (Mukpogeneumsa 7q11.23 npu cuHapome
Bunbsimca—boiipeHa; Mukpogeneums 2913 npu Hedpo-
HodpTMance, Tvn 1; mMukpogeneuvs 15q11.2911.3 npwn
cvHgpomax AHrenbMaHa u MNpapepa—Bunnu u gp.). 3Ha-
yYMTENbHOE KOMUYECTBO CrneunduyHbIX Ans 4YernoBeka
SDs pacnonoxeHo Ha xpomocomax 5 u 15 [5]. B reHome
opaHrytaHa SDs Ha 40% MeHbLLE, YeM Yy YeroBeka unm
LwMmMnaH3e. 'eHom Makaku cogepxut Bcero 2,4% pynnu-
KaLWA, B OCHOBHOW Macce OTNMYaltoLUXCs OT TEX, YTO
NMPUCYTCTBYIOT Y YeroBeka. OTU AaHHble NOATBEPXKAAT
MoZernb, B KOTOpoW HakonneHne SDs yckopunock nocne
OTAEeneHns acppyrKaHCKX MPYMAaTOoB (LUMMMaH3e, ropunna
M YernoBseK) OT asuaTckux (opaHrytaHa). MIHTepecHo, 4To
yBenuyeHne konuyectsa SDs B 3TOoT nepuoa nNpoxoauno
Ha oHe 3amennieHnst Opyrux MyTaLMOHHbIX NPOLIECCOB,

TakMxX KaK TOYKOBblE MyTauuu W NepemelleHue peT-
POTPaHCNO30HOB [6].

CopepxaHne SDs B reHomax Apyrux Mnekonu-
Tawwmx, He NPMMaToB, MeHee n3ydeHo. UcknoueHnem
ABNAETCA reHOM MbILLW, KOTOprI7I, KaK n reHomMm 4enoBe-
Ka, cogepXxut okorno 5% pynnukauuii, 0gHaKo Mx opra-
HW3aLUMs 3HA4YUTENbHO OT/IMYAETCA OT TaKOBOW Y Yerno-
Beka. 88 n 33% kpynHeix gynnukaumin (6onee 20 k6) y
MbILLM U YerioBeKka COOTBETCTBEHHO 0bOpasyloT TaHAe-
Mbl. B Lenom 3TV faHHble ykasblBaloT Ha yHAaMeH-
TanbHbIA CABWM B opraHm3auum u ssontouun SDs npu-
MaToB, Cpeau KOTOpbIX MO3anyHas apxuTekTypa u
3KCMaHCUA BbICOKO WUAEHTUYHbLIX pacnpepeneHHbIX no
reHoOMy BHYTPUXPOMOCOMHbIX ﬂ,yl‘IJ'II/IKaLl,I/II7I ABMAKTCA
Hanbonee BbIpaXXeHHbIMU B FeHOMax YerioBeka 1 Yeno-
BekoobpasHbIx 06e3bsiH [6].

CBs3b MeXAy CerMeHTHbIMU AynnuKauusmm,
3BonoLMen U naTonoruven

SDs moryT 6bITb OPUEHTUPOBAHHBIMU B O4HOM Ha-
npasneHnn (npsimble SDs) 1 B NPOTMBOMOMOXHbIX (06-
paTHble SDs). [yTem HeannenbHOW roOMOSIOMMYHOW pe-
KomBuHauum (nonallelic  homologous recombination
(NAHR)) mexgy npambimn SDs 6yayT BO3HMKaThL Aene-
um n gynnukauun. B cnyvae obpaTHbix A'0oBTOpPOB
NAHR npuBeneT k obpas3oBaHuMO MHBEpPCUIA (puc. 2).
MokasaHo, 4To 12% reHoma 4YernoBeKka MnoTeHuManbHO
npeapacnonoxeHbl Kk nieepcuam nytem NAHR, npuso-
AS1 K BTOPUYHOMY MO OTHOLLEHMIO K MUKPOCTPYKTYPHOM
XPOMOCOMHOW MyTaLun MOBPEXAEHUIO NPUMEpPHO 942
reHoB, Bkntoyasi 99 reHos X-xpomocombl [8].

MpamMele noeTopbl AHK
A B C D

A B ol D
A D A B C B C' D'
A A
Oeneuuna Aynnukauymsa
MHBepTUpoBaHHble nosTopbl AHK
A B C D
B C e C B WHeepcua
R
A/ " b A \_D

Puc. 2. MexaHnambl hopMmmnpoBaHnsa CTPYKTYPHBIX XPOMOCOMHbIX
abeppauuini BcrneactBme HeannenbHON roMONOrMYHON pekoM-
OMHaUMN Mexay CerMeHTHbIMU AynnukaunsiMm reHoma [7]

YUTo KacaeTcs MepekpbiBalOLMXCA HEePeKyppeHT-
HbIX Bapvauun yncna konui OHK (copy number varia-
tions (CNVs)) pasnuuyHoro pasmepa, apxutekTtypa
reHomMa Takxe MOXEeT CTUMynupoBaTb ux obpasoBa-
HMWe, HO NoTeHUManbHO MOoCpencTBOM HeAaBHO Onu-
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CaHHOro MexaHu3ma, OCHOBAHHOro Ha npouecce pen-
NMKauMn 1 MornyyuBLUErO Ha3BaHWE OMoCpenoBaHHON
MWKPOroMorsiormen, nHAyuMpoBaHHOW paspbiBaMu pe-
nnukauymm (microhomology-mediated break-induced
replication (MMBIR)) n octaHOBKM BUNKK pennukauum
n nepemeHbl MaTtpuubl (fork stalling and template
switching (FoSTeS)) [9-11].

SDs moryT ObITb BOBMEYEHbl B pa3smTe NaTonoru-
YeCcKoro npoLecca He TONbKO 3a CHET U3MEHEHNS Yucna
konuii yqactkoB [IHK, pacnonoxeHHbIX MeXay HUMK, HO
M 33 CYET HEMOCPEACTBEHHOrO YBENUYEHWS UM YMEHb-
LLEHUSI Yncna KOMNWIA Kakoro-nmbo reHa unm vactel rexa,
pacnonoxeHHoro BHyTpu SD [12]. BonbLUMHCTBO pekyp-
peHTHbIX KpyrnHbix CNVs, accoummpoBaHHbIX C HENPOKOr-
HUTVBHBIMU PaCCTPONCTBaMK, MpUHaANexaT K nepBoin
KaTeropuu, Torga kak OOonbLUMHCTBO MONMMOPCHLIX Ba-
pPUaHTOB 4YMcrna KOMWA FEHOB, aCCOLMMPOBAHHbIX C 3a-
BonesaHnAMY y Yernoseka, — ko BTopou [13].

CpaBHeHve SDs yernoBeka 1 MpumaToB Mokasarno,
4yTO, Hanpumep, reH SMN2, accounnpoBaHHbIA CO CMK-
HanbHOW MbILLEYHOW aTpoduen, QynnuumMpoBaH Kak y
Yyenoeeka, Tak 1 y wumnanHse [14]. NeH nunonpoTenHa
LPA 4yacTnyHo nepekpbiBaetca ¢ SD, cxogHon y yeno-
BeKa, LUMMNaH3€e 1 Makaku, B OTNINYME OT OpaHryTaHa, y
KOTOporo HabnwogaeTcs yMeHbLUeHWe KonuyecTBa TaH-
OEeMHbIX NOBTOPOB. OKCMaHcus AaHHoro Groka moBTO-
pPOB MPVBOAMT K YMEHBLLUEHMWIO YPOBHS NMMONpOTEMHA
A, BbINMOMHSIOLLErO NPOTEKTOPHYH (PYHKLMIO Npy uLlie-
Muyeckon 6onesHun cepaua [13].

[ns HeKoTopbIX NaTOreHHbIX Aynnukauui Obin on-
pefeneH nepuog Mx BO3HWKHOBEHWUSI B 3Bonoumn. Tak,
Hanpumep, agynnukauun LCR22, dnaHkupyowme o6-
nacTtb MpoKcMMarnbHOW Mukpogeneuumn 22q11.2, am-
nnucrumpoBanucb nocrne OTAENEeHNss roOMUHOUAO0B OT
o6e3bssH Crtaporo Cseta [15]. SDs, cdnaHkupytowme
obnactb cuHgpoma AdrenbmaHa (Mpagepa—Bunnn),
Havyanu amnnuduympoBaTbCca A0 pasgeneHus obesbsH
Craporo CeeTa, B To Bpemsi kak 6nokum SDs, cneuu-
puyHble ans cuHapoma Cmut—MareHuc, — nocne 3Toro
nepvioga [16]. OTOT cpaBHUTENbHbIA aHanNU3 ykasbliBaeT
Ha TO, 4YTO npeppacnonarawLas K 6oMnbLWNHCTBY CTPYK-
TYPHbIX HapyLUEHUA XPOMOCOM apXWUTEKTypa reHoma
dopmmpoBanack B Te4eHne nocnegHnx 25 MnH net.

O6nactn SDs npeppacnonoXeHbl k 6eCKOHEYHbIM
uuknam nepecTtpoek. Ecnu gynnvkauum He anvMMUHW-
pytoTCs OTOOPOM, OHU MOTyT MHAYUMPOBaTb OOMOSHU-
TenbHble payHAbl Aeneuunin, OynnuKauuii 1 MHBEPCUNA.
HeyauBuTEnbHO, YTO YHMKarbHbIE TEHbI, PACMONOXEH-
Hble PSAOM C NPeaKoBbIMU Aynnvkaumsmu, umetot B 20
pa3 GonbLUy0 BEPOATHOCTb ObITb AyNnMUMPOBAHHBIMUA
[5, 17]. YunTbiBas BbICOKUIA OUHAMMU3M 3TUx obnacTen,

4YacTo OBHapPYXUBAKTCA PEKYPPEHTHBIE NEPECTPONKMN B
NpaKkTU4eckn OfHUX K Tex xe obnactax reHoma. Ha-
npumep, nonumopdHasi obnacte B cermeHte Xq28
pasmepom 150 k6 Oblna MHBEPTUPOBAHA B 3BOSHOLMN
nnaueHTapHbIX MIIEKONUTAKLWMX MHOXecTBO pa3 [18]
YacTU4HO Grarogapst Hanmuuuo AynNAULMPOBAaHHbLIX MO-
crnepoBaTernbHOCTEN B TOYKAX MHBEPCUM Y NPaKTUYECKN
BCEX BMOOB MrekonuTawwmx. MonMmopdHbIn y4acTok
B obnactn 17921.31 pasmepom 970 k6 uHsepTUposan-
CSl MO MEHbLUEN Mepe Tpu pasa He3aBWCKMMO Y OpaHry-
TaHa, yenoseka u wwmmnanse [19, 20]. JaHHas nHBep-
C/S 4acTO BCTPEYaeTCA B €BPOMENCKUX MOMynAaunsx,
accounvpoBaHa C MOBbILIEHHLIM YPOBHEM PEKOMOMWHA-
UMM 1 NAoJoBUTOCTBIO Y KeHWUH [21] n aBnseTtcs
npegpacnonaramowmm (akTopoM K BO3HUKHOBEHUIO
cuHgpoma mukpopeneummn 17921.31 (cuHpgpom Kyne-
Ha-ge Bpw) [22-24]. Kak uHBepcuu, Tak n npegpac-
NMOMOXEHHOCTb K MUKpOAEeNneunsm B €BpONenckomn
nonynsaumMm ABMASIOTCA CNeacTBUEM apXUTEKTypbl Ayn-
nuKaLmni, KoTopas 3BOMLMOHMPOBana B paay BbicLUME
npumaTbl — YenoBeK.

M3BECTHO HECKOMbKO PErvoHOB B rEHOME, acco-
LMNPOBAHHbIX C MUKPOLENELIMOHHBIMU 1 MUKPOAYNMM-
KaLMOHHbIMX CUHApPOMaMu, korga B obnactu SD Haxo-
OATCS  reHbl, MpPeAcTaBlieHHble AeCsATKaMy  KOMuWMA.
Haunbonbluee cneundunyHoe AnNs YernoBeka KonmyecTeo
konuii obHapyxeHo ansi reHos NBPF, NPIP, GOLGA n
TBC1D3 (Ttabnuua). YpesBblHaiHO MHTEPECHBIM MpPes-
cTaBnseTca cemelictBo reHoB GOLGA, MHOXecCTBO
KOMuIA KOTOPbIX pacnpeneneHo no Bcen xpomocome 15,
BKMOYasi TOYKM pa3pbiBOB NpU MUKpOAeneumsaX, MUKPO-
AyNnvKauusix, UHBEPTUPOBAHHbLIX AyNnMKauuax u Tpun-
NUKaLUUSAX y4acTKOB OaHHOW XpOMOCOMbl. CuuTaetcs,
YTO YBENUYEHNe KOMUMNHOCTM FEHOB B XOA4eE 3BONHOLUN
npvmMaToB Aarno NpevMyLlecTBa Ans BbDKUBaHWSA, TOraa
KaK BO3HWKHOBEHWE MUKPOCTPYKTYPHBLIX XPOMOCOMHbIX
nepectpoek B obnacTsx, prnaHkmpoBaHHbix SDs, sBns-
eTcs oTpuuaTtenbHbiM No6oYHbIM 3adhdhekToM opraHm3a-
LMKN OaHHbIX PErmMoHoB [25].

Jinwe B 2013 1. ObINa onvcaHa nepeasi MUKpPoOAEe-
neuus pasmepom 1,7 M6 B cermenTe 17p11.2 (BKNntoyas
reH RAI1) y wmmMmnaH3se ¢ KIMHUYECKOW KapTUHOWM Yeno-
Beyeckoro cuHgpoma Cmut—Marenuc [26]. MNpusHakn
AaHHOro cumHApoma, obHapyXeHHble Yy LMMMaH3e: ar-
peccus, OXVMpEHME U MOPOKM pa3BuUTUSA nodek. MNpume-
YyaTenbHO, YTO FeHOM LKMMnaH3e B obnactn 17p11.2
MMeET Gornee CNOXHY apXUTEKTYPY U OTIINYHBbIE TOYKN
pa3pbIBOB MO CpaBHEHUIO C YernoBekoM. BeposiTHo, aTo
CBA3aHO C TeM, YTO 3KCMaHCUM y LUMMMaH3e MNoAaBepr-
NUCb Apyrve gynnukaumoHHble 6noku, Takke npegpac-
nonaratowme kK NAHR B gaHHom nokyce.

CeMeiicTBa MHOIMOKOMUIHBLIX FeHOB, (hrlaHKUPYHOLWMUX 06/1aCTU MUKPOCTPYKTYPHLIX XPOMOCOMHbIX NepecTpoek

Yucno konwuia XPOMOCOMHbIN AccoummnpoBaHHble reHOMHble
Fen PyHKUNA B reHoMe YerioBeka pervoH HapyLLeHNst
NBPF MpepnonoxuteneHo JHK-cBA3bI- 40-60 1921.1 CvHAPOMbI MUKpOAEneumnm u MUKpoayn-
BalOLLMINCS TPAHCKPUMNUNOHHBI nukaumm 1921.1, cuHgpom TpomboumTo-
dakTop [27] NeHnn 1 annasmm fy4yeBomn KoCcTu

GOLGA Benok komnnekca Nonbaxu [28] 35 15q CuHgpowmbl [MNpagepa—Bunnu, AHrens-
MaHa, MUKpPOAENeLMn 1 MUKPOAYNINKa-
uun 15q13, mukpogeneunmn 15924, ppy-

rme nepecTpoinkm obnactu 15q
NPIP Benok, B3aumogencTayoLwmmn 20-30 16p CvHApOoMbl MUKpoAeneunii u M1UKpoayn-

C iAePHbIM NOPOBbLIM KOMMIIEK- nvikauun 16p11.2 n 16p13.11

com [28]
TBC1D3 | I'Tdasa-aktusupytownin 6enok [28] 25 17912 CuHAPOMbI MUKpOAEneun u MUKpoayn-
nukaumm 17q12
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Mpw nposeaeHun kpynHomacLuTabHOro, OCHOBaHHOIO
Ha KINoHax CeKBEHUPOBaHWUs BbINo NokasaHo, YTO reHOMbI
YyernoBeka M LWMMMNaH3e obnagatoT Hambornee CnoXXHOW
cTpykTypor [19]. Takum o6pa3om, MoneKynsipHble npu-
YMHbI TakMx 3aboneBaHWi, Kak LUM3OMPEHNs, anunen-
CUSl, NHTENNeKTyanbHble HapyLIeHUst 1 3afdepxka pas-
BUTWSA, YacCTUYHO SABMSATCS pPe3ynbTaToM FOMUHUA-
cneundUYHON apXUTEKTYPbl AynnukaumiA, KoTopas nos-
BMNAacCb B TEYEHME IBOMOLMM ITUX BULOB.

SD-HanpaBneHHasi 3BOJIIOLMUA FreHOB

MHoxecTBo reHoB BHyTpu cammx SDs B xope 3Bo-
nouMn NoABeprnvcy AnBepcudrkaumm u HeodyHKLMO-
Hanu3aumun. Tak, Hanpumep, npodykT reHa AANAT vy
6ecrno3BOHOYHbIX Yy4YacTBYeT B AETOKCUMKALMN SHAO- U
3K30reHHbIX apunankunammHoB U nonvamvHos. B pe-
3ynbTaTte AynnvMkauum y no3BoHOuYHbIX 6enok AANAT
npuobpen cnocobHOCTb NpeBpaLyaTb CEPOTOHVH B Me-
NaTOHWH (PerynsTop CYTOYHbIX PUTMOB), YTO, B CBOIO
ovepegb, crnocobcTsoBano passuTUo anudmsa [29].
Mopo6Hoe BHYTPUXPOMOCOMHOE PEMOLENMPOBaHNE C
yyactem SDs 00bI4HO NPOUCXOANT B 3YXPOMATUHOBBIX
obnacTsax xpomocoM. MHorve u3 Takmx reHos pacnosno-
XeHbl B MapanornyHbix obnactax, NofBepXXeHHbIX pe-
KYPPEHTHbIM MaTOreHHbIM NepecTporikam, Kak npu CUH-
apomax Mukpogeneuun 16p11.2, mMukpogeneumm wu
Mukpoaynnmkauun 16p13.11, npokcrmarnbHbIX MUKPO-
aeneuny n mukpoaynnukauum 22q11.2, Bunbsamca, lMNpa-
Aepa—Bunnu, Cmut—MareHuc, npun HenpodunbpomaTtose un
CNVHanbHOM MblleYHon aTpodum. Knaccudeckum npu-
MEPOM BHYTPVUXPOMOCOMHOIO PEeMOAENMPOBaHNA ABNSA-
eTca cemeincTeo reHoB cHa NPIP, pacrnonoXeHHbIX B Ay-
nnvkagmoHHbix ©6nokax LCR16a. KonuyectBo Konui
cermeHTa xpomocombl 16 (LCR16a) pasmepom 20 kb6
yBenuunnock ¢ 1-2 y o6e3bsiH Ctaporo ceeta o 15-20y
yenoseka v wunmnaH3e [30]. MogobHbI naTTepH 3Bonto-
LMOHHOM OVMHaMMWKU NPUBEN K W3MEHEHWIO 3KCMpeccun
reHOB 3TOro CEMENCTBA — OT CneLmduYHOR aKcnpeccu B
AMYKax y naBMaHa [0 JKCMPECCUMM BO BCEX TKAHAX y Ye-
noseka n 6nmskux npumatos [13].

Me>XxpomMoCcoMHOe pemMofennpoBaHne 3aknovaeT-
CA B CNUAHUM OYNNULMPOBAHHBIX CErMEHTOB pasnny-
HbIX XPOMOCOMHbIX PErYOHOB, MPUBOAALLEM K BO3HMK-
HOBEHWIO HOBbIX reHoB. Hanpumep, reH TpuncuHoreHa
IV BO3HUK B pesynbTaTte cnusiHusa reHa PRSS3 (7935) n
LOC120224 (11924) [4, 31]. Takoe cocencTsytoLlee
pacnonoxeHne SDs ¢ xpomocom 7 n 11 nponsoLuno
nocne oTAeneHus rommHug ot o6esbsiH Ctaporo CeeTa.

MukpoaeneumoHHble U MUKPOAYNITUKALUMOHHbIE
CUHOPOMBI

K HacTosiLiemy BpemeHn onncaHo Gonee 211 Muk-
pozeneunin n 79 MyMKpoZynnvMKaumii y naumeHToB C Ha-
PYLLEHVNAMU Pa3BUTUA W YMCTBEHHOW OTCTanocTbio
(YO). PeuunpokHble myTaumm (MUKpoAeneuum n Muk-
poaynnukaumMm OLQHOW U TOW >xe obractu) nokasaHbl
Toneko AnsA 56 nokycos (21%) [32]. B 1o e Bpemsa c
MCNonb30BaHNEM OGUOMHGOPMALIMOHHOTO NoAaxoAa Obl-
no npepckasaHo 6onbluee KonM4ecTBO PErvoHoB B re-
HOMe 4ernoBeka, MOTEHUManbHO MOABEPKEHHbIX BO3-
HUKHOBEHUIO XPOMOCOMHbIX MyTauuin nytem NAHR.
Tak, B 0gHON 13 nepBbiX paboT Ha OCHOBE Bepcun re-
Homa hg16 6bino npegnonoxeHo cywecTtsoBaHne 130
reHomHblx obnacten pasmepom 0,05-10 M6, dnaHkm-
pOBaHHbIX MPAMbIMK napanornyHeiMn SDs pasmepom
6onee 10 kKO Cc WMOEHTMYHOCTbIO MNOCNEeAoBaTENbHOCTU
OHK 6onee 95% v npeapacnonoXeHHbIX K MUKPOCTPYK-

TypHbIM nepecTpoiikam [33]. Mcnonb3ys Te xe ycnosus,
Ho Gonee HoByto Bepcuto reHoma hg19 Liu n coasr.
BbIsBMIM 89 obnacTten reHoma, NPeapacnoNioXKEHHbIX K
NAHR [34]. Pasnuuns B yucne maeHTUULUMpOBaHHbIX
PErMoHoB aBTOPbl OOBACHSAT pasHbIMWA BEPCUSIMU Te-
HOMa ¥ NOAXOA4aMW, MWCMONb30BaHHbIMWU Ans OVMOWH-
opmaunoHHoro aHanunsa. B gpyroin paboTte Ha Bepcuu
reHoma hg19 6bino npepckasaHo 198 obnacten, no-
TeHumaneHo noasepxeHHbix NAHR, 105 n3 koTopbix
riaHKMPOBaHbl NPAMbIMU NapanorMyHbIMn SDs nnm nx
knactepamu. OcTanbHble 93 pervoHa HaxoAuUChb
BHYTpY camux knactepoB SDs [8]. 53 obnacTtu 6binu
accoummpoBaHbl ¢ unssectHoiMn NAHR-onocpeposaH-
HbIMW OeNeLnsSMM U PELMNPOKHBIMU AyNiMKauMaMy Ha
ayTocoMax u X-xpomocome. K reHoMHbIM pervoHam ¢
BbICOKOW nnoTHocTbto SDs oTHocsATea 16p11.2p12.1 (22
napbl SDs), 10911.21911.23 (18 nap SDs), 5913.2 (13
nap SDs) n 15925.2 (12 nap SDs). Npwn conoctaBneHun
pesynbtatoB pabot Sharp u coast. [33] n Dittwald n
coaBT. [8] okasanocb, YTO MEpPEKPbIBAOTCA TONMbKO 92
npeackasaHHble obnactu (71%), B To Bpems kak Bce 89
permoHoB, nokasaHHbIX Liu [34], Obiny Takke oGHapy-
XeHbl B uccneposaHum Dittwald. Ms-3a cTpyKTYpHbIX
pasnuuuin mexay cneundudeckMmMmn rannotTunamm, Bos-
HUKLUMMW B pe3ynbTaTe UHBEPCUU ONpeaenieHHbIX yya-
ctkoB [HK, n pedepeHCHbIM rannongHbIM reHoOMOMm
Dittwald n coaBT. He 0BHapyxwunu aBe nssectHole SD-
onocpefoBaHHble pekyppeHTHble CNVs: HebonbLuyto
aeneuno/gynnukaumio CHRNA7 B obnactn 15913.3 u
geneuuo/gynnukaumio 17921.31, a Takke HekoTopble
BapuaHTbl NEPECTPOEK B 06nacTy CMHApOMa MUKPOAE-
neunmn 15924, koTopble dnaHkmpoBaHbl SDs ¢ naeH-
TUYHOCTBLIO NocrneaoBaTenbHOCTU MeHee 95%.

Kpome dyHKUMOHanbHO 3HaunMbIx reHos, 99% o06-
Hapy>XeHHbIX Ha AaHHbIM MomeHT CNVs 3aTparvBaroT
OesreHHble KOHCEpPBAaTMBHbIE HEKOAWPYHOLUME MOCINe[o-
BaTenbHocTu (conserved noncoding sequences (CNSs)).
CNSs 3aHumatoT 1-2% reHoma 4ernoBeka U HacyWTbI-
BalOT OKONO 327 ThbiC. BapuaHTOB. BOMbLUMHCTBO U3 HUX
MexXreHHble [35, 36]. OBOMOLMOHHBIA aHanu3 ykasblBa-
€T Ha KOHCEPBATUBHYIO (PYHKLMOHANbHYI Porb 3TUX
nocnegosatencHocTen [37, 38], a mytauum B CNSs
NPVBOAAT K Takum 3abornesBaHusM, Kak Tanaccemus,
npeakcmanbHas nonuaakTunus, X-cuenneHHas rnyxo-
Ta, T1n 3 [39-42]. Nockonbky CNSs moryT BbICTynaTh B
KayecTBe [0303aBUCKMbIX anemeHToB, CNVs, 3atparu-
BalliMe 3TU nocrnepoBaTenbHOCTN, OyayT BHOCUTbL
BKrag B (heHOTMMNNYECKYI0 BaprabenbHOCTb UNu pa3su-
Tve 3aboneBaHuii.

KnuHuuyeckas 3Hauymmocts CNV rmaBHbiM 06pasom
onpeaensieTcs pasMepom NepecTporiku, KOMYeCTBOM 1
CTaTycoM reHoB BHyTpu abeppauun 1 ee npoucxoxge-
HneM. bBonblMHCTBO naToreHeTM4eckn 3Ha4YMMBbIX
CNVs cogepxaT [0303aBUCUMbIA (ranfioHeLocTaTou-
HbIA) reH, KOTOPbIA NPUBOAUT K PA3BUTMIO aHOMarbHOro
(PEHOTUNNYECKOrO MPU3HaKa 3a CYET YBENMUYEHWS UMK
YMEHbLLEHNS KonmyecTBa ero 6enkosoro npogykta. A B
OTNMYME OT MOHOreHHoro 3aboneBaHusi, obycroBneH-
HOro eAUHCTBEHHBLIM NOAOOHBIM FreHOM, MUKpOAEeneLm-
OHHble M MUKPOAYNMMKaLMOHHbIE cuHApombl [43] pas-
BuBatoTca B pesynbTate CNVs, cogepxawux gsa wu
fonee [0303aBNCKMbIX FeHa, YTO OObIYHO MPUMBOAMUT K
dopmMupoBaHuto 6onee CrioxHoOro eHoTumna.

Hamu Ha npeameT Hanuuus MUKpoaeneumnin u Muk-
poaynnukauuii obcnegosaHo 86 geTel B Bo3pacTe OT
2,5 po 18 net: 14 peten B BO3pacte Ao 5 nert ¢ 3a-
OEPXKOW MHTEmnneKTyansHoro passutua n 72 pebeHka
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C MaMonaTMyecKkon yMCTBEHHOM oTcTtanoctbio (IQ <70
y detein ctapwe 5 nert) [44, 45]. C6op KMMHMYECKOro
mMaTepuana ocyLlecTBnanca Ha 0ase reHeTn4eckomn
KnuHukn erey «HUM mepguumHckol reHetukn» CO
PAMH. MNpoBepeHne uccnegoBaHms ogobpeHo KoMuTe-
ToM no GuomepguumHckon atnke ®IreyY «HUUMIM» CO
PAMH. WHdopmunposaHHOe cornacue oT poauTenen
npobaHgoB Mony4YeHo BO BCeX crnydasix. Y Bcex nauu-
€HTOB VCKIIOHEHbI KPYMHbIE XPOMOCOMHbIE NEepPEeCTPON-
Kn, BuoxmmMmuyeckne fedekTbl U HEKOTOPblE N3BECTHbIE
MOHOreHHbIE HaCNeACTBEHHbIE CUHAPOMBI, NMPOSABMSAO-
LMEeCs HapyLEeHUSMU WHTENNEKTyanbHOro pasBUTus
pebeHka (MaptuHa-benn, MNpagepa—Bunnu, AHrenb-
MaHa). BonblWKMHCTBO AeTer AONOMHUTENbHO WMEnn
pasnuyHble heHOTUNNYECKME 0COBEHHOCTI.

Y 37 naumeHTtoB ¢ YO KapuoTun okasancs Hop-
ManbHbIM. Y 24 peteit 6binn BbISBNEHbI HEATParnbHble
CNVs. Bcero ngeHtucuumposaHo 6 NAHR-onocpego-
BaHHbIX natoreHHbix CNVs, accoummpoBaHHbIX C CUH-
apomamu Mmukpogeneuun 15924 (2 naumerTa), 16p11.2
(3 nauueHTa) U CMHAPOMOM MPOKCUMANbHOW MUKpoae-
neummn 22911.2 (1 naumeHT). Y ogHoro npobanaa obHa-
pyxeHa 12,5 M6 peneuns B obnactu cuHApoma
KOLlaybero Kpuka, KoTopasi Takke coaepxuT SDs.
B kapnoTtmnax ocrtanbHbix 18 naumeHToB 6Gbinn obHa-
py>XeHbl 23 noTeHuManbHO NaToreHHblE XPOMOCOMHbIE
MyTaumu. [Mpn conoctaBneHNM HalMX JaHHbIX C «rOpsi-
Ynmny obnactsamm CNVs okasanocb, YTO PErMoHbl BCEX
BbISIBIIEHHbIX HAMW MWKPOAENELMOHHbIX CUHAPOMOB
geneuun B obnactu cnHApoMa KoLlaybero Kpvka bbinm
npenckasaHbl Ha MonekynsipHoMm yposHe. Kpome Hux ¢
JaHHbIMU nTepaTypbl 0 Hanuyum SDs nepecekanucb
oBHapyXeHHble Hamy BrnepBble 06nacT NoOTEHUManbHO
natoreHHbix del2q12.3 n dup10911.21911.22. Boamox-
HO TaKke, YTO He Bce obmactu Obinn npepckasaHbl.
Tak, y 2 npobaHgoB 6binu obHapy>XeHbl PeLmUnpoKHbIe
nepectponkn del3p26.3 n dup3p26.3, comepxawme
TonbKko oauH reH (CNTNG), kogupyoLwmin 6enok KoHTakK-
TUH 6, yyacTByloLMIiA B obecneyeHn B3aMMOAeiCcTBMS
MEXZY aKCOHaMu Mpu pPasBUTUN HEPBHOW CUCTEMbI.
W, HakoHew, 7 npeackasaHHbIx obnacTen nepecekanncb
C pervMoHamMm HemTpanbHbIX BapnaLuii.

[ononHuTeneHo Kpome naumeHToB ¢ YO Hamu 6bin
npoBeAeH MOWCK MUKPOCTPYKTYPHBIX  XPOMOCOMHBIX
MyTauuWiA B NnaueHTapHbIX TKaHAX CMOHTaHHbIX abopTy-
coB (CA) c AmarHo3oM «aH3aMOPUNOHUS», NOMNYYEHHbIX OT
nap ¢ HeBblHaWMBaHWeM GepemeHHocTn [46]. Mpu uc-
cneposaHun 13 CA 6bino obHapyxeHo 142 CNV, wu3
KOTopbIX 21 3acnyxuBana BHUMaHUS C TOYKM 3pPEHMS
BO3MOXHOFO BIIUSIHUSI Ha MpoLEeCcChl BHYTPUYTPOBHOro
pas3BUTUS, NOCKOMbKY OO HACTOSILLErO BPEMEHU HE Obl-
na onuncaHa y 340pOBbIX MHAUBUOOB MIU MPU NaToro-
rmn. B 9 cnyyvaax (del3q13.31913.32, del4g13.1913.2,
del5q14.3, dup5q35.3, del7g21.11, del8p22, del10qg21.3,
dup11p15.1, del18p11.32p11.31), cornacHo Ga3e AaH-
Hbix yHuBepcuteTa KanudopHuu Canta-Kpyc [48],
B obnacTsix mepecTpoek copepxanuce menkue SDs.
Haunbonbluero BHMMaHUS 34ecb 3acnyxuBaeT obnacTb
10921.3, copepxallasa enunHcTBeHHbI reH CTNNAS,
Kogmpyowmii 6enok agre3noHHOro KoMnnekca B anurte-
nmnaneHblX knetkax [28]. [JaHHas obnactb M reH Obinu
0603HaYeHbl kKak BO3MOXHO acCoLMMPOBaHHLIE C Hapy-
LeHneM BHYTpUYTpPoOHOro passutus u B paboTax apy-
rnx asTopos [49]. Hamu mukpogeneums 10921.3 6bina
BbisiBeHa y 2 m3 13 smbpuoHoB. OcTanbHble nepe-
CTPOVIKA SIBNSINUCb HENTpanbHbIMU UM HE COAepXanu
reHoB. 13 HentpaneHeix CNV nepekpbiBanuce ¢ «rops-

YuMm» obracTamn nepectpoek. PEeHOTUMMNYECKN Hel-
TpanbHble del8q11.22 n del/dup15g11.2 Hanbonee yvac-
TO BCTpeyanuchb B o6cnefoBaHHbIX Hamy Bblibopkax Kak
Ccpean NauueHTOB C WMHTENNEeKTyarbHbIMU HapyLUeHWs-
MW, TaK U B CNyyYasx aHamMOproHmm.

3aknoyeHue

[ynnvuupoBaHHble NocnefoBaTenbHOCTU SBMSAOT-
CSl OCHOBOW AN BO3HWKHOBEHWSA HOBbIX FEHOB, YBEmNu-
YEHUS KOMUMHOCTWN CYLLUECTBYIOLUMX TEHOB, AaroLnx
npeumyLiecTsa Bugam B 6opbbe 3a BbIXMBaHWE, U B TO
e Bpems 06yCcnoBnmBarT reHOMHYH HECTABWMbHOCTb,
KoTopas MOXeT OblTb (DEHOTUNMUYECKN HEWTParbHOW
UNN NaToreHeTn4Yeckn 3Hauymmon. CoBpemeHHoe pa3su-
TVE MONEKYNAPHO-LUMTOrEHETUYECKUX TEXHOMOTMN, B
YaCTHOCTM MaTPUYHOW CPaBHUTENbHOW FEHOMHON rnb-
pvavsaumm, No3BonseT BbIABNATb Takyto (POPMY CTPYK-
TYPHOW TreHOMHOW BapuabenbHOCTW, Kak Bapuauuu
yncna konun OHK (CNV), knuHMYeckass 3Ha4MmocTb
KOTOpbIX He BCerga O[HO3HAYHO MOHATHA. Y yenoseka
natoreHHble CNV yalje Bcero accouummpoBaHbl C 3a-
OEPXKOW pasBUTUSA, HEVPOMCUXUYECKMMU HapyLUEHNS-
MU 1 OMCMOPUSMU, U BblAeneHbl OTAENbHbIE MUKPO-
AeneunoHHbIE U MUKPOAYNINKALUMOHHBIE CUHAPOMbI, B
TO BpeMs kaKk y Hauboree 3BOMOLMOHHO OnuskmMx K
YernoBeky MNpuMMaToOB NULb HEeAABHO ONUCaH nNepBbii
MUKPOAENELMOHHBIA CUHAPOM, MO KIMHUYECKMM MPOSiB-
NEeHnsiM cooTBeTCTBYOWMIA cuHapomy Cmut—MareHuc y
yernoeeka. C OfHOW CTOPOHbI, OTCYTCTBME MO[A0OHBIX
CVYHOPOMOB y MPUMAaToB MOXeT ObITb CBA3aHO C TEM,
4YTO MOpaXkeHHble 0COOM OKa3blBAKOTCSH HEKOHKYPEHT-
HbiMM B Oopbbe 3a BbKMBaHUE B QUKOW Npupoae v pa-
Ho nmormbatoT, He BCTpeyasick yenoseky. C gpyroi cto-
POHbI, BbICOKas YacToTa MaTOreHHbIX CTPYKTYPHbIX
XPOMOCOMHbIX MyTauui y vernoseka MoxeT ObiTb 00y-
crnoerneHa 0cobeHHOCTAMY ero apxmTekTypbl reHoma (B
YacTHOCTK, BOMbLUMM YMCIIOM KOMUIA AYNINKALMOHHBLIX
OnokoB) n ABMNsieTCA CBOEOOpa3HOM NnaTol 3a 3BOMHO-
LIMOHHbIE MpPenMyLLecTBa, CBS3aHHble C yBeNnYeHuem
KOMUIAHOCTM FEHOB B COCTaBE CErMEHTHbIX AyMniKaLmiA.

Paboma nonyquna  guHaHCO8YHO  MOOOEPKKY
epaHma CHERISH Ne 223692, cpedepanbHol uenesgol
npoepammbl  «Hay4yHble U  Hay4HO-nedazoa2uyecKue
Kadpbl UHHOBaUUOHHOU Poccuu» Ha 2009-2013 ee.
(coenaweHusi Ne 8720, 8727, 8276), epaHma POOU
Ne 14-04-32047 u epaHma PH® Ne 14-15-00772.
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MUTOXOHAPUANBHAA FEEHETUKA B KOHTEKCTE 3BOMIOLIMOHHON MEAULIUHBI
M.B. Nlony6eHko

HUW meduuuHckoli eeHemuku CO PAMH, e. Tomck
HWW komnnekcHbix npobnem cepdeyHo-cocyoucmeix 3abonesaHuti CO PAMH, 2. Kemeposo
HauyuoHanbHbIl uccredosamernbckuli Tomckull eocydapcmeeHHbIl yHusepcumem, 2. ToMck

OBOMIOLIMOHHO CMOXMBLUMECS OCOBEHHOCTU MUTO-
XOHApUanbHOro reHoma 4ernoseka (kKoguposaHue ben-
KOBbIX CyObeAVHUL, AbIXaTeNbHON Lienu MUTOXOHOPWIA,
YHUPOAMWTENbCKOE HacrnepoBaHue, BbICOKMA Temn My-
TMpoBaHus, 6oMbLUOE YMCNO KOMWIA B KneTke) onpene-
NSIOT MHTEpPEeC K HeMy Kak B o6nactu 3BOMOLMOHHON
reHeTVKn, Tak U B MeOULUMHCKON reHeTuke. bnarogaps
3HAOCUMONOTUYECKOMY MPOVCXOXAEHNIO MUTOXOHOPWA
MTOHK coxpaHuna HekoTopble 4epTbl reHoma 6OakTe-
puvii. BmecTte ¢ TeM B xoAe 3BOMOLMM 3yKapuoT Npo-
n3owen nepeHoc BOMbLIMHCTBA MUTOXOHAPUANbHbIX
reHoB B SApP0. Takum 06pasom, MUTOXOHAPUArbHBINA
reHom, obnagasi HEKOTOpPO aBTOHOMMEN, HO Haxo4sCh
NoA, KOHTPOMEM SAEPHOro reHoma, NpeacTaBnseT Cco-
OO YHUKanbHY FEHETUYECKYID CTPYKTYPY, UrpatoLLyto
KrnoyeBy0 porb B obecneyeHun yHKUMOHMPOBaHUS
YernoBeYeckoro opraHusma. dunoreorpadudeckme uc-
crnepoBaHnsA Mo3BOMUNN onucaTb U3MEHYMBOCTb MUTO-
xoHgpuansHo [OHK npaktnyeckm BO BCEX permoHax
MUpa M MOCTPOUTbL CXemy (UINOreHeTUYeCcKux CBA3ei
mexgy nocnegosatensHoctamm MTOHK, a Takke ycrta-
HOBUTbL reorpadumyeckne ocobeHHOCTN NX pacnpocTpa-
HeHus. OTaenbHbIe BETBU Ha (DUMOreHETUHECKOM OpEBE
MTOHK 4enoseka — ranmorpynnbl — XapakTepuayrTcs
Habopom nocnefoBaTenbHbIX MyTauuii, B TOM 4uUcre
aMUHOKMUCMNOTHBIX 3ameH 1 MyTauun B reHax PHK. Bos-
MOXHOE (DYHKLMOHANbHOE 3Ha4YeHWe TakuX 3aMeH,
TPagMLUMOHHO pacCcMaTpyMBaeMblX Kak HenTpanbHbIN
nonmmopdnaM, SBNSETCH NpeamMeToM AMCKYCCUA B MU-
TOXOHAPUANbHON TFEeHETUKE pacrnpoCTpaHEHHbIX 3abo-
neBaHu. PyHKLUMOHANBHO 3HAYMMbIA MONUMOPEU3M
MTOHK pomkeH BnnaTb Ha 3pOEKTUBHOCTL OKUCIW-
TenbHoro docdopnnmpoBaHus, B pe3ynbTaTte uYero
MOTYT W3MEHATbCA CKOPOCTb CUHTE3a afeHO3UHTPU-
docdarta, KOHLUEHTpaumMsa akTUBHbLIX OPM KMUCIOpOoAa,
aKTUBHOCTb aHa3pobHOro AbixaHus, BblpaboTka Tenna.
OnTmManbHOe COOTHOLLUEHWE 3TMX MPOLIECCOB MOXET
ObITb pasnU4YHbIM B 3aBMCUMOCTM OT YCMOBWIA OKPY-
Xawowen cpedbl. YunTbiBag pasHble KumaTudecKkmne
YCINoBUsi, B KOTOPbIX AONrOe Bpems CyLiecTBOBanu ye-
rioBeyeckue MonynsuuyM nocre pacceneHns no nnaHe-
Te, 6bINo NPEAMNONOXEHO, YTO HE TONMbKO Apeid reHos,
HO ¥ OoTBop NOBMUSN Ha KapTWHY reorpaduyeckon
anddepeHumnauun nonumopdusma MTOHK, n ato po-
KasblBaeTCA CABWIOM COOTHOLLUEHWUA CMHOHUMWYHBLIX Y
HECVHOHUMWYHBIX 3aMeH B OTAENbHbIX ranfnorpynnax, a
Takke reorpaduUyecKMM TpagveHTOM pacnpoCTpaHeH-
HOCTM cyBrannorpynmn, HecyLLux 3aMeHbl, CBA3bIBAaEMble
C knumatudeckol apantaumen [1-5]. Monumopdunsm,
ABNSABLUMNCA afanTVBHbIM B YCMOBUSAX CYpOBOro Kru-
mMaTa 1 HegocTaTka MNuLLM, MOXeT cTaTb HebnaronpuaT-

HbIM MPU U3MEHEHUN CTWUMS XXU3HWU U NUTaHUSA, NPOU30-
Lwealwem B TEHEHNE NOCNEAHUX AeCATUNETUIA. N30bITOK
Kanopwvi, nocTynawowux C MuLIen, CTUMYMMPYeT OKMUC-
nuTensHoe docdopunmposaHme N CONPSPKEHHYIO C HUM
NPOAYKUMIO aKTUBHBIX (hOPM KMCrnopoda, YTo BedeT K
HakonneHuto comatmdecknx myTtaumin MTOHK, BHOCS-
LMX BKNag B passBuTMe BO3pacT3aBUCUMbIX 3abonesa-
HUA. C 3TUM MOXeT ObITb CBsAi3aH U 3hheKT aHTaroHu-
CTUYECKON NNenoTponumn HekoTopbix BapmaHToB MTAHK
(NpenmyLlecTBa B MONOAOM BO3pacte U Hebnaronpu-
ATHbIN 3 dEKT B NO3AHEM BO3pacTe unm HaobopoT) [6].
MHorouncneHHble  mccnegoBaHust  nonvMMmopdusma
MTOHK B cBSI3n ¢ MHOrodhakTopHbIMY 3aboneBaHusAMN,
a TaKKe 3KCMEPUMEHTBI, OLeHMBaoWme (YHKUMIO MU-
TOXOHOPUIA B 3aBMCUMOCTM OT reHoTuna MTOHK, noka-
3anu, 4YTo NOoNynAUMOHHbIA nonumopduam MTOHK pen-
CTBUTENbHO MOXET BNUATb Ha deHoTun. [. Yonnecowm,
OnpefensiiolnM X1U3Hb KaK «B3auMOAEWCTBUE MeXay
CTPYKTYpOW, 3Hepruen n uHdopmaumeny», BblABUHYTA
rmnoTesa o LeHTpanbHOW ponu metabonuama sHeprum
B KMMMaTM4eCKOW ajantauum un BO3pacT3aBUCUMBbIX
3aboneBaHnsx, B TOM Y/CMe HelpodereHepaTBHbIX 1
OHKonoruyeckux [7, 8]. 3To nogyepknBaeT 3HAaYMMOCTb
MUTOXOHAPWANbHON FTEHETUMKA B Pa3BUTUN KOHLEMLMUN
3BOMOLMOHHON MeaULMHbI.
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OTHUYECKASA KOHCONUAALUUA HA YKPAUHE U EE POJIb B NONYNAUNOHHbBIX,
MEOUKO-FrEHETUYECKUX N PAPMAKOIEHETUYECKUX UCCIIEAOBAHUAX

N.A. AtpamenToBa’, 0.B. ®ununuosa®, M.H. Ko6ew?, [1.0. CuBanbHéBa, F0.H. KoGew?

! XapbKoecKull HayuoHarsbHbIl yHusepcumem um. B.H. KapasuHa, e. Xapbkos, YkpauHa
2 HayuoHanbHbit ghapmauyesmuyeckull yHusepcumem, 2. Xapbkos, YKkpauHa

B coBpemeHHOM obLiecTBe Bo3pacTtaeT Heobxoau-
MOCTb cO3faHus 6a3 AaHHbIX MO FEHETUYECKOW CTPYK-
Type HaceneHusi C UCMOMb30BaHNEM KaK KNacCU4eCKuX,
Tak n AHK-mapkepoB. Hanbonee octpo ctout BONpoc o
€o34aHUN Tak Ha3blBaeMbIX pedepeHTHbIX 6a3 AaHHbIX,
0fHaKo OOLMX MPUHLMMNOB hOpPMUPOBaHNA pedepPeHT-
HOW nonynsuMn He CyLiecTByeT B CBA3W CO cneundu-
KON Aemorpaduyeckmx, COLMOKYNbTYPHbIX, STHOKOH-
deccrmoHarnbHbIX MPOLECCOB B pasHbIX CTpaHax W
pernoHax [1].

Mpn peleHnn pasnnyHbix Npodnem, CBsA3aHHbIX C
HacrnefCcTBEHHOCTBIO YerioBeka, Hepeako BO3HMKaeT
Heo6XoAMMOCTb MOMYyYNTb TOYHYK TeHeanornyeckyo
MHOpMaLMIO, B KOTOPOW OOHUM U3 BaXXHEMLUMX MOKa-
3aTenen ABMNSETCA 3THUYECKas MNPUHAONEeXHOCTb, Ha-
LMoHanbHoCTb [2—4]. OTOT nokasaTtenb Heobxoaum Ans
KoppekTHoro npumeHenus [OHK-mapkepos B KpumuHa-
TNNCTUKE, MEAULIMHCKON reHeTuKe, NpU peLLeHny BOnpo-
COB 3THOreHesa, asonouun yenoseka n gp. [5-9]. UH-
dopmaumsi 0 apmMakoreHeTUHECKUX OCODEHHOCTSAX
pasnuYHbIX 3THUYECKMX TPynn B MOMUITHUYHOM Hace-
NeHun No3BONUT paspaboTaTb ANS KaXAOW U3 HUX pe-
KOMeHAaumMm no opraHusauum capmakotepanum [10].
Y4yeT 3THWYECKOW NpUHAZNEXHOCTU MpUOBpeTaeT Ko-
noccanbHoOe 3HayeHWe Npu NPorHo3e Tak HasblBaeMbIX
3THUYeCckMx GonesHeln, nonynsuMoHHas YacToTa KOTo-
pbiX HOCWT crneuuduyecknin xapaktep. Tak, MeTogbl
NPEBEHTVMBHON MeAULUVMHbBI B OTHOLLEHUN BonesHn Tes—
Cakca 0cobeHHO BaXHbl Cpean EBPEEB alLKeHasn, B TO
BPEMS KaK B SINOHCKMX Nonynsauusx 6onbLliee 3HaveHne
npuobpeTaeT AnarHocTka akaTanasuu, a B cpeamnsem-
HOMOPCKMX U adPprKaHCKMX CTpaHax — HeAOoCTaTOuvHO-
CTW rnoKo30-6-hocdataernaporeHasbl U T.4.

Bo Bcem muvpe B CBA3M C MOBbILLEHVWEM OOMU BHE-
OpayHbIX POXOEHWA, MPUMEHEHUEM PenpPOAYKTUBHBLIX
TEXHOMOIMI pacTeT YUCNo AeTell, He UMEKLLMX FreHeTu-
YEeCKOro POACTBa C OAHMM mnm oboumn pogutensamm [11],
1 YkpaunHa He aBnsieTcs ucknroveHunem [12]. OcnoxHseTt
paboTy yKpauHCKUX reHEeTMKOB U TO, YTO HaCemNeHne, He
NPVBbLIYHOE K MOMNYNSLMOHHBIM UCCMefoBaHNsAM, Bbipa-
XaeT HenoHVMaHvne N 06eCcnoKOEHHOCTb OTHOCUMTENBHO
MCNONb30BaHUSA reHeanorm4yeckux AaHHbix. Msbatue mns
nacnopTa rpaxgaHvHa YKpauHbl No3vumMm «HauumoHanb-
HOCTb» MPMBENO K TOMY, YTO GONbLUMHCTBO MOMOAbBIX
NoAen ctanyn OTOXAECTBNSATb STHUYECKYIO NMPUHALNIEX-
HOCTb W TPaX[aHCTBO. Takas CUTyauusi CHUXaeT Tou-
HOCTb Hay4HbIX NCCNefoBaHNA N BEPOATHOCTb MEAUKO-
rEHEeTUYECKUX U APYTUX NPOrHO30B.

[Mpn cbope reHeanornyeckon MHMOPMaLMM BO3HU-
KaeT psih BOMPOCOB: YTO BKMaAbIBAKT B MOHATME «Ha-

LIMOHANbHOCTb» XUTENU YKpauHbl? KakoB KpuTepuii
CaMOHa3BaHNsA yKpavHLEB, PYCCKMX U MpeacTaBuTenen
APYIMX HauMOHanbHOCTEN? KaK MPOUCXOAMT 3THUYe-
cKoe camoornpefeneHne B pasHbiX reorpadunyeckmx
NOKanbHOCTSX CTPaHbl? Kak yCTaHaBNMBAETCA HaLMo-
HanbHOCTb, ecnn Ansa uccneposaHust 6epetca Guono-
rMYecknini MaTepuan B MEAULMHCKNX YYPEXAEHUNAX, TAe
B 0053aHHOCTU COTPYAHWKOB HE BXOAMWT BbISICHEHWE
reHeanormy naumeHToB? PaccmoTpeHuto 3TOn cutya-
Lmn nocesLeHa AaHHas CTaTbs.

Martepuan u metoabl

B paboTte ncnonb3oBaHbl AaHHble 3anucen 3AICa
[13-15] n cobpaHHble aBTOpamu 4 450 aHkeT (B 2004—
2007 v 2014 rr.), B KOTOPbIX MMenacb MHGpOpMaUns o
HaumoHanbHocTM npobaHpa, ero poguTenen u npapo-
avnTtenen. Mo nMewWUMCSH faHHBIM paccyuTaHbl obLye-
3HauYMMble CcTaTUCTUKM. CpaBHEHWE cpefHuXx apudme-
TUYECKNX N ANCMEPCUIA NPOBEAEHO C UCMOMb30BaHNEM
KpuTepues ¢, F. MNpun cpaBHeHUV gonen ucnonb3osBanu
@-TpaHcdopmaumio. Npu MHOXECTBEHHBIX CPABHEHUSAX
npumeHanu nonpaeky BoHdepporu [16]. TNposepky
CTaTUCTUYECKMX MMMNOTE3 MPOBOAWUMM Ha YPOBHE 3HauYuW-
mocTu 0,05.

Pe3ynbTaTthl u o6cyxaeHue

OTHMYECKMIA COCTaB XuTenen YkpauHbl mnayyancs
HEOAHOKPaTHO, B TOM 4uCre B HalMUX COBCTBEHHbIX
nccrnefoBaHUsSX Ha OCHOBe OpauHbIX 3anucert B pas-
NMYHBIX nonynsAumsax YkpauHel (Tabn. 1). Kak cnegyet
M3 pes3ynbTaToB, MpUBEAEHHbIX B Tabn. 1, oCHOBHOWA
TEHOEHUMEN B OTHOLLEHMM 3THUYECKOro camoonpene-
neHuns Ha YkpavHe ABMSETCA TO, YTO MOnogbie noau
(yyacTHukm nccnegosanui 2004-2007 n 2014 rr.) ac-
COLMMPYIOT CBOKO 3THUYECKYHO MPUHAANEXHOCTb C rpa-
XOaHCTBOM. OTOT (PEHOMEH MPUMBOAUT K TOMY, YTO Ha
OaHHbIA MoMeHT Bonee 90% >wutenen YkpauHbl Hasbl-
BatoT cebs ykpanHuamm, T.e. B ABHOM BUAE NPOMNCXOANT
3THUYeckass koHconupauus. Mo gaHHbIM GpayvHbIX 3a-
nucen 1993 r. ykpauHues, Hanpumep, B Xapbkose 6bino
49,9% v no4yTn cTtonbko Xe pycckux — 43,6% [17]. Ta-
Koe pe3Kkoe U3MEHEHME MOXHO OOBbACHUTb U3MEHEHNEM
CaMOHa3BaHus.

OT0T pesynbTaT nMeeT BonbLLOe 3HaYeHNe Npu npo-
BEAEHNN MOIEKYNAPHO-TEHETUYECKNX UCCMNeOOoBaHWA Ha
YkpauHe. Ecnn paHbLue Takvme nccrnefosaHus npeanona-
ranM B OCHOBHOM B3sTME OuWonorMyeckoro marepuana
ans OHK-aHanusa y nuud, nmerowmx B TPeX MOKONEeHNsX
NpeakoB TUTYNbHOW HALMOHanbHOCTW, TO B HacTosLiee
Bpems Takoe TpeboBaHme CroXHO peann3oBaTb.
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Tabnwuua 1

STHUYECKUI cocTaB xuTenen YKpavHbl B pa3Hbie nepuoabl Bpemenu (¢ 1960 no 2014 r.)

HauuoHanbHoCTb, % JInTepaTtypHbIn
Fopoa YKpanHLbl Pycckue EBpeu Benopycel | Tpexu | [pyrne NCTOHHMK
1960-e ee.
XapbkoB 51,9 39,7 5,8 0,7 - 1,9
[oHeuk 43,0 43,3 6,7 2,5 1,1 34
[MonTaBa 80,3 15,6 2,6 - - 1,5
1980-¢e ee.
XapbkoB 49,5 43,5 43 — - 2,6
[oHeuk 41,9 48,8 3.4 1,5 1,1 3,3
MonTaBa 76,9 20,1 0,9 - - 2,1
1990-¢ ee.
XapbkoB 47,5 46,1 2,3 0,9 — 3,3 [13-15]
[oHeuk 42,5 49,2 3,3 1,4 1,0 2,6
[MonTaBa 84,0 13,9 0,3 - - 1,9
2004-2007 2.
XapbKoB (npeumy- 75,3 21,2 - - - 3,6
LLIeCTBEHHO)
2014 e.
XapbkoB 90,1 7,3 - - - 2,6
[oHeuk 91,3 7,0 - - - 1,7
MonTaBa 97,2 0,9 - - - 1,9
Mo-Buagnmomy, B panbHeiweM porb 3THUYECKOW Ta6bnuua 3
NPVHaANEXHOCTU Ha YKpauHe ansa atux uenen Oyget PacnpegeneHve o6crneaoBaHHOrO KOHTUHIEHTa
TEPATb CBOE 3HAYEHWe, a aTMYeckas rpynna ykpavHues no 3THUYECKON NPUHAANEXHOCTU (AaHHbIe 2014 r.)
CTaHOBUTbCA Oonee reHeTu4ecku FeTepOFeHHOIﬁ. B 10 Hauuo- My)|(q|/||-|b| YKeHWuHbI
e BpeMs criegyeT OTMETUTb, YTO B pAAe nonynsaunoH- HamnbHOCTb | Agc. % Aboe. % >
HO-TeHETUYECKUX UCCNEeaOoBaHUA yYeHble akTUBHO Mpo- Ykpannuol 318 87.36 1677 9209 | 1995
OOIKaKT BbISBMATE OCOBEHHOCTU YKpaHLIEB KaK STHU- Pycckue 21 577 99 5,44 120
YeCKOM rpynnbl C Lenbi AanbHENLWMX MNPaKTUYeCKNX Opyrue 25 6,87 45 2,47 70
pekomMeHgauui B obnactu 3gpaBooxpaHeHus. B vacTt- s 364 100,00 1821 100,00 |2 145
HOCTW, OaHHble no yactotam annenen reHa CYP2C9 B
psAe aTHWYeckux rpynn HaceneHnus CTaBpononbCKoro BorblUe BCEro Pycckix v NpescTaBuTeneit Apyrix
Kpas (pyCCKVIX W YKpauHUEB, apmsH, Kapaiaesues, HaLl,I/IOHaJ'IbHOCTeI7I cocpenoToyeHo B Meranonumcax
TYPKMEHOB) MokKasarnu, YTo YyacToTa KIMHUYECKN 3Haun- (Tabn. 4).
moro annens 359Leu (*3) Yalle BbISBNAETCS Y apMsH
Mo CPaBHEHUIO CO CRaBAHCKOW 3THWYECKOW rpynnown, a Tabnuuya 4

Kapa4aeBLbl M TYPKMEHbl 3aHMMaKT MPOMEXYTOYHOE
nornoeHue. Y cnaBsiH YactoTa KMUHUYECKN 3HAYMMOTrO
annenst 359Leu, OTBETCTBEHHOro 3a MPOSIBNIEHUE re-
MOpparnyeckoro CUHApPomMa, obina MnuHumanbHom [10].

B gpyrom uccnenoBaHuym B BOCTOYHO-€BPOMENCKMX
nonynsumsax vactota annens CCR5delta32 6bina no-
BblLLEHA, HO MeXAy BbibopKaMy YKpauHLEB, PYCCKUX U
raray3oB ero yactoTa He pasnuyanacs [18].

B Tabn. 2 npegcrtaBneHo pacnpegeneHve OCHOB-
HbIX 3THWYECKUX rpynn (Mo CaMOHa3BaHWIO) B 3aBUCK-
MOCTW OT MecCTa MPOXMBaHWS B 3anagHON Uy BOCTOY-
Hoi YacTn YkpauHel B 2014 r. Kak Buanm, B BOCTOYHOW
YkpauHe cumTaroT cebs ykpauHuamu nodtn 90% Hace-
NeHus, a B 3anafHo — NpakTUYeckn Bee.

Tabnuua 2

PacnpegeneHue HauMOHaNbLHOCTEN B BOCTOYHOMN
M 3anagHou YKpauHe (AaHHble 2014 r.)

PervoH YKpauHLpbl Pycckne Opyrue

Yipaurbl  [AGc | % | A6e. | % |A6e. | % | >
BocTouHbIi 1214|89,86| 101 | 7,48 | 36 | 2,66 1351
3anagHblii 489 (99,39 1 0,20 2 0,41 | 492
> 1703(92,40| 102 | 5,54 | 38 | 2,06 |1843

Ha YkpaunHe cpean nuy TUTYNbHOW HauMOHanbHO-
CcTn GornblUe XeHLWH, B TO BPEMS Kak cpeam MyX4YuH
noyTn B Tpu pasa bonblue npeacTaBUTENEN HE CNaBsiH-
CKOW HaumoHarnbHocTK (Tabn. 3).

3THUYECKaA NPUHAANEXHOCTb XUTernen HaceneHHbIX
MYHKTOB pa3HoW cTeneHu ypb6aHusaumm (gaHHble 2014 1.)

Twn Hace-| YKpauHUbI Pycckne DOpyrve
nNeHHoro
nyHkra | AGC. % ABc. % ABC. Bcero
1 969 | 89,7 74 6,8 | 38(3,5) | 1081
2 539 | 90,6 38 6,4 18 (3,0) | 595
3 478 | 95,8 11 22 10 (2,0) | 499
Bcero | 1986 | 91,3 | 123 57 | 66(3,0) | 2175
MpunmeyaHue. 1 — ropoga c HaceneHuem 6onee

1 MNH 4YenoBek; 2 — ropoga ¢ Hacenexnnem 100-500 Tbic. Yve-
nosek; 3 — ropoga ¢ HaceneHuem o 100 TbiCc. YenoBek u cena.

OB6bIYHO, ecrin YenoBek 3aTpyaHAETCA onpeaennTb
CBOI HaUMOHarnbHYH NpUHaAIEXHOCTb, 0COBEHHO ecrnu
OH SIBNSIETCS MOTOMKOM MeEXHaumoHanbHoro 6paka,
reHeTUKN OPUEHTUPYIOTCH Ha HaLUWOHaNbHOCTb poauTe-
nen n npapogutenen. Okasanocb, YTOo MHAPOPMALIMOH-
Hasi LEHHOCTb W 3TUX nokasaTenen He abcontoTHa,
0COBEHHO €eCrn aHKeTUMPYEMbIM SBMNSETCH MyX4dMHa
(tabn. 5). Mpwn 3TOM He CMOrNN OTBETUTb HU Ha OAWH
BOMPOC aHKEeTbl OTHOCUTENbHO HauuoHanbHocTh 8,1%
MyX4uH 1 2,8% xeHwwuH. CnegyeT OTMETUTb, YTO B
2014 r. Taknx NO4EN CTano HAMHOrO MEHbLLE: HE CMOr-
N ONpenennTbCsl B OTHOLLEHUM COOCTBEHHOW HaLMo-
HanbHOCTN Nuwb MeHee 1% xuTenen YkpawvHbl, npu-
YeM MOMOBbIX Pa3NUYMN MO 3TOMY MPU3HAKy He
BbISIBIIEHO.
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Tabnwuua 5

YpoBeHb 0OCBEeAOMIIEHHOCTU 06cneAoBaHHbIX 06 3THMYECKOW NPUHAANEXHOCTN Gnnxkanilmux poaACTBEHHUKOB
(maHHbIE 2004-2007 rT.)

y My>XUnHbI YKeHLWuHbI
pOBEHb OCBEAOMMEHHOCTY AGe. % AGe. %
CmMornum onpefennTbecs C COOCTBEHHON STHUYECKOW NPUHAANEXHOCTbIO 634 85,6 1400 89,5
3Hanu HaumMoHanbHOCTb oTUA 515 69,5 1267 81,0
3Hanu HaumMoHanbHOCTb MaTepun 563 76,0 1260 80,6
3Hanu HaumMoHarnbHocTb 6abku no maTtepu 268 36,2 762 48,7
3Hanu HaumMoHanbHOCTb Aeaa no matepu 242 32,7 693 443
3Hanu HaumnoHanbHoCcTb 6abku no oTuy 209 28,2 643 41,1
3Hanu HaumMoHanbHOCTb Aeaa Mo oTuy 185 25,0 577 36,9

K coxaneHntio, MHPOPMUPOBAHHOCTL 00 3THUYE-
CKOW MPUHAANEXHOCTN POACTBEHHUKOB Y MOJOAEXM
nagaet. Jlvua wmnagwero MOKOMEHUs WCMbITbIBAOT
Oonblue 3aTpyOHEHWIA, BOCNPOU3BOAs UHGMOpMaUWo O
CBOVX pPOACTBEHHMKax. Cpeamn MyXXYuMH CTapLUero noko-
neHust (Bospact 36 neT u Gonble) 7,6% He cmornu
onpeaennTecs C CoOBCTBEHHOW  HaUMOHarbHOCTbLIO,
16,0% — ¢ HaumoHanbHocThio oTua U 15,1% — ¢ Hauwmo-
HanbHOCTbIO MaTepu. Monogble MyX4nHbl (Monoxe 36
NeT) okasanucb MeHee WHGopMUpoBaHHbIMU: 9,4%
3aTPyAHUIUCE OTHECTM cebsi K onpederneHHon Hauumo-
HanbHoOCTW, 26,4% He 3Hanu HauMOHarbHOCTU CBOEro
otua, 17,3% — maTepun. Ta e TEHOEHUMS U Y XKEHLUMH:
2,1% cTapwmx He CMOrMM Has3BaTb CBOK HaLWOHarb-
HOCTb, Cpeaun Mmnagwmx Takux oeino 3,3%. Cpeau crap-
LLIMX XXEHLUMH HE 3Hanu HaumoHanbHocTb otua 6,3%, Ha-
LUMoHanbHOCTb Matepu 8,7%, B MNnafLlem MOKONeHun
cootBeTcTBEHHO 10,8 1 11,2%. OT NoNoBMHbI 4O TPEX
YeTBEPTbIX aHKETUPYEMbIX HE 3HanM HaLMOHanbHOCTU
CBOVIX NpapoanTenei. B Lenom 1 MyXxuvuHbl U XeHLLUHBbI
nyyie 66 MHPOPMUPOBaHbI O CBOMX POACTBEHHMKaX
Nno MaTepPUHCKON NMHUKN, YEM NO OTLOBCKOW, YTO MOXET
OblTb CBSI3aHO C TEM, YTO B HEMOJSIHbIX CEeMbSX OETU
06bIYHO MPOXKKMBAIOT C MaTEPLIO, @ HE C OTLIOM.

AHanu3 faHHbIX B 3aBUCUMOCTU OT ITHUYECKOMN
NPVUHAANEXHOCTN NO CamMOHa3BaHMIo 1 BpayHoOn CTPyK-
TYpbl POAWUTENBCKMX U MPapOAUTENBCKUX Map rnokasan
cnepyrowjee. M3 1abn. 6 BMOHO, HACKOMbKO CyLLECT-
BEHHO «BblNageHney» obcrnenoBaHHbIX U3 aHanusa npu
nonbiTKe pacnpegennTs Ux no rpynnam Ans yy4eta Bo3-
MOXHbIX 3((EKTOB, CBA3AHHbLIX C STHUYECKOW SHAO-
ak3orammen. Tak, 4YMCTbIX npeacTaBUTENel onpeae-
NEHHON HaUMOHAamNbHOCTM C Y4YeToOM WHdopmauum o
poauTensx u nNpapoguTensx okasanocb He 6onee 3 ot
Bcex 00cnenoBaHHbIX.

Tabnuua 6
LOons npo6aHaoB (%), yka3aBlIUX CBOKO HALMOHANBHOCTb,

KoTopas coBnana ¢ HauMoHanbHOCTLI0 06oUX poauTenen
(AaHHbIE 2004-2007 rr.)

MokoneHwue | MNon npobaHga | HaunoHanbHocTe NpobaHpa | %
My>X4nHbI YKpaunHubl 7,6
Pycckne 16,2
c Opyrue 28,0
Tapee YKeHwuHsbl YKpaunHku 20,8
Pycckne 10,9
Opyrne 28,6

My>K4mHbI YKpaunHubl 7.6
Pycckne 16,2
28,0

Mnagwee Apyrve ’
YKeHwuHbl YKpauHKu 12,2
Pycckne 13,6
Opyrue 13,3

HanGonee nosnHo MHOPMMPOBaHbI O HaLMOHasb-
HOCTM CBOUX pOAWUTENelN npedcTaBUTENN Pedkux Ha-

LmoHanbHocTew (Tabn. 6), 4To HaxoAWUTCA B cornacum ¢
OaHHbIMK, B KOTOPbIX Hambonblwasa GpadHas accopTta-
TMBHOCTb MO 3THUYECKOMY MpU3HaKy Takke Habnopa-
eTCs y NpeAcTaBuUTENEN 3THUYECKMX MEHbLUMHCTB [14,
17, 19]. Pe3ynbTaThl UCCNefoBaHUs CBMAETENbCTBYIOT,
41O B OyAyLem cyautb 06 3THUYECKOM MPOUCXOXAEHNM
XuTenst YkpauHbl MO camoHasBaHuo OyaeT 3aTpygHu-
TenbHo. [Mpu NpoBeAEeHUN FEHETUYECKUX MccrenoBa-
HUIA, YYUTbIBAKOLUMX 3THUYECKYI NPUHAAMNEXHOCTb, He-
06X0AMMO YBENMYUTbL KOJNMMYECTBO aHKETUPYEeMbIX B
HECKOMbKO pa3 v NpuvHMMaTb BO BHMMaHWE, YTO npen-
CTaBMTENMW MHOFOYUCHEHHbIX 3THUYECKUX TPy XyXe
BOCMPOU3BOASAT reHearnormyeckyo MHdopmaum, Yem
npeacTaBUTENU peaKMx HaLMOHaNbHOCTEN.

Bo3moxHO, 3Tu peanum ob6bsAcHST cnaboe passu-
TVe Ha YKpauHe TakuX HayYHbIX HarnpaBneHWi, Kak no-
nynsUMoHHas reHeTuKka YerioBeka U reHeTuka noeege-
HUS 4eroBeka. OTU NCCnefoBaHUS Ha NEpBbIA B3NS4
KaXXyTCS NMPOCTbIMUW, OAHAKO MPU UX peanusauun nepes
nccrnegoBaTenemM BO3HUKAET MHOXeCTBO Npobnem — ot
000CHOBaHUS METOLONOMMYECKON KOPPEKTHOCTU [0
OrPOMHbIX 3aTpaT BpeMeHu npu cbope maTepuana. Tem
He MeHee 3TU UCCNeAoBaHNS NPOBOAUTbL HEOOXOAMMO,
Tak Kak OHM co3fatoT 6a3sy Ans KOPPEKTHOrO NPUMEHe-
HUSI TOYHbIX U LOPOrOCTOSILLMX METOLOB MOJSEKYNAPHOWA
reHeTukn. bes cTpororo yyeta reHeanorM4eckom WH-
dopmaumm Takke CHWKaeTCs MHpOPMaUMOHHAsA LeH-
HOCTb MapKepoB, MCNomnb3yeMbix B cyaebHon meanum-
He U MEeAVLMHCKOW reHeTuKe.

BaxHO OTMETWTb, YTO MeXay YypPOBHEM reHearnoru-
YeCKOW KynbTypbl U YPOBHEM WHTENNEKTA, BblPaXEH-
HbiM B H6annax 1Q, umeeTcs npsimas CBsi3b. Y MYyX4MH,
3aTPYAHMBLUMXCS yKa3aTb COOCTBEHHYK HauMoHanb-
HOCTb, ypoBeHb |Q npumepHo Ha 8-9 Gannos Huxe,
yeMm 1Q y My>X4YuH, onpefenvBLUNXCS CO CBOEW 3THUYe-
CKOW NMPUHA[NEXHOCTbIO (Tabn. 7). 3Tn AaHHbIE cBUAE-
TENbCTBYKOT, YTO ANS MOBbIWEHNSA 3(MDEKTUBHOCTM
paboTbl nNpu Habope KOHTUHreHTa ANsi FreHEeTUYECKMX
uccrnefoBaHuii LenecoobpasHo MpoBOAUTL 3JKCMpecc-
ONarHOCTUKY TECTMPYEMbIX B OTHOLIEHUM YypoBHS 1Q,
XOTS 3TO MOXET CMeLLaTb BbIGOpPKY.

Tabnwuua 7

YpoBeHb 1Q y MyX4MH, yKa3aBLIMX U He yKa3aBLUMX CBOIO
3THUYECKYIO NPUHAANEXHOCTb (AaHHble 2004-2007 rr.)

OTHWYeckas -
NPUHAANEXHOCTb Abe. Bannei 1Q, x S
He ykasaHa 90 105,3 9,2
YKpaunHubl 408 113,5 10,8
Pycckne 93 114,7 11,2
Opyrve 28 113,8 14,2

MpumMmeyaHue. x — cpegHee apudmMeTUyeckoe, S —
CTaHOapTHOE OTKIIOHEHME.
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[MpoBegeHHoe nccnepoBaHve BbIABUMNO B YKPaWH-
CKOM HaceneHun pOBe TeHnaeHuuu. [lepBas kacaeTtcs
reHeanorm4yeckonm KynbTypbl, Nof KOTOPOW MOHMMaeTcs
MHPOPMUMPOBAHHOCTb O POACTBEHHUKAX N COOCTBEHHOM
npovcxoxaeHmn. B coBpemeHHOM HaceneHumn YkpauHbl
3Ta XapaKTepucTuKa NPOSIBMSIET TEHAEHLMIO K CHUXE-
HUo. BTopyto 0coBEHHOCTb MOXHO 00603HAYUTL TEPMU-
HOM «3THMYEeCKaa KOHconunpauua», oHa npoABndeTcd
Tem, 4To Bce 6onbluas YyacTb HaceneHus naeHTuuum-
pyeT cebs ¢ TUTYNbHON HaumoHanbHocTbio. CounansHo
N NONUTUYECKM 3Ta TEHAEHUMS MOXET OLIEHMBATBLCS Kak
nosutmeHas. OgHako 3To OyAeT Bbi3biBaTb M3BECTHbIE
NMoMexXu Mpu peLLEHUN HayYHbIX BOMPOCOB U B NpakTu-
YeCKOM MCMob30BaHUN pe3yrbTaToBs.
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AHTPOIOJIOTMYECKAA AN®PEPEHLUMALINA OPEBHUX U COBPEMEHHbIX nonynauun
CEBEPHOM EBPA3UU

A.H. Barawés

WHcmumym npobnem oceoeHusi Cesepa CO PAH, e. TioMeHb

CoBpeMeHHOoe abopureHHoe HaceneHve CeBepHoi
EBpasun OoTHOCUTCS K pasfnyHbIM STHOMUHIBUCTMYE-
ckum obpasoBaHVaM, B TPAAULMOHHOWN KynbType npea-
CTaBneHbl pasHoobpasHble XO3AWCTBEHHO-KYbTYPHbIE
Tunbl. B A36IkoBOM OTHOLLEHMN aBopureHHble nnemeHa
FOBOPAT Ha pasnMyHbIX AMarnekTax ceBepocaMoanincKoro
(HeHUbl, 9HUbl, HraHacaHbl) W HXHOCaMOAWNNCKOro
(cenbkynbl) A3bIKOB, (OUHHO-YTOPCKOro (KOMW, XaHTbl U
MaHcH), THopKckoro (cubupckue TaTapbl, Xakachkl, CeBep-
Hble W OXKHbIE anTaubl), KETCKOM W ManeoasvmaTckom
A3blkax. B TpaguumoHHOW MaTepuanbHOW KynbType 3TO
nnemeHa, BefyliMe npucBavBalllee XO3ANCTBO, —
OXOTHUKM, pblOONoBLI U cobupaTenu, a Takke HapoAbl,
BeAyLMe npou3BoAsillee XO3sIMCTBO, — CKOTOBOAbI ”

3emnegensubl. Kak Benuko pasHoobpasune nx KynbTyp,
NPYPOSHO-KNUMATNYECKNE YCMNOBUSA 0BUTaHUSA, Tak Be-
TINKM N @HTPOMOMOrM4Yeckue pasnmums MeXay HUMKU, 4YTO
B LIESIOM rOBOPWT O PasfUYHbIX MyTAX UX 3THOreHesa.
KoHeuHo, aHTpononorusa oceelyaeT nvb OJHY U3 CTO-
POH UX MPOWUCXOXAEHUA — WCTOPMIO (DOPMMPOBaHMSA
dumsmyeckoro obnvka aTMx nnemeH (B npowrom Gec-
NMUCbMEHHBIX), HO BKYNe C AaHHbIMU A3blKO3HAHWS, 3T-
Horpadhun, apxeonoruv, TOMOHUMUKMA W [PYrux Hayk
PEKOHCTPYKUMA WX 3THOreHesa npuobpeTtaetr 6Gonee
NOMHbIN 1N 0O BLEKTUBHbIN XapakTep.
[ManeoaHTpononoruyeckne matepuansl U3 MOrUMb-
HWKOB 3HA4YMTENbHOTO XPOHOMOMMYECKOro AuanasoHa
(IV TbIC. £O H.3. — |l TBIC. H.3.) C TEppUTOPUN CEBEPHON
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YacTu eBPa3VACKOA MPOMEXYTOYHON 30HblI OTpaxaroT
NpPeVMyLLEeCTBEHHO (hU3NYECKNEe 0CODEHHOCTUN OpeEBHE-
ro n G6nmM3Koro Kk COBPEMEHHOCTW HaceneHus 3anagHom
Cwnbvpwn, 4TO MO3BONSAET NPOCNEAUTb OCHOBHbIE BEXM
(hOpMUPOBaAHUS CYyLLECTBOBABLUMX W CYLLECTBYHOLLNX
30€Cb aHTPOMONOrMYECKUX TWUMOB W OMNPEeaennTb Ux
MECTO B cucTeMe pacoBbix TunoB CesepHoi EBpasun.

B anoxy HeonuTa Ha Tepputopumn 3anagHon Cubnpn
rKCMpyeTcs eBpPONeounaHbIA aHTPOMOMNOTMYECKUA TuIM,
POACTBEHHbIA NPOTOEBPOMENCKOMY, LUMPOKO pacnpo-
cTpaHeHHoMy B BoctouHon Eepone, Kapenwu, Mpuban-
Tuke 1 YkpauHe. XoTst B pacoBoi cTpyktype CeBepHol
EBpasun Heonutuyeckoe HacenexHue 3anagHoin Cubupun
ABNSAETCA YaCTbiO MPOTOEBPOMNENCKOro Tuna, HO C ornpe-
JeneHHbIMM 0CODEHHOCTSMU reHeauca K crneumdukoin
usndeckoro obnvka, kotopasi BO MHOrOM oOycrioBneHa
NMPUMECHI0 MOHFOMOUAHbBIX 3NIEMEHTOB PA3NUYHbIX JIMHUINA
npoucxoxaerus. NoaTomy oH paccmaTpuBaeTcs B Kade-
CTBE 3anagHOCUOUPCKOro BapuaHTa MpoTOEBPOMNENCKOro
TUMa, COCTOSALLEro U3 AByX rpynmn nonynsuuii — cobcTBeH-
HO 3anagHoCMBMPCKON 1 BEPXHEOOCKOM.

[paHyua mexgy apeanamu eBpOMeoVAHbIX U MOH-
roniougHbIX NonynsiuMini B Me30-HEONUTUYECKOE BpEMS
conpukacanacb, BO3MOXHO C YaCTU4YHbIM MEePeKpbITU-
€M, TonbKo Ha tore 3anagHonm Cubupwn, B 4acTHOCTU B
BepxHem [Mprnobbe. Yactb eBpoOneonaHOro HaceneHus
NpoHVKana u ganee Ha BOCTOK, O YeM CBUAETENbCTBYET
eBporneongHas NpYMecb B COCTaBe HEONUTUYECKOro
HaceneHus BoctouHoi Cnbupwm [1-3]. Ho 1 yactb MoH-
rornovaoB paccensnach B 3anagHoM U HXXHOM Hanpasre-
HUsIX. B pe3ynbTate KOHTaKTOB Mexay HuMU B BepxHem
Mpunobbe dopmumpytoTCs NOMNYRAUMK, B aHTPOMOMornye-
CKOM COCTaBe KOTOpbIX MPUCYTCTBYET MOHIOMOWUAHbIN
KOMMOHEHT  LIEHTPanbHOa3MaTCKOro MpOUCXOXAEHUS
(Yerb-Mwa, Utkynb, BacbkoBo). MmeHHO Yepes nonob-
Hble Tpynnbl, BEPOSITHEE BCEro, MOHIOMOVAHbIE 3ne-
MEHTbI LIeHTparnbHOa3naTCKOro Tuna MpoHMKaKT B CO-
CTaB KenbTEMMHAPCKOro HaceneHusi cesepa CpenHen
A3un. KoHTakTbl ¢ nocnegHum, B CBOK ouvepenb, Cro-
cobcTBOBaNU MPOHMKHOBEHWUIO B HEKOTOPbLIE 3anafHo-
cnburpckue rpynnbl 3NEMEHTOB CPeAM3eMHOMOPCKOro
Tvna. bonee oT4eTNMBO BNUSIHUE CPEeAN3EMHOMOpPLIEB
npocrnexveaeTtca B CpegHem [puypanbe. B cocTtase
APYrMX HEONUTUYECKMX FPynmn OTMeYeHa MOMMMO Bbl-
LLIEeHa3BaHHOIO KOMMOHEHTa MPUMECb MOHFONMOWAHbIX
3NeMeHTOB TaexHoro npoucxoxaeHus (Conka 2, lNpo-
Toka, Omckas cTosiHka, Jlebegu). B coctaBe eBponeo-
MOHBIX NOMYMSILMIA NPOTOEBPOMNENCKOro Trna nofobHbIA
KOMMOHEHT MPOHMKaN M Ha 3anag, B 4acTHOCTU, MOp-
donornyeckn cxogHasi MPUMeCb OTMEYaeTCsl B COCTaBe
HaceneHus nbANOBCKOM KynbTypbl NECHOW Monochl
BocTouHon EBponbl [4] 1 B cocTaBe Me30-NTUTUYECKOr0
HaceneHus Kapenum (KOxHbii OneHun octpos) [5].

B uenom KynbTypo- U pacoreHeTnyeckue npoLec-
Cbl, PEKOHCTPYMPYEMbIE HA OCHOBE apXEO0NOrMYECKNX 1
aHTPOMONOrMYECKNX MCTOYHMKOB, MpoTekaBlne B 3a-
nagHoi Cnbupn B HEONUTUYECKOE BPEMS, BO MHOIOM
conpsiXeHbl. B apxeonormyeckmx n aHTpononornyecKmnx
MaTepranax Hawmno oTpakeHue NPOHMKHOBEHME B 3a-
nagHyto Cnbuvpb HaceneHus, oTNMYaroLLEerocs oT MecT-
HOro puanyeckum OBNMKOM U MPUBHOCSLLEro psg Ho-
BaLuii B abopurreHHble KynbTypbl [6]. Hanpumep, nputok
HOXKHBIX 3M1EMEHTOB B 3amnagHocubupckme KynbTypbl Ha
paHHMX 3Tanax Mx GOPMUPOBaHUS KOPPENUPYET C Mo-
SAIBNEHWEeM B aHTPOMONOrnMyeckoM COCTaBE€ MECTHOro
HaceneHns pPacoBbiX KOMMIEKCOB, FeHEeTMYeCKn CBS-
3aHHbIX CO CpegHeasnaTCKuMK rpynnamMu, B YaCTHOCTH,

OCTaBMBLUMX MOTUNbHUK Tymek-Knunpxuk B HOxHOM
Mpwapanke.

B asnoxy 6poH3bl ycunueaeTcs anddepeHumaums
MexXgy rpynnamu HaceneHusi, HaMeTMBLUAsica B npen-
LecTBylOWMIA nepuof,. B nopgraexHoi nonoce 3anag-
Holi Cnbupn NpoaomKaeTcst NPOLECC CMELLEHNST MEXAY
€BponeovaHbIMMN NONyNAUMAMU, FeHEeTUYEeCKn CBA3aH-
HbIMW C HEONUTUYECKUM HacerneHuemMm U TaeXHbIMU
MoHronovgamu. PopmMupyeTca  aHTPOMOMOrMYeCcKuia
TWM, XapaKkTepHbI ANs HACeneHUs KPOTOBCKOW KymnbTy-
pbl  [OAHAPOHOBCKOrO BPEMEHW U YEepHOO3EepPCKO-
TOMCKOro BapuaHTa aHAPOHOBCKOW KyNbTYPHON O6LLHO-
ctu. B coctaBe nocnegHero, ogHako, BMOMHe OT4eTNN-
BO MPOCMEXUBAETCA MPUMECH E€BPOMNEOUAHOTO KOMMO-
HeHTa, POACTBEHHOrNO aHAPOHOBCKMM (hefopOBCKMM)
nnemeHam. B Gonee toxHbIX obnacTtax 3anagHoi Cu-
OVpU LUMPOKO PacrnpOCTPAHSAETCA aHTPOMONOrMYECKUIA
TWN, HEMOCPEACTBEHHO CBSA3aHHBIN B reHe3nce ¢ Hace-
TNeHneM aHApPOHOBCKOW KynbTypbl, 0CO6EHHO defopoB-
CKOro BapuaHTa, a anakynbCKOro Tuna, CBA3aHHOro Co
CpYOHbIMM NNemMeHamu, BeCcbMa He3HauuTenbHo (ca-
Mycbckast KynbTypa, Epmak 4). O6a BapuaHTa aHgpo-
HOBCKOW KyNbTypbl HE MMEHT FeHETUYECKUX KOpHeh B
HEonUTNYECKOM HaceneHuu tora 3anagHon Cubupu, u
OaHHasa TeppuUTopms MOXET BbITb UCKIIOYEHA N3 0YaroB
nx chopmmpoBaHus. HekoTopoe cxoAcTBO Mexay Tuna-
MW HEOoNnUTM4Yeckoro Hacenenust 3anagHon Cubvipu n
TMNOM aHApoHoBLEB (hepopoBLeB) 06ycrnoBneHo, CKo-
pee BCero, HanM4Mem B COCTaBe TeX U Apyrnx obLiero
OPEBHEro naneoeBponeongHoro cybcrpara.

Mopdonormyeckuic TN NONynALMA no3gHen OpoH-
3bl — UPMEHCKMX, €NTOBCKMX U YepKaCKYNbCKUX — 3aHu-
MaeT MPOMEXYTOYHOE MOMOXEHME MEXAY TUMOM He-
ONUTUYECKUX YEPENOB, KPOTOBCKUX U YEPHOO3EPCKO-
TOMCKMX, C OAHOW CTOPOHbI, W TUMOM aHAPOHOBCKMX
(cbe,opOBCKUX) CEPUn — C BPYrOoN. ITO MOXKET CIYXUTb
yKa3aHMeM Ha TOo, YTO OONVK HaceneHus psaa KynbTyp
nosgHen 6poH3bl 3anagHon Cubupn cgopmmposarncs
BO MHOIOM B pe3yrbTaTe CMELUEHUSA MeXay HAMU.

AHTpOMonornyecknin coctas HaceneHuss 3anagHon
Cnbupn paHHero XenesHoro Beka CTaHOBUTCHA eLle
Gonee cnoxHbiM. CBoeobpasve aHTPOMnonormMyeckoro
TMNa 3anagHocnOupCKMX MOMynAuWMiA ONPeaenslT He-
CKOINbKO OCHOBHBIX KOMMOHEHTOB, YAENbHbIA BEC KOTO-
pbiX B NOKanbHbIX rpynnax Bapbupyer.

B coctaBe HaceneHusi capraTcKOi W rOpPOXOBCKOWN
KyNbTyp OCHOBHbIM SIBMSETCA €BPONEOVAHbIA PacoBbIi
BapuaHT, obnagatomii Me30-6paxukpaHHol HopMOoN
MO3rOBO/A  KOPOOKM, LUMPOKAM HEBBLICOKUM YMEPEHHO
NPOUNNPOBaHHBIM B FOPU3OHTANbHOW MITOCKOCTM NLe-
BbIM CKENeToM. AHTPOMONOIMYECKYHO cneumduky Kynaw-
ckon cepumn (MornnbHUK KameHHbin MbIic) onpepensiet
MOHFONOVAHBIA  KOMMOHEHT, XapakTepHbIMW YepTamu
KOTOPOro SBMSIOTCA Manas BbICOTa YMIOLLEHHOro nuvue-
BOrO ckerneta, cnaboe BbICTynaHWe HOCOBbIX KOCTEW npu
CpedHEBbLICOKOM MepeHocbe. [MoMUMO BblLLeHa3BaHHbIX
OCHOBHbIX KOMMOHEHTOB OMnpedeneHHy0 porb B pacore-
He3e necoCTenHbIX MOMynAuUiA Chbirpan eBponeouaHbIN
KOMMIEKC C BbICOKMM W Y3KAM JTULIOM, @ TakKe MOHrono-
WOHBIN C LUMPOKMM W BBLICOKMM nuLOM. B oTaenbHbIX
BblGOpKax, B YacTHOCTM B [pumnpTbilbe, yAanock 3aduk-
cMpoBaTb MPYMECH MOHIOMIOMAHOIO KOMMOHEHTa, obna-
JaroLero AonmMxXoKpaHHoM hopMoi yepena.

EBponeongHbli Me30-6paxmkpaHHbIi KOMMOHEHT C
LLUMPOKNM U HU3KAM (3ypyMOpdHBIM) MLIOM B 06OUX Ba-
puvaHTax reHeTUYecKn CBs3aH C HaceneHueM aHOpPOHOB-
ckol (henopOBCKOM) KynbTypbl 3MOXu BGPOH3bI, 0COBEHHO
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C TEMU NONyNsAUMSMA, B COCTaBe KOTOPbIX OTMEYEH KOM-
MOHEHT, YXOAALLMIA KOPHAMMW B 3MOXy 3anafHOCMOMpCKoro
HeonuTa. B nepexogHbIn OT BPOH3bI K paHHEMY >keres-
HOMy BEKy Mepuon B apXeoriorM4eckux KynbTypax 3a-
nagHoi Cubupn, ocobGeHHO K Hauany 3mnoxu xenesa,
ycneBaroT COPMMPOBATLCA OTHOCUTENbHO YCTONYU-
Bble TPaguuun, HO B aHTPOMONOrMYECKOM COCTaBe TOro
UNN UHOTO HaceneHms oCOBEeHHOCTW elye HepfocTaTou-
HO cTabunbHbI, XOTS yXXe U nposBnatoTes. [nuTtenbHas
MHMNbTpaumsa B necoctenb 3anagHon Cunbnpun Taex-
HbIX HU3KOMMLBIX MOHIONIOVMAHBIX 3NEMEHTOB NMPUBOAUT
K TOMY, YTO OTNINYUTENBHBIMN OCOOEHHOCTSIMU MECTHbIX
nonynsumin ctaHoBsaTca Oonee GpaxukpaHHas dopma
Yyepena n 66nbLIAs WMPWHA YNOLWEHHOrO MO FOPU30H-
Tanu nNUUEeBOro ckerneTa, MeEHee BbICOKOE MepeHochke U
HeGOMbLUOW Yyron BbICTYNaHWs HOCOBbIX kocTei. B lMo-
Bomkbe M [Mpuypanbe B nepexogHoe oT BPOH3bI K Xe-
nesy Bpemsi, BUANMO, B pe3ynbTaTe NpoAomKatoLLerocs
CMELLUEHNs MeXay aHApPOHOBCKUMK (PedopOBCKUMU) 1
CpyOHO-anakynbCKuMu rpynnaMmv 1 Mno3gHee Mexay
CaBpPOMAaTCKUMW N CKUPCKUMW ANSt aHTPOMONorm4yecko-
ro TUNa MECTHbIX MONyNSAUMIA XapaKTePHOW CTaHOBUTCSA
bornee yanvHeHHasi chopma MO3roBOW KOPOOKM, 4yTb
bornee BbICOKUIA U 3aMeTHO Bonee y3Knin NULEBON Cke-
NeT, XOpowo npOoUNNPOBAHHLIA B FOPU3OHTaINbHON
MMOCKOCTW, BbICOKOE MNepeHocbe Mpu BGonblUOM yrie
BbICTYMaHNs HOCOBbIX KOCTEN.

[eHe3nc aHTpoOMnonornyeckoro Tvna, XxapakTepHoro
ANst YepenoB M3 Kynawuckux norpebeHuidi u gns HU3Ko-
nuuero OGpaxvkpaHHOro KOMMOHEHTA, BbIAENEHHOTO B
COCTaBe F1eCOCTENHOr0 HaceneHnss PaHHero xenesa,
MOXeT ObITb HEMOCPEACTBEHHO CBSA3aH C MOHrorioug-
HbIM HW3KOMULbBIM HaceneHMeM TaeXHbIX obnacTen
3anagHon Cnbuvpu. Ero pacoreHeTu4eckoe BNusiHue Ha
nremMeHa tokHoOM Yactu 3anagHon Cubupu npocnexu-
BaeTCs C HEONMTa, a B aMoxy BPOH3bl HA3KONULBIA MOH-
rornougHbIA KOMNOHEHT (DUKCUPYETCH YxKe Kak CyLlecT-
BEHHas MpUMeCb B COCTaBE HaceneHUs NOoATaeXHoW
nonocbl 3anagHon Cubupwn, a Takke B cocTase BblbO-
POK U3 MOTUMbHUKOB OKYHEBCKOW M KapaCyKCKOW Kyrb-
Typ MuHycuHckon KoTnosuHbl. CyliecTBeHHbIA oTneva-
TOK NMPUMECb [LaHHOrO KOMMOHEHTa HaknagblBaeT Ha
@HTPOMOSOMMYECKNA TUM HaceneHns nosgHer OPOH3bI,
OCTaBUBLLEro NaMATHUKM €NOBCKON M UPMEHCKOW Kyrb-
Typ. VIMEHHO npuMechb HWM3KOMULBIX MOHrONoMAOB B
cocTaBe psiga nonynsuuii anoxm GpoH3bl U B COCTaBe
HacerneHnsa paHHero xernesa onpegensiet nx mopdorno-
rmyeckoe cBoeobpasme U CryXUT JOCTaTOYHO Hagex-
HbIM UHAMKATOPOM CTEMNEHU POACTBEHHbLIX OTHOLLEHWIA.

[pyroin MOHronoWAHbI KOMMOHEHT aHTPONONoru-
YECKOWN CTPYKTYpbl NECOCTENHbIX nonynauuin (6onbLuas
BbICOTa LUMPOKOro JIMLEBOrO ckeneTta n GpaxvkpaHus)
MOpPEOMOrMyeckn Marmo oTnM4aeTcs OT Tuna Hacene-
HWSi CEPOBCKOro W TNa3KoBCKOrO BpeMeHn BocTouHoi
Cwnbupwn. Ero reHesuc cBaszaH ¢ MoHronouvgamu LleH-
TpanbHon A3un, KOTOpbIE MEANEHHO U ANUTENBHO Npo-
Hukanu B 3anagHyto Cunbupb ¢ paHHero HeonuTta. B
3Mnoxy OpOH3bl LEeHTpanbHOa3naTCKMe 3NeMeHTbl Kak
KOMMOHEHT OTMEYatloTCs B COCTaBE OKYHEBCKMX M Kapa-
CyKCKmnx nonynsaumii BocTtouHon Cubupun, KpOTOBCKMX,
aHOPOHOBCKNX (hedOopPOBCKMX), €MOBCKUX, MPMEHCKMUX
rpynn 3anagHon Cubupwu, a Takke B COCTaBe Hacerne-
HWS YepKaCKyNbCKOM KynbTypbl Mpuypanbs.

OTmevaemas aHTporonoruyeckas 6nm3octe Mexay
nonynsiuMsiMy capraTtckoi OOLUHOCTM W HEKOTOPbIMMU
paHHuMu (Cakap-yara, TarnckeH, Yirapak) n no3gHuMum
(Ynpuk-pabat) cakammu KxHoro wn HOro-BocTtouHoro

Mpunapanba obycnoeneHa He TOMbKO OBLUHOCTLIO MPO-
UCXOXOEHNS 3YPUMOPCHOro eBpOMNeougHOro KoMmMo-
HeHTa B ux coctaBe. PakTopoM CONMKEHNS MOXET Bbl-
CTynaTb Takke OAHOTUMHAsA MOHrofioMagHasi NpUMech,
oTMeYaeMas B KpaHuonorum tex u gpyrux. metowmecs
B HacTosilLlee BpPEMs KPaHUOMOrM4yeckue AaHHble CBU-
LETENbCTBYIOT O BO3MOXHOCTM MPOHUKHOBEHUS MOHIO-
TNOVAHBIX PacoBbIX 3MEMEHTOB LEHTPanbHOA3MaTCKoro
NMPOUCXOXAEHNST B 3THUYECKYID Cpeay, HacensBLUyto
HekoTopble paroHbl KOxHoro n HOro-BoctouHoro [Mpu-
apanbs, Kuprunsuio n BoctouHbin KazaxcraH. OgHako He
B yumctom Buae. [aHHbIi MOHrOMOWAHbBIA KOMMOHEHT
npuCyTCTBOBAI, CKOpee BCEro, B COCTaBe OMNpefereH-
Hbix oOOLjHOCTE B LenoMm eBporneongHoro obnuka.
PaHHecakckue yepena c TeppuTtopun KOro-BoctouHoro
Mpuapanbs n Knpruanm obHapyxvBatoT CXOACTBO A0-
BOSbHO BbLICOKOrO YPOBHS M30 BCEX M3BECTHbIX MaTe-
puanoB 3anoxu 6poH3bl tOxHOM 1 BoctouHon Cubupwm
TONbKO C Kapacykckumu cepusamu [8—10], ¢ koTopbIMM
capraTckue yepena Takke mopdonornyeckn 6nmsku. B
nepuop nepexoga OT OpoOH3bl K Kene3dy Ha cesep
CpegHeit Azum 1 B Kuprnsuio mmena mMecto murpauums
rpynnel nnemeH u3 BoctouHoit Cubupu, aHTpononoru-
YecKUiA TUN KOTopbIX Bonee BCEro CXoAeH C TUMOM Ha-
CEneHns1 KapacCyKCKON KyrbTypbl U MPUHSIBLUMX B Nep-
BOV nomnoBuHe | ThIC. JO H.3. AesTeNnbHOEe yyacTue B
pacoreHese nonynsuuii, OCTaBMBLLUMX PS4 MOTUMbHVKOB
CaKcKoro Tuna.

B CpepHue Beka aHTPOMOMOrMYECKUiA NMOKPOB HOXK-
Hoi Yactu 3anagHo Cubupu U3MEHSIETCA MO CpaBHe-
HUIO C NpeallecTByoWM BpemeHeM. OCHOBHOW €BpO-
NeouaHbIA KOMMNOHEHT PaCcoBOI CTPYKTYPbl CapraTcKoro
HaceneHns He WMeeT NPsIMbIX aHanornii B COCTaBe
CpeAHEeBEKOBbIX MOMYMALMIA.

B TaexHorn nonoce 3anagHon Cubupu B CpepHue
BeKa 3THOreHeTnyeckas CUTyauus coxpaHsaeT ctabunb-
HOCTb. KpaHmonormyeckuin Tun 4YepenoB W3 KymnancKux
norpebeHnii, a Takke aHanormyHble emMmy KOMMOHEHTLI B
CcoCTaBe HOBOYEKWMHCKOW CEpUM U BCEX CapraTCKuX Bbi-
OOpOK, paBHO Kak U POACTBEHHbIA UM HU3KOMULIBIA MOH-
ronovaHbIi KOMMOHEHT B COCTaBE KPOTOBCKOW Cepun Mo-
runbHrka Conka 2 n cepum n3 mormnbHuka Enoska 2
3Moxu BPOH3bI, @ Takke KOMMOHEHT aHTPOMOMOrMYeCcKon
CTPYKTYPbl HEONUTUYECKUX FPYnn COBCTBEHHO 3anagHo-
cMbrpckoro Tuna, BO MHOMOM aHanornyHbl mMopdoTuny
CpPELHEBEKOBLIX MOMYNSAUMA HOXHO-TaexHoro [MpunpThbl-
WbsA (ycTb-mumMmMcKas KynbTypa) n Hapbimckoro MNMprobbs
(npeBHue cenbkynbl). Bugumo, nogobHas cutyaums uve-
na MecTo M B ceBepHoW Yactu 3anapgHoi Cubupw, HO
OTCYTCTBME CPELHEBEKOBbLIX KPaHMOMOMMYEckux MaTe-
pvanoB, LOCTOBEPHO CBSI3aHHbIX C COBPEMEHHbLIMU 3T-
HOCaMu, MO3BONSAET roBOpUTb 00 3TOM Ha OCHOBaHUM
KOCBEHHbIX AaHHbIX, OTpaKaloLMX pacoBble 0COOEHHO-
CTU yXXe COBPEMEHHbIX 06CKO-YropCKUX HapoaoB.

B 6nun3koe kK CoBpEMEHHOCTN BPEMSI HA TEPPUTOPU
3anapgHoi Cubupmn cdukcnpyetcs 6onbLuoe pasHoobpa-
3Me aHTPOMOSIOrMYeckMx TUMNoB. B HekoTopbIx cryvasix
NposIBNsieTCS 3THOreHeTUYeckasi CBA3b COBPEMEHHbIX
3THOCOB C EBPOMNEOUAHBIM HACENEHNEM PaHHETO Xere-
3a. bonee nnu meHee 3Ha4yMmas ponb MoOXeT ObITb OT-
BefEeHa emy nulb B reHesuce duanyeckoro obnuka
OoTAENbHbIX rpynn ToGono-npThiwckux Tatap. MoxHo
roBOpUTb TaKkKe O HEKOTOPOM Yy4acTuu CcapraTcKux
rpynn B pacoreHese 3anafHbIX MaHCK, NOTOMY YTO aHa-
N3 aHTPOMOMOrMYECKOro CocTaBa 3anagHbiX MaHCK
NMo3BOMUN BbIAENWUTL B VX COCTaBE Psif, KOMNOHEHTOB, B
NPOUCXOXAEHUN OLHOTO W3 KOTOPbIX OnpeaeneHHas
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pornb MoOXeT OblTb OTBEAEHa HaCeneHuo capraTckow
obLHOCTM, a 4epes3 Hero 1 nreMeHaMm aHOpPOHOBCKOM
(dbepopoBckon) KynbTypbl anoxu 6poH3bl [11]. Mpume-
YyaTenbHO, YTO OpHaMeHTanbHOE WCKYCCTBO WMEHHO
3anagHblX MaHCW BMNWTanNo 3HAYUTENbHbIA KOMMOHEHT,
CBSI3aHHbIV C HOXHBIMW UpPaHCKUMK Tpaauuusamm [12], o
BIVSIHAN Ha KyNbTYpY MaHCU KOXHbIX MPAHCKUX 3NEMEH-
TOB CBUAETENLCTBYIOT U AaHHble apxeonorun [13]. Ho B
uenom Habniogaetcs 3HauduTenbHoe ocrnabneHue, Ha
rpaHyM NOYTU MNOSTHOTO pa3pbiBa, PACOreHeTNYECKNX CBS-
3ei Mexay niemMeHaMmu capraTcKOW KynbTypHOW O6LL-
HOCTM M COBpeMeHHbIMK nonynsumamu 3anagHon Cu-
OuMpy, XOTS MO >KEHCKMM MaTtepvanam AaHHbI BbiBOZ,
OOMXEeH BbIrMSAAeTb MEHee KaTeropuyHeiM. JaHHas nu-
HWS reHesnca, Takum obpasom, He okasana 3amMeTHOro
BMUSHNA Ha POPMUPOBAHWE AHTPOMONOrM4eckoro ob-
nKa COBPEMEHHbIX 3THOCOB.

B toxxHo-TaexxHon nonoce 3anagHon Cubupu aTHore-
HeTM4eckasi CBS3b MeXay PasnUyHbIMU XPOHOMOrMYECKN-
MW Cpe3amMun aHTPOMONOrMYeCcKoro MoKpoBa MPOCeXvBa-
eTCcs [OBOMbHO 0T4eTNMBO. HabntogaeTcs cywecTBeHHoe
aHTPOMOSIOTNYECKOE CXOACTBO MEXAY CEpUe YepenoB 13
MorunbHuka KameHHbli MbiC 1 Yepenamn MOHrOmNouaHO-
ro Tuna ¢ 3yprMopgHbLIM CTPOEHNEM FULEBOrO CKeneTa.
MepBasi BbiGOpKa OTpaXkaeT pacoBble OCOOEHHOCTU Ha-
CeneHns, OCTaBMBLLErO NaMSATHWKN KyrawnCKon apxeoro-
TMYECKOW KyrnbTypbl, BTOPas, XOTSH U AUCNEPCHO, HO, CKO-
pee Bcero, Takke HeceT nHdopmaumo 06 aHTpononorum
nogen 3Tol KynbTypHON obHocTy. Mopdhonorndeckuia
0b6nvk obenx BbIOOPOK paHHEro >eresa npakTUYecKu
aHanornyeH mopdpotuny nonynsaumn Hapeimckoro [Mpu-
06bs anoxm CpedHEBEKOBbS U COBPEMEHHbLIX HaPbIMCKUX
cenbkynos. [Monynauum Kynawmckon KynbTypbl, Criefosa-
TErnbHO, C NOMHbIM OCHOBAHWEM MOTYT pacCcMaTpyBaTbCs
B KayecTBe OCHOBHOW pacOBOW COCTaBMAKOLEN reHesu-
ca cenbkyrnoB. OgHako 1 B 6onee paHHWIA nepuog, k-
CMPYIOTCA  HOCUTENM KOMIJIEKCA aHTPOMONOrMYECcKNX
YepT, XapaKTepHbIX AN NOMNyNAUMA Kynanckon obLyHO-
cTn. Peyb naeT o pacoBoM KOMMOHEHTE, BbISBISEMOM B
COCTaBe HaceneHust 4YepHOO3EpPCKO-TOMCKOro BapuaHTa
aHOPOHOBCKOW KynbTYpPHON OBLLHOCTW, KPOTOBCKOM MOMy-
NALMU N HEONUTUYECKMX 3anagHocubupcknx rpynn [14].

MoHronovngHbl pacoBbIi KOMMMEKS, obnagaroLmia
Oonee OONMUXOKPaHHOM hOpPMOI MO3rOBON KOPOOKHW, Bbl-
JOEeneHHbI B MaTepuanax paHHero xenesa, Takke uveet
aHanorm cpeau 3anagHocubupckoro HaceneHusi. Hau-
OornbLUee CX0ACTBO OH OGHapyXMBaeT ¢ 0OCKO-YyropCKUMM
nonynauusimu. Te yropckue BbIGOPKM, B COCTaBE KOTOPbIX
durKempyeTca NpUMecb CaMOAUACKMX 3MIEMEHTOB, MOpP-
OoMnornyeckn oT Hero OTAANATCA, HO Ga3oBbI MOPdO-
TUM UX aHTPOMOSIOTMYECKON CTPYKTYpbl U OCOBEHHOCTM
OONMNXOKPAHHOrO BapuaHTa NpUHUMNuansHo eanHbl [15].

CoBpemeHHoe HaceneHue 3anagHon Cubupm xa-
pakTepusyeTcs pSAOM aHTPOMONOrMYecKnX OCOBEHHO-
CTeil, B paCOBOM OTHOLUEHUN He SBMSAETCH OAHOPOA-
HbIM, UMEET CIOXHbIi aHTPOMOMOrMYECKMA cocTas, a
TeppuTOopuanbHas M3MEHYMBOCTb PacoBbIX OCOBEHHO-
CTeil HEKOTOPbIX COBPEMEHHbIX FPYNMn MHOrAa AOBOSBHO
Benmka. OgHaKko B KaXAoM KOHKPETHOM criyyae paco-
Bble OCOOEHHOCTU MOMyNAUMA CKNafbiBalOTCA B HEKue
MOpdONormyeckme KOMMMEKChl, NpUBA3aHHbIE K Onpe-
OeNeHHbIM TEPPUTOPUSM.

CeBepoanTaiickme 1 HXHOCMOUPCKUE MNonynsuun
FOxHo Cubupwn, Hanpumep, MOpPdOMOrM4eckn 3aHu-
MatoT MPOMEXYTOYHOE MOMOXEHNE MEXAY MOHronova-
HbIM 1 €BPOMEeOVAHbIM pacoBbIM/ CTBOMamMu, B COCTaBe
TEX W APYrNX eBpOMneougHbIA 1 MOHIOMOUAHLIA paco-

Bble KOMMOHEHTbI CXOAHOMO MPOUCXOXAEHUS, pasnuyeH
NVWb X YAEnbHbIA Bec. AnnTenbHbI Npouecc cMeLle-
HUS Mexay NpeacTaBuTeNnsMu 3TUX pac ABUICA AOMU-
HUpYOLWMM hakToOpoM pacoobpa3oBaHns COBPEMEHHO-
ro HaceneHus KOxHon Cunbupu. MeTuCHbIA xapakTep
hopmmpoBaHnsa  roXXHOCMBMpCKo  obLHocTn  y6eau-
TENbHO MOATBEPXAaeTCs WCCNefoBaHNEM ManeoaH-
Tpornonorm4yecknx matepuanos [16-25].

B oTnuumne ot Antaa n Xakacum Ha TeppuTopumn 3a-
nagHo Cnbupu cyLlecTsoBanu B APEBHOCTU U CyLLECT-
BYIOT B COBPEMEHHOE BpEMS MOMynALuM, B aHTPOMNOory-
YECKOM TUMe KOTOpbIX PUKCUPYETCS psa 0COBEHHOCTEN,
KOTOpble OMPEAENSAIOTCS HE CTONMBKO MPUCYTCTBUEM Y HUX
B TOW WNN UHOW MPOMOPLMA NMPUMECU MOHTONMOMAHBIX 1
(Mrn) eBponeonaHbIX YePT, CKOMbKO HarnMynem B UX CO-
CTaBe cneumduyecknx Co4eTaHuin pacoBbIX NPU3HAKoB, B
KOTOpbIX HapyLleHa HopMaribHasi MCTopuYeckas koppe-
NAUMS, YTO MOXET ykasblBaTb Ha COXpaHEeHWEe CrefoB
HeanddepeHUmMpoBaHHOCTA. B ntore nmeHHoO aTMm on-
pepenseTtca cBoeobpasne OpeBHEro M COBPEMEHHOrO
HaceneHus 3anagHon Crnbupu.

Hapopgbl 3anagHoit Cubupu m Ypana, pacnoro-
XEHHbIX MexXay apeanamy obuTaHUs eBpONeoUAHbIX U
MOHTOMOVAHBIX HapOAOB, CMSrYeHWe HEKOTOPbIX MOH-
rONOVAHbBIX YEPT Yy HACENEHUs] 3TOTO PErvoHa C Heus-
OEXHOCTBbIO MPMBOAWMMAM UCCREeAoBaTeENnen K BbiBOOY O
METMCHOM XapakTepe ux opmmupoBaHus. [pyras Touka
3peHus Ha MexaHu3m copmupoBaHua Hapopos 3anag-
Holi Cnbupwn 1 Ypana 6bina BbickasaHa B.B. ByHakom,
COrnacHoO KoTopon OHO oOpa3oBarnock He B pe3ynbTaTe
CMELLeHNs, a B pesyrnbTaTe CoOXpaHeHUs ApeBHEro npo-
TOMOPMHOro TMNa, NNLb YaCTUYHO CXOAHOMO C MOHIOMo-
naHbeIM [26-29], nonyyvBLUas CONMUAHYIO MOALEPXKKY B
pesynbTaTte WCCNEAOBaHUA [OUCKPETHO BapbMPYHOLLMX
NPU3HAKOB Ha Yepenax ypanossblyHbIx Haponos [30—32].

Cpean 3anagHoCcMOMpCKUX rpynn BblOENsieTcs He-
CKOINbKO HaAnonynsUMOHHbIX OOLLHOCTEN, MPUBSA3aHHBLIX
K onpegeneHHblM TeppuTopusM. 3OTo Tiopku Tobono-
UpTbiwbss 1 bBapabbl, TiopkM WU cenbkynbl Tomcko-
HapbiMmckoro Mprobbsi, pasnuyna Mexay HUMW HesHa-
YuTENbHbI U 0BYCNOBMEHbI Pa3NNYHbIM YAENbHbIM Be-
COM HOXKHOCUBMPCKOro KOMMOHEeHTa (monynauum obb-
MPTBILLCKOrO aHTPOMOMIOrM4ecKoro Tmna).

B coctaBe yropckux nonynsiuumia, apean KOoTopbIX OX-
BaTbiBaeT oOLWMpHble parnoHbl CpegHero u  HwkHero
Mprobbsa, obHapyxeHo HeanddepeHUMpPOoBaHHbIX ane-
MeHTOB Bonee BCero, OTCYTCTBYET NPUMECH FHOXXHOCUOUp-
CKMX 1 CeBepoasnTanckux SNIEMEHTOB, XOTA B HEKOTOPbIX
rpynnax huKCUpyeTcs NpuCyTCTBUE CaMOAMIACKOrO KOM-
noHeHTa. Bbicokas M3MeHYMBOCTbL 0BCKO-Yropckux momny-
NAUWA oTpaxkaeT B BonbLUei CTeneHn TepputTopuansHoe,
HEeXenn 3THWYECKOE W  aHTPOMOIOrM4eckoe €eAUHCTBO
yrpoB, 00BLEAVHSIOLLYIO POfb B @HTPOMOIOMMW BbIMOMHS-
eT Kommnnekc HeanddepeHUMPOBaHHbIX 3MEMEHTOB (Mo-
NynsUMN ypanbCKOro aHTPOMOONMYECKoro T1na).

Cpeaun HaceneHuns 3anagHon Cubupw, Takum 06-
pa3oM, pacnpocTpaHeHbl ABa OCHOBHbIX aHTPOMOMoru-
YeCKMX TUMa, KaxAabld M3 KOTOPbIX XapakTepuyeTcs
OOCTaToO4YHO YeTKMM cBoeobpasmem mopdoTuna u co
CBOVMMMW apearnamu. YpanbCKuiA Tun npeacTaBneH y
XaHTOB U MaHCW, apean pacnpoCcTpaHeHWs OXBaTbiBaeT
TaeXHyH 1 NecoTyHAPOBYIO 30HbI, T.€. CEBEPHYIO YacTb
3anagHon Cubupn. OBOb-MPTHILICKWAIA aHTpononoruye-
CKVUIA TN NPeAcTaBrieH Y HapbIMCKUX CENbKYNOB U Top-
koB 3anapgHo-Cubupckoii paBHWHbI, apean pacnpo-
CTPaHEHNS — HXXHO-TaexXHas M NecoCTenHas 30Hbl, T.e.
cpenHsasa u xxHas Yacty 3anagHon Cubupw.
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3anagHocnBUpPCKMin BTOPUYHLI ovar pacooGpasoBaHns U ero nocregyrolas anddepeHumaums

PacoBas cneuudurka n BHyTpeHHee CXOACTBO MO-
Nynsunici ypanbCckoro U oOb-UPTLILLCKOrO TUMOB, 00Y-
CNOBrEHHblIE OJHUM pacoobpasyowym dakTopoM Ha
e[VHOWN TeppuTopun, BonbLLIOE CXOACTBO NPOTEKABLUMX
3[€Cb 3THOrEHETUYECKMX NPOLIECCOB B MPUMEPHO OAU-
HaKOBbIX MPUPOAHO-KNMMaTUYECKUX YCIOBUSIX CBUAE-
TEnNbCTBYIOT O CyLLECTBOBaBLUEM HEKOrAa UX €AUHCTBE.
Moatomy oHM oObeduMHEeHbl 1 BblAeNeHbl B CaMOCTOS-
TenbHyt 3anagHocubupckyto pacy [33, 34], koTopas
yTpatuna CBsi3b C OCHOBHbIMW PacOoBbIMU CTBOSIaMM
O4YeHb [aBHO, eLye Ao Toro nepuoaa, korga chopmMmpo-
Banu1Cb SIPKO BbIPaXXEHHbIE EBPONEOUAHbBIE Y MOHIOMO-
naHble 0COBEHHOCTU, 1 NpeacTaBnsieT cobon APEBHIO
npoToa3naTcKyo hopmaumio.

3anagHocubupckmin ovar pacoobpasoBaHnst MOXET
paccmaTpuBaTbCAd B MEpPapXU4ecKoM nraHe Kak BTO-
PWYHBIA, KOTOPbLIN Hapsdy C a3naTCKMM KOHTUHEHTarb-
HbIM 1 a3naTCKMM NpUOPEXHBIM BXOAWUT B COCTaB BOC-
TOYHOrO NEPBUYHOro oyara (pUCyHok). Bo BTOpMYHOM
3anagHocMbupckom o4vare pacoobpasoBaHus Bblgens-
eTCsl [Ba JO0YEPHUX TPETUYHBLIX — CEBEPHbIN 3anagHo-
cMbupckuii (yropckas NMHWA reHesuca) U HoXHbIA 3a-
nagHocnobvpckuin - (CaMmoguinckas JMHUS  reHesuca).
OTHocKTENBHOE BpemMs opMMpOBaHWSA 3amnagHOCU-
OMpCKOro BTOPUYHOro o4yara MOXeT OblTb OTHECEHO K
nepuoay, Korga elle CyLlecTBOBan reHeTU4Yecknii MocT
mMexay MoHronougamu Asum u CeBepHoit AMepukn, C
ME30-HEONIUTUYECKOTO BPEMEHN MOXHO FOBOPUTL O
anddepeHuraumn ero Ha TpeTudHble odarn. Ckopee
BCEro, NMMEHHO B 3TO BPEMS Ha4YMHaeTCs AUBEpreHums
ypanossblyHoro Hacernewus 3anagHo Cubupm Ha
YrOPCKYI0 U CaMOAUIACKyto BeTBU. [pumeyaTensHo, 4To
nocrnegHve naneoreHeTUYeckme MCCrnefoBaHnsa B 3Ha-
YUTENbHOW CTEMEHU KOPPENMPYIOT C NpunaraeMoin cxe-
MOW aHTpononornyeckon AuvddepeHumaumm gpeBHero
1 COBPEMEHHOrO HaceneHns EBpasun.
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BAPUABEJIbHOCTb X-CLEMJIEHHbIX STR-MAPKEPOB B MOMynAUUAX EBPA3UU

K.B. BaraiiueBa"?, B.H. XapbkoB" 2, K.B. Yepnunckas?®, U.}0. Xutpuxckas', B.A. Ctenanos"?

"Hum meouyuHckol eeHemuku CO PAMH, a. Tomck
2 HayuoHanbHbit uccnedosamenbekuti Tomekuil eocydapcmeeHHsbIl yHusepcumem, e. Tomck

X-Xpomocoma MMeeT paf NPEUMyLLECTB B PELLEHN
3agjay nonynsuUMOHHON reHeTukn. Bo mMHOrmx oTHoLue-
HMAX OHa CxOfAHa C ayTocomMamu, ofHako ssnsetca 6o-
nee ctabunbHOW, MO KpalHel Mepe y nnaueHTapHbIX
MITEKONUTAIOLLMX, MNOCKOMbKY PEKOMOUHUPYET TOMbKO Yy
XeHckmx ocoben. 3a cyeT ocobeHHOCTel Hacneposa-
HMs X-Xpomocoma SBMSETCH YAOOHLIM WHCTPYMEHTOM
AN NoNyNALUMOHHO-TEHETUYECKOr0 aHanm3a, MOCKOIbKY
rEMU3NTOTHOCTb MYXHMH MO 3TOW XPOMOCOME NO3BONSET
nerko nsyuuTb rannoTunbl. Benepgctaue Huskom adpgek-
TUBHOWN YMCINEHHOCTUN 3Ta XpomocomMa B BonbLuei crene-
HY noABepXXeHa achbdekTam reHeTU4eckoro apenda, 4to
npuBoAMT K Gonee BbICOKAM MOKasaTensiM MeXnonyns-
LIMOHHOTO 1 MEXrpynnoBoro pasHoobpasus [1].

[Momumo npermyLLecTs B NONYNALMOHHON reHeTuKe
AaHHble Mo Mapkepam X-XPOMOCOMbl MOME3Hbl U ANs
uenen KpuMmmHanuctukn. X-STR-mapkepbl 0COGEHHO
HeoOXoAVMbI B CIIOXHOM TECTMPOBaHUM POACTBA, Koraa
AN aHanmMsa AOCTYMHbl TOMbKO AarnbHUe POACTBEHHUKM.
Tawke Mapkepbl X-XPOMOCOMbI CMOCOOHbI pa3peLunTb
Bonpoc 06 oTuoBcTBe, korga OHK npegnonaraemoro ot-
La He gocTynHa [2] unm e ecnu Bonpoc o6 OTLOBCTBE
cTont mexay 6nmskummn pogcTeeHHukamu [3]. B cnyya-
AX ONpeAeneHns PoacTBa Mexay OTLOM M A0YeEpPbHo,
6abyLLKON NO OTLY M BHYYKON Mapkepbl X-XpOMOCOMbI
MHdOPMaTBHEE ayTOCOMHbIX B 2 1 4 pa3a COOTBETCT-
BeHHo. KnioyeBbiMm momeHToM B OHK-maeHTudunkaumm

ABMAIOTCA BEPOATHOCTHbIE pacyeTbl COBMaAeHUs reHo-
TWMOB, OCHOBaHHbIE Ha pedepeHTHbIX YacToTax anne-
nen B MONynAuuMW, M3 KOTOPOW MPOWCXOAMT mccrepye-
mbii  [HK-npocduns. To4vHOCTb OUEHKM pesynbTaTa
3aBUCUT OT BbIOpaHHOW pedepeHTHON rpynnbl, Henpa-
BUMbHO nopobpaHHas pedepeHTHas nonynaAumsa CHu-
XKaeT QUCKPUMUHMPYIOLLYIO CMOCOBHOCTb TECT-CUCTEMBI.
HaceneHune Poccum ypesBblYaiHO STHUYECKN U FreHeTu-
YeCKU reTeporeHHo, 4to TpebyeT co3paHnsa 6a3 JaHHbIX
no pedepeHTHbIM YacToTam cneuvansHoO Ans Hacene-
Hus Poccum [4-7]. Kpome Toro, Gonee WMHTEHCUBHbINA
Apeiid reHoB y MaroYUCrEHHbIX U U30NMPOBaHHbIX
nonynsumin Cmbupu nNpuMBOAUT K CHUXKEHUIO reTeEpO3u-
FOTHOCTM, YTO TaKkKe BNUSET Ha WMAEHTUDUKALMOHHBINA
noteHuuan tect-cuctem [8, 9]. [Ana cnctem mapkepos
ansa OHK-ngeHtTudmkaumm BnNnoTb OO HEeAABHEro Bpe-
MEHM OTCYTCTBOBaNM CUCTEMAaTUYECKMe 3HaHWsA O 4vac-
TOTax annenew B nonynaumax Poccun, koTopble MOXHO
ObIno Gkl MCNoNb30BaTh B kKAYECTBE pedepeHTHbIX. [ns
cTaHgapTa aytocomHbix STR, aHanorudHoro CODIS,
npumeHsiemoro B Poccun, 3Ta npobnema Hayana yc-
NeLwHo paspellaTbcs, B TOM YiCNe U HawMMy npeabl-
aywmummn pabotamu, ANS MapKkepoB X-XPOMOCOMbI OHa
YypesBblyalriHo akTyansHa [10].

B HacTosien paboTe Gbin NpoBeaeH aHanms3 reHe-
Tnyeckoro pasHoobpasus 10 nonynsuun EBpasum no
STR-mapkepam X-XpOMOCOMbI C LIENbH OLIEHKN WAEH-
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TUPUKALMOHHOIO MnoTeHuuana TeCcT-CUCTEMbI, OCHO-
BaHHoM Ha 10 X-STR-mapkepax, 1 onpeneneHus yac-
TOT annenemn aTMx MapkepoB B NOMynsLMSX.

Martepuan u metoabl

MaTtepuanamu nccnegosaHusa nocnyxunm obpas-
ubl OHK Myx4uH, He cocToawmx B poacTtee, 6e3 me-
TMcaumm B Tpex MOKOMeHusx, npuHagnexawmx k 10
nonynsunoHHbIM Bblibopkam EBpasun obLiei yncnex-
HocTbto 604 uyenoseka (Tabn. 1). MccneposaHHble
nonynsuMy SBMASOTCA NPeacTaBUTENAMU Tpex paco-
BbIX TUMOB HacCeneHus: eBponeonaHOro, MOHIronoua-
HOro 1 ypanbCKoro.

Ky rameTudyeckas ¢asa obpasuyos AHK myxunH nssect-
Ha, 4acTOTbl rannoTUNOB TaKXe MONy4YeHbl Hanpsmyo,
6e3 npumMeHeHVs [OOMONHUTENbHbLIX CTaTUCTUYECKUX
anroputmoB. [ns onpefeneHvs CBS3U CpedHen OXu-
JaeMoli reTepo3uroTHOCTU C reorpadnyeckummn noka-
3aTensMM paccuMTbiBanu Ko3ULMEHT KOppensiLmm
CnuvpmeHa. AHanm3 MEeTOAOM FMaBHbIX KOMMOHEHT Mpo-
Boawursca B nporpamme Statistica 6.0. [Ins oueHkn ngen-
TUMKALMOHHOIO MOTEHUMAna CUCTEMbI, OCHOBaHHOM
Ha Mapkepax X-XpOMOCOMbI, Oblnin onpeaeneHbl CTaH-
AapTHble MOMNyNSALUMOHHO-CTAaTUCTUYECKNE MOoKa3aTenw,
XapakTepusyloLwme WNAeHTUPMKALUMOHHBIA NoTeHuman
C/CTEMbI MapkepoB. TV MokasaTenu BKIOYaT BEpPO-
ATHOCTb YCT@HOBIEHWS PasnuyunMii Mexgy ABYMS He-

Ta6“‘f”a ! poACTBEHHbIMK uHAMBKUZAamn (power of discrimination
XapaktepucTuka MCCNE0BAHHLIX NONYNALMIA (PD)), nckntovatoLias cnocobHocTh (power of exclusion
O6Grem Pacoseiit (PE)), BEpOSITHOCTb CrlyYaiiHOro COBMAAEHWS TEHOTU-
OTtHoc |[Monynsuus Jlokanusaums ’ . o
YIAHAA | BiGopkm 4 N noe (matching probability (MP)) [13].
Pycckne Tomck 68 Tomckasi 06- | EBponeo-
nactb WAHbIN Ta6n ”14 a 2
TyBUHUbI Kbi3bin 127 Pecnybnuka MoHrono- CTpykTypa NOBTOPOB M HOMEHKNaTypa anneneu
ToiBa NaHbIA Jlokyc CTykTypa noeTopa Annenb
BypsATtel | AruHckoe 43 YnTuHckas o6- MOHronvo- DXS8378 PF-N18-(CTAT)n-N20-PR
nacte MARE PF-N18-(CTAT)10-N20-PR 10
Kypymkar-| 25 | Pecnybmuka | Mowrono- GATA 172D05 PF-N5-(TAGA)n-N39-PR
CKUA p-H BYPATHA bl PF-N5-(TAGA)10 -N39-PR 10
AnTaiiubl | Bewnens- 80 Pecny6bnuka | MoHromno- -N5-( )10 -N39-
T™p AnTaii WAHbIiA DXS7132 PF-(CTTA)n-N38-PR
Kynaga 46 Pecnybnuka MoHrono- PF-(CTTA)11-N38-PR 11
AnTan NAOHBIN DXS9898 PF-N15-(TATC)2-(ATC)-(TATC)n-
XaHThbI PycckuH- 46 XMAO Ypanbckui N58-PR
ckue PF-N15-(TATC)2-(ATC)-(TATC)10- | 10
Kasbim 50 XMAO Ypanbckui N58-PR
Cnbup- Tomck 40 Tomckas 06- | Ypanbckui, DXS7423 PF-N52-(TCCA)n-N47-PR
ckue Ta- nacte MOHror0- PF-N52-(TCCA)10-N47-PR 10
Tapel VAHBIR DXS8377 PF-N31-(AGA)N-(GGA-AGA)m-
Xakacbl | ACKU3cKuin 79 Pecnybnuka | Ypanbckui (AGA)2-GGA-(AGA)B-N25
p-H Xakacus PF-N31-(AGA)19-(GGA-AGA)5- 38
(AGA)2-GGA-(AGA)B-N25

[na nonynsaunmoHHO-reHETUYECKOro aHanm3a Obinm DXST07 PF-NB0(CTT)n-(ATT)m-N14-PR
oTobpaHbl Mapkepbl, Hanbonee LWMPOKO WUCCNenoBaH-

Hble B MWPOBbLIX MNOMYNALUMAX, BXOAALME B COCTaB PF-N80-(CTT)6-(ATT)S-N14-PR 15
mynbTunnekca: DXS8378, GATA172D05, DXS7132, DXS6809 PF-N47-(CTAT)n-(ATCT)3-N9-
DXS9898, DXS7423, DXS8377, DXS101, DXS6809, (TATC)3'(ATS1T)15;,';1 O-(ATCT)m-
DXS6789, HPRTB [11]. '

TotanbHas OHK 6Gbina BbigeneHa mMeTogom cheHorn- TF;\FngfTTcATT?pﬁgCXPc;?% 30
XMOPOhOPMHON SKCTPaKLMM U3 BEHO3HOW kpoBu. eHoTu- ( )3+ N 121--PR { )11-
NMPOBaHME OCYLLECTBMSANOCL C MOMOLUbI OTAENbHOMN PXS6789 PF-NT30-(GATA)-(CATA)NZ3PR
nonumepasHon uenHon peakumm (MNLP) no kaxagomy no- ' i} i} il
KyCy C MOCTEAYIOLMM MYNbTUMIEKCHBIM PpParMeHTHBLIM PF-N130-(GATA)7-(CATA)7-N23-PR| 14
aHanu3oM MeTOAOM KanunmsapHOro renb-anektpodopesa HPRTB PF-N107-(TCTA)n-N76-PR
Ha reHeTnyeckom aHanusatope (AbiPrism3130xl, PF-N107-(TCTA)14-N76-PR 14

AbiPrism3730xl). NMonvmepasHas LenHas peakums npo-
Bogunace B 20 mkn [LP-cmecn, B coctaB KoTopow
Bxogunun 1-1,5 vr OHK, 10x MLP-6ycdep, 2,5 mmonb
MgCl,, 0,2 mmonb kaxxgoro dNTP, 0,75 egmHuupl Taq
OHK-nonnmepasel n 0,01-0,02 o.e. kaxgoro nparmepa.
OnpegenexHve 4ncna MOBTOPOB OblO MPOM3BELEHO
METOAOM CEKBEHMPOBAHUS Ha rEHETUYECKOM aHanmsa-
Tope AbiPrism3130xl. CTpykTypa NOBTOPOB onucaHa B
Tabn. 2.

OnpepeneHne 4acToT annenei n oxuaaemMon re-
TEPO3UrOTHOCTU MPOBEAEHO CTaHAApPTHbIMKU GuocTaTu-
ctuyeckumm  metopgamu. OueHka HepaBHOBECUS MO
cuenneHuto (LD), aHann3 reHeTM4eckoro pasHoobpasus
n guddepeHuymaummn (AMOVA) ocyllecTBnanucs ¢ no-
MoLLbto naketa nporpamm Arlequin 2000 [12]. Mockonb-

Pe3yn bTaTbl U chququue

AHanus pacnpegeneHvus vactoT annenen STR-
MapKepoB Mokasan, 4To B OCHOBHOM B MOMNyNSALMSAX
pPa3HON 3THMYECKOW MPUHALMNEXHOCTU MogarnbHble an-
nenv coBnaparT, OAHAKO eCTb JTOKYChl, B KOTOPbIX pac-
npegeneHne 4actoT OTNNYaeTCs y €BPONeonaoB Y MOH-
rornovaos. VoeHTUYHbIX rannoTunoB cpeav WHAUBWUAOB,
npvHagnexawyx K 14 nonynsumoHHbIM rpynnam, Hange-
HO He 6bino. CpeaHuii ypoBEHb OXWAAEMOW reTeposu-
rotHoctn (He) cocrasun 0,73. U3 10 X-STR-mapkepos
Hanbonbllyld BapuabenbHOCTb MoKasanu  NOKyChbl
DXS8377 (He =0,886284), DXS101 (He =0,813764),
DXS6809 (He = 0,763759), DXS6789 (He = 0,776006),
HavmeHbLyto: DXS7423 (He = 0,613559), DXS8378
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(He = 0,667146). HanbonbLunii ypoBeHb CpeaHen oxu-
[aeMol reTepo3nroTHOCTM Mo AECATU UCCNefOoBaHHbIM
nokycam 3adukcupoBaH y cubupckux TaTtap (He =
=0,780707) n pycckux (He = 0,774175), 4To, BUAMMO,
CBSI3aHO C (POpMUPOBaHWEM 3TUX HapodoB Ha Oase
pasHOpPOAHbLIX MO MPOUCXOXAEHUIO MNPEAKOBbIX rPymnn
HaceneHus. Bbicokue nokasaTenu reHeTuyeckoro pas-
HoOBpa3us y aTUX 3THOCOB paHee Obinun BbISBMNEHbLI U
npu MCNonb30BaHMM Y-XPOMOCOMHbIX Mapkepos [14].
MakcumanbHbIi ypOBEHb reTepOo3UroTHOCTU Cpean oc-
TaBwmxcs 8 nonynauni npuHagnexvt Gypstam BUA u
coctaBnseT 0,749868.

3HauMMoN CBSI3N cpegHel 0XXnoaeMon reTepo3unroT-
HOCTM MO BCEN CUCTEME MAapKEPOB C reorpadpnuyeckvmMm
napameTpamn He obHapyxeHo (He/wupota 0,214286,
p = 0,644512; Helponrota — 0,142857, p = 0,759945).

O6wumii ypoBeHb reHeTndeckon AunddepeHumaumm
nyna u3 10 nonynsAuuiA oka3ancst OTHOCUTENbHO HEBbICO-
kum (Fst=0,03186). Hanbonbwumin BkNag B MeXnonyns-
LMOHHOE pa3Hoobpasne BHOCAT nokycbl GATA172D05
(Fst=0,06244; p = 0.00000) n DXS101 (Fst = 0,04529;
p =0,00000), HPRTB (Fst=0,03458; p=0,00000),
DXS7132 (Fst=0,03454; p=0,00000). OctanbHble
rnokasanu 3HadyeHus Fst Hxe cpefHero, U3 HUX MUHW-
MarnbHble 3HayYeHus npuHagnexar nokycam DXS8378
(Fst=0,00725; p=0,12512), DXS8377(Fst=0,00738;
p=0,01173).

[Ons BbIABNEHWSA WHTErpanbHbIX XapaKTePUCTUK,
0o6ycrnoBnuBaLWLMX W3MEHYMBOCTb YacTOT annenen
reHoB B MOMyMAUMSX, UCMONb30BanM METOA [MaBHbIX
KOMMOHEHT (pycyHOK). [Ans aHanu3a Obinv NpuBREYEHbI
AaHHble 0 vactoTax B 15 muposbix nonynaumsax [11,
15-28].

81 [Xanmel HAK] ©
sl mi‘“ Culnpckne TaTapsl o [Fem
| o
44t |
| Fyrcom, Wenanys (MOPTYTaNSUS
al [Anvaig ALK = [Appoamepukaniyi]
i P BUA] % | nanwosuepmanas -~ o~ (o] |
| |Ann!7|ub¢nLE] o 9° Kazaxn Kutas) mosamBu
.2} |Bypami KUR] e T e o
| o ) | KonymBuitgs| -
o) ToveltmmeXan] , /i i
t :Hnunqg! o/
6 | — | AMEpWKaHLE! 33HATCKOTO NPOHCXOKOEHIA
TaneaHbLs

Factor 1: 16,33%

PacnonoxeHune nonynauuim B NpocTpaHCTBe ABYX NepBbIX
rmaBHbIX KOMMOHEHT

[1Be nepBble rmaBHbIE KOMMNOHEHTLI B COBOKYMHOCTM
06BbACHAT 25% BapmnabenbHOCTM annenbHbIX YacToT B
M3y4YeHHbIX Mnonynsauusx. B npoctpaHcTBe OBYX rnas-
HbIX KOMMOHEHT YETKO BblAENATCSA ABa Knactepa: ag-
PUKaHCKUA U MOHronovaHbIi. MoHrononaHbli KknacTtep
pacronoxeH B MNPOCTPaHCTBE OTpuLATENbHbIX 3HaYe-
HWA TMaBHbIX KOMMOHEHT, B HEro BOLUMM criegyrolime
nonynsumun: antanubl, 6ypsiTel, TYBUHLbI, ANOHLbI, Tal-
BaHbLbl, XaHb, Kasaxu, MPOXUBAIOLIME Ha TeppUTOpUn
Kutas, yirypbl, amepukaHLbl a3naTcKoro npomncxoXxae-
HWS, Xakacbl, konymbuiupsl. PacnonoxeHvne B MOHromno-
MOHOM KnacTepe NnonynsuuMm xakacoB, NprHaanexaiiei
K ypanbCKOMy pacoBOMYy TuMy, roBopuT O GonbLuei

MOHTIOSIOMAHON KOMMOHEHTE B AaHHou nonynsayun. Mo-
nagaHve nonynsauum KonymOuiueB B 3TOT Knactep
[OCTaTOYHO ITOrMYHO, MOCKOMbKY 3aceneHue Amepuku
npovicxoauno c¢ Tepputopun Cubupu, npuvyem Hau-
Oonbluee reHeTM4Yeckoe CXOACTBO C COBPEMEHHLIMU
nHaeriuammn FOxHon AMEPUKN OEMOHCTPUPYIOT MOMyns-
LN KOPEHHBIX 3THOCOB HOXXHOW 1 LieHTpaneHo Crnbvpn
[29]. AdpurKaHCKuIA KnacTep pacnonoXeH B CTOPOHE OT
€Bp0oasnaTCknx Nonynsiuuii U COOAEPXUT YeTbIpe nomny-
NSALUMOHHBIE TPyNnbl: adpoamepukaHubl, AHrona, Mo-
3amMbuk, YraHga.

Mpn pacyeTe MAEHTUUKALMOHHOIO MnoTeHuuana
TECT-CMCTEMbl HEOBXOAMMO Y4YnUThbIBaTb CLEMNEHME IO-
KycoB. AHanv3 HepaBHOBECUS MO CLEMNIIEHUIO ANA BCEX
nap nokycos B 10 NonynsiLMOHHBIX rpynnax ¢ NpuMmeHe-
Hnem nonpaskn BoHdeppoHu (p < 0,001) nokasan Ha-
nnmuve cuennenns B 6 nonynauuax: DXS7423 wu
DXS8377 y xakacoB u TyBuHUeB, GATA172D05 wn
DXS8377 y 6ypar (BUA), GATA172D05 w DXS7423,;
DXS8378 n DXS101 y cubupcknx Tatap, DXS6809 n
DXS6789 y 6ypsar (KUR) n antaiiueB (ALK). OgHako
JOBOMbHO OOnNbLIOE pacCTOsHUE Mexay NoKycamu
GATA172D05 — DXS8377, GATA172D05 — DXS7423,
DXS8378 — DXS101 n oTCyTCTBUE CLENNEHUS MEXAY
NPOMEXYTOUYHBbIMM JIOKYCaMU MO3BOMAIOT OTHECTU 3TU
pesynbTaThbl K 3ddekTy BoIGOpKN.

[Ona oueHkn wnaeHTUMKALUMOHHOrO noTeHumnana
TeCT-CUCTEMBI, OCHOBaHHOM Ha 10 X-STR, paccuuTaHbl
crnepyroLime nokasatenu: BEpOATHOCTb AUCKPUMUHALMM
HepoAcCTBeHHbIX uHamengos (PD), nckntovarowas cno-
cobHocTb (PE), BEPOSITHOCTb Cry4ailHOro COBMageHus
reHoTunos (MP).

CpepHsia uckntovaroas cnocobHocte no 10 noky-
cam ana 10 nonynsumn coctaeuna 0,999097. Makcu-
ManbHoe 3HadveHue PE (0,9999) nokasaHo gnsa nonyns-
umn cnbupckux Tatap. CpegHee 3HadYeHWe BEPOSITHOCTU
YCTaHOBIEHNS Pa3NMYNii MEXAY ABYMS HEPOACTBEHHbLIMM
mHavempgamu (PD) coctaBuna 0,9999999997 ans >xeH-
wmH, 0,999998 Anst Myx4uH. 3HayeHue BEpPOSITHOCTU
CrnyYaiHOro COBMaAEHWs TEHOTWUMOB B MOMynsLMnU pyc-
CKMX Yy ABYX CryvaliHO BblOpaHHbIX HEPOACTBEHHBLIX WH-
avenaos (MP) cpeam xeHwuH coctaensiet 0,839 - 1072,
y MyxuunH 0,235 - 107", CpeaHue 3HayeHus MP no 10
nonynsaumam coctasnset 0,326 - 107"° n 0,186 - 107°
COOTBETCTBEHHO.

3aknoyeHue

O4yeBuaHbIE pPa3NUuUs Mexay nonynAuMOHHbLIMA
rpynnaMu CBUAETENLCTBYIOT O HEOOXOAMMOCTU BbIOM-
patb B uenax OHK-naeHTudrkaumm makcmumansHO TOY-
Hyto pedepeHTHyto rpynny. lMaHenbs 10 Mukpocarten-
TNUTHBIX MaPKEPOB X-XPOMOCOMbI, copepKaLlas B cebe
nokycel DXS8378, GATA172D05, DXS7132, DXS9898,
DXS7423, DXS8377, DXS101, DXS6809, DXS6789,
HPRTB, obnagaetT BbICOKUM WAEHTU(MKALMOHHBIM
noteHuuanom. CobpaHHble faHHble O YacToTax anne-
nen B 10 nonynsumsx no3BOMsOT UCMONb30BaTb AaH-
HYI0 naHenb MapkepoB B uenax OHK-ngeHtudumkauunm,
ONS MHAMBMAOB STHUYeCKnx rpynn Espasun.

Paboma noddepxxaHa ¢hedeparibHoU ueneeol npo-
epammoli «MccnedosaHusi u pa3pabomku Mo npuopu-
memHbIM HanpaeneHusiM pal3eumusi Hay4YHO-mexXHOsO-
auyeckoeo kKommnnekca Poccuu Ha 2014-2020 ee.».
KoHKypcHbI ombop 08yxremHux npuKknaoHbIX Hay4YHbIX
uccnedosaHull, Harnpas/eHHbIX Ha co3daHue pooykK-
Yuu u mexHosoautl, No NPUOPUMEMHOMY HarpaseHuo
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«Hayku o »xusHu» e pamkax meponpusmus 1.2 npo-
epammbl. Homep coenaweHusi o npedocmasneHuu cyb-
cuduu 14.BBB.21.0066.
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OTBOP MO AINENAM ARG48HIS TEHA ANKOIroJibAErMAPOreHA3bl ADH1B
B nonynauuax ASmum

A.H. EBclokoB

WHemumym obwel eenemuku um. H.U. Basunosa PAH, e. Mocksa

BapunaHT His B kogoHe 48 reHa ADH1B (npexHee
HasBaHne ADH2) no cpaBHEHUIO C TUMUYHBLIM BapuaH-
Tom 48Arg (aukuiA Tn) BedeT Kk bonee addeKTUBHOMY
MeTabonunamy ataHona. imeHHo noatomy npegnonara-
eTcd, 4To nonumopduam BapuaHtos ADH1B*Arg48His
ABNAETCA OAHOM W3 FEHEeTUYECKMX COCTaBMsALWMX B
npobneme ankoronvama.

B pspe nybnvkauui BbickasbiBanacb 060CHOBaH-
Hasa runoTtesa, 4to annens ADH1B*48His saBnseTcs
NPOTEKTMBHBLIM MNPOTUB arnkoronmama u3-3a obycrnos-

NEeHHOro um ObicTporo paciyenneHus ankorons [1]. XaH
N COaBT. [2], n3y4mB annenbHbIA nonumMopcr3m B Mnomy-
naumsx BocTtodHol A3vy no HEKOTOpPbIM FIOKycam, CBS-
3aHHbIM C META0OMM3MOM arKorons, NPULLINK K 3akroye-
HUto, 4To annenb 48His HaxoauTtcs nubo Haxoguncst B
NPOLLIOM Mo, AaBfeHneM no3mTmueHoro otbopa. Mccne-
OoBaHue [3] moaTBepAuMIio 3TO NPEANOoNoXeHWe Ans
nonynsiLuMn KATanLeB XaHb, KOPENLIEB M AMOHLEB.
YToObl NPOBECTM OLEHKY TUMA W XapaKTepUCTUK
oTbopa no BapunaHtam ADH71B*Arg48His, 6binu nccne-
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OOBaHbl YacTOThbl annenen B YeTblpeX pasnunyHbIX rpymn-
nax nonynaunii Asuun. Mpu 3TOM “cnonb3oBanuchb cra-
TUCTUYECKME MOAENW MOMNYNSLMOHHOW FEeHETUKM, a OcC-
HOBHbIM MHCTPYMEHTOM MWCCMefoBaHusA  MOCMYXMUIOo
cTaunoHapHoe pacnpegeneHune PanTta [4]. XoTs nonHas
CTaLUMOHApPHOCTb U paBHOBECME anmnenbHbIX YacToT
BbIrMAOAT KpalHe COMHWUTENbHO, €CTb OCHOBaHVEe npeg-
nonaraTe KBa3WCTaALUMOHAPHOCTb B UCTOPUM MUKPOSBO-
nounn nonynauuin. B pamkax KBasvcTauMoHapHOW Mofe-
nM  3Tanbl  CTabunbHOCTM  pasgeneHbl  Nepuogamui
V3MEHEHUI, BbI3BaHHbLIMY, Hanpumep, MaclTabHbIMK
MUrPaLMAMA UMM COKPALLEHUAMW YMCMEHHOCTW MOMyns-
UMA M COOTBETCTBYHOLUMMU 3dPeKkTaMmy «roprbilka
OyTbINkn». B Takmx ycrnoBumsX MCNonb3oBaHWe CTaumo-
HapHOro pacnpenenexHns BolrMAaUT 4ONYCTUMO.

MaTtepuan n metoabl

CraumoHapHoe pacnpegeneHue Paiita npumens-
1NoCb B TOM BWAE, KOTOPbLIN OHO UMEET C YYEeTOM AaBre-
HUS oTOOopa, MUrpauuini U CryyamHOro reHeTU4ecKoro
apenda. [ns ydeta gpeiida reHoB wucrnonb3oBaHa
oueHka adhdekTmBHoro pasmepa N =200, koTopas co-
OTBETCTBYET CPEAHEMY pa3Mepy CENbCKOA anemMeHTap-
HOW nonynsuMmn ¢ TPagULUMOHHBIM TUIMOM XO3SMCTBOBa-
HASE N 3KOHOMUMYECKMX OTHoweHu [5]. CkopocTb
MUrpaumii, CooTBETCTBYIOLLas MofobHOW anemeHTap-
HOW Monynsauun, B3ATa U3 CPEAHUX OLIEHOK MO LIEH30-
BbIM AaHHbIM BTOpoM nonosuHbl XX B. B cpegHem oHa
coctasnsiet m = 0,02 [6-8].

BapuwaHTel Arg48His nokyca ADH1B onpepenstoT-
C OAHOHyKNeoTuaHbIM  nonumopdusmom  (SNP)
rs1229984 — tpaH3nuust G—A BefeT k 3ameHe Arg Ha
His. icxogHble aaHHble 06 3ToM nonumopdunsme B3ATbl
n3 obwenoctynHon 6a3sbl gaHHbIx ALFRED [9]. U3 Bce-
ro o6bema AOCTYMHbIX AaHHbIX ObinM 0TOOpaHbl TOMBLKO
T€, KOTOpble OTHOCHATCA K HATMBHOMY (KOPEHHOMY) Ha-
cenexwto. Beibopkn 13 npodunbHbIX MEAULIMHCKNX yY-
peXAeHNn, Kak 1 gpyrme, KoTopble Henb3st 6bino cum-
TaTb cryyanHbiMu, 6bINn NCKMOYeHbl N3 aHanm3a. Bece
oToOpaHHble AaHHble Obinu pasfeneHsl Ha YeTbipe 3T-
Horeorpaduyekme  rpynnbl:  LEHTpanbHo-a3naTckas
rpynna (KMprusbl, MOHrOfbl, NaMUPLbI, TamXWKW, TypK-
MeHbl, y306ekun, gaypbl, yirypbl, antaniusl u 6ypsaTel —
BCero 23 nonynauun); KATawlbl XaHb U3 BOCTOYHOMO ©
toro-soctoyHoro Kutas (19 nonynauuin); nHAoKUTamnckas
rpynna (Jlaoc, BeeTHam, Kambopka, Taunang — 39 no-
nynauuin); AnoHmns n Kopesa (15 nonynsuuin). WUtoro
aHanu3y 6bino nogseprHyTo 96 nonynsumn.

Pe3ynbTaTthl u o6cyxaeHue

HavanbHasi nonbiTka NpoaHanmn3npoBaTb BECb CO-
BOKYMHbIA 06beM AaHHbIX BEAET k cnabo JOCTOBEPHbIM
pesynbTaTamMm: annpokcumauus 3SMMUPUYECKOro pac-
npegeneHusa teopetmnyeckum mmeet x2(n =4)=6,90 c

ypoBHem poctoBepHocTn Cf=0,11. PasgeneHue pax-
HbIX Ha rpynnbl MO MPUHLUMMIY WCTOPUKO-reorpadurye-
ckov 6nmsocTn monynauui gaet Gonee npaspononod-
Hble pe3ynbTatbl. OUEHKM napameTpoB oTOopa Ans
BCEX YeTbIpeX rpynmn npuBefeHsl B Tabn. 1.

B cuny ocobeHHOCTM MeTofa OLEHKM npucrocob-
NEHHOCTEN WX 3HaYeHUs 3aBUCAT OT 3PPEKTUBHOro
pasmepa nonynauuin N. OddekTVBHbIN pasmep AnS
naeanbHON MaHMUKTUYECKOW MONyMsiLMM MOXHO OLie-
HUTb M3 CaMKX AaHHbIX O FTEHETMYECKOM MoNMMopdun3a-
Me. Habnopgaemblii MHAEKC MEXMNONynsALMOHHOro pas-
HooOpasus nmeetT Bua F = c2/(pq), rae p, Q — 4acToThbl
annenen, a 2 — gucnepcus vactot. C gpyron cTopo-
Hbl, TEOPETUYECKN OXMAAEMBIA YPOBEHb MEXMOMyns-
LIMOHHOro pasHoobpasus paseH F=1/(4Nm + 1) [10].
W xoTa aTta mogenb npegnornaraeT CEenekTUBHYK HeN-
TpanbHOCTb, rPpyOylo OueHKY 3ddeKTMBHOroO pasmepa
MOXHO  MOMYyYNTb  NYTEM  pPELUEHUSI  YPaBHEHMS
F =0c2/(pq) = 1/(4Nm + 1). MNpoaHanuanpoBaB OaHHble
0 yYacTtoTax nonumopdusma 48His, Gbinm nonyyeHsbl
3HaveHna N =73, 251, 132, 589 cooTBeTCTBEHHO AN
rpynn nonynsauuin n3 LleHTpanbHo Asun, kutanues
XaHb, WHOOKMTaMLEB, AMNOHUEB U kopenueB. CpepHee
3HayeHue coctaBuno N =261, 4yTo c yyeTom rpybocTtu
NpoBeAEHHbIX OLIEHOK MPUOGNM3nTEnNbHO COOTBETCTBYET
3HayeHuto N = 200, nony4yeHHOMyY 13 Aemorpadrnyecknx
JaHHbIX, W MoaTBepXAaeT 0O00CHOBaHHOCTb Bbibopa
MMEHHO Takoro 3HadeHus N.

KoahdprumeHTbl nNprucnocobneHHOCTM OTAENbHbIX
rEHOTUMNOB BO BCEX YETbIPEX rpynmnax nonynsiumin noka-
3bIBalOT npevmylectBo annens 48His Hap annenem
48Arg. Tem camblM MOATBEPXAAETCH MO3UTWBHBIA OT-
6op no annento 48His, npeanonoxeHne o KOTOPOM
BbICKka3aHo paHee [2].

OTHOCUTENBHBbIE MPUCMOCOONEHHOCTN FTEHOTUMOB B
Buge 1, 1+hs, 1+s, rge nepsbii KOSPDULMEHT COOT-
BETCTBYeT npeakoson dopme 48Arg*48Arg, no3sonsoT
aHanuanpoBaTb reTepO3NroTHbIA M FOMO3UrOTHBIA 3d-
ekt otbopa. SpdekT noauTneHoro otbopa B NONb3y
48His pnsa Bcex yeTblpex rpynn criegyet n3 s> 0 ans
3HayeHun B Tabn. 1.

Bonee nogpobHO TMM M xapakTep oTOopa MOXHO
nonyynTb, AeTanbHO aHanu3npys reTepo3nroTHbIN ad-
ekt h n cpaBHMBasi 3Ha4YeHWUs NMPUCNOCOBNEHHOCTEN
Wij ANs KaX4oW rpynnbl C COOTBETCTBYHOLLMMU NPUCTO-
cobneHHocTamu gns gpyrux rpynn. B LeHTpansHon
Asnn n B VIHOookuTae otpuuaTenbHble 3HadeHusa h un-
JIIOCTPUPYHOT NPEMMYLLECTBO rOMO3UroT. [na KiTanues
XaHb, ANOHLIEB N KOpEWLEB 3Ha4YeHUs h, HanpoTMB, Mo-
TNOXUTENbHbLI. DTO COOTBETCTBYET TOMY, 4YTO W12 npe-
Bocxoaut wil1 mn ewe Gonee npeBocxoant w22 Ans
yKasaHHbIX ABYX rpynn. Takum obpa3om, B 4YeTbIpEX
aTHoreorpaduyeckx rpynnax HabnwogarTcs cyLlecT-
BEHHbIE pasnnynsa B Xapaktepe otbopa.

Ta6bnwuua 1

MapameTpbl npucnocobneHHocTu reHotunoB ADH1B*Arg48His

OTHoreorpaduyecknin KoachdpuumeHT nprucnocobneHHocTH )
knacrte ; ; ; s h % (Cf)
p 48His/48His | 48His/48Arg | 48Arg/48Arg | CpegHee 3HayeHne
LlenTpanbHas Asns 1,024 0,983 1,008 0,999 0,02 -1,57 3,38 (0,34)
Kutaiupl xaHb 0,997 1,008 0,984 1,000 0,01 1,88 1,31 (0,73)
WHpokuTaibl 1,018 0,987 1,007 0,999 0,01 -1,72 0,30 (0,96)
AnoHub! 1 Kopenubl 0,984 1,049 0,878 1,001 0,12 1,61 2,19 (0,53)

MpumeyaHune. s—koadduumeHT otbopa, h — reTepo3nroTHbIn addekT, Cf — ypoBEHb JOCTOBEPHOCTMH X2-
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TeopeTnyeckn MOXHO BbIAENUTb ABa CYLLUECTBEHHO
OTNIMYAOLMXCSA TUNa MNONoXnTensHoro otbopa. OT60pP
B MOMb3y reTepo3vroT, Mpy KOTOPOM CyLUEeCTByeT He-
TpuBMarnbHas TOYKa pPaBHOBECUS 4acTOT, Ha3blBaeTCA
ctabunmaunpyowmm, nnu GanaHcupyrowmM, oTOopOoM.
Ecnn reTeposurotbl meHee npucnocobneHbl 1 oTbop
naeT B Monb3y roMo3uroT, TakoW Tun oTbopa HasbiBa-
eTcs AM3PYNTUBHBIM, Ny pasHoobpasawmm. MNonyyeH-
Hble pe3ynbTaTbl TOBOPSAT O TOM, YTO ANS XaHb U3 BOC-
TOYHOro w” toro-soctodHoro Kwutasd, a Takke Ans
KOpelLeB 1 ANoHUeB 0TOOp UMeET CTabunmanpyroLuia
7N, a gnsa nonynauyui n3 LeHtpansHon Asun n NHpo-
KnTast — AN3PYNTUBHBIA TUM.

BbiGopka nonynaunid SNOHUEB U KOpeWueB xapak-
TEpU3yeTcsl 3KCTPEMANbHO BbICOKMM 3HAYEHMEM KO3(-
durumeHTa otbopa S, YTO MOXET yKasblBaTb Ha CyLLEeCT-
BeHHbI 0TOop. KoHeyHo, Takas OueHKa [orKHa
MHTEPNPEeTMPOBaTbC C 0COBOM OCTOPOXHOCTbLIO, Tak
KaK MOXeT SBNSATbCA CNEeACTBMEM HeBepHOro obbeau-
HEHUS PasnUyHbIX MOMYNAUUA B eAuHbIA dTHOreorpa-
dmyeckuin knacrep.

B pa6ote [3] npuBedeHbl [oBOAbI B NMOMb3y MOMo-
XutenbHoro otéopa B cucteme ADH1B pns pasnuyHbIx
nonynsumn, BKNOYaa KUTaWLUEB XaHb, SANOHLUEB WU KO-
penues. Monynauun LlenTpansHoi Asnm B pabote [3]
He wuccriegosanucb, a Habnwogaemsin nonuMopduam
annenen ADH1B y wHpokviTanueB, MO MHEHUIO aBTO-
poB, BbI3BaH, CKopee, CriyvalHbiM Apendom, 4yem no-
noxuTenbHbIM oTbopom. CTporo rosopsi, addekT cny-
YalHoro Apendpa MOXeT mnokKasaTbCA NPOSBNEHNEM
cTabunuanpytowlero otbopa, ecnu npu aHannse otéopa
3 eKTMBHBIN pa3mep nonynsuun 6uin HegooueHeH. C
OPYror CTOPOHbI, CyYanHbll Apend MOXeT BbIrmageTb
KaK nposiBneHne Au3pynTMeHoro otéopa, ecnu addek-
TUBHbIA pa3mep Obin NepeoleHeH. YTOYHEHNE FreHeTu-
KO-gAemMorpadryecknx AaHHbIX MOrmno 6bl MPOSCHWUTHL
3TOT BOMPOC.

[ononHuTenbHble MHTEPECHbIE pe3ynbTaTbl MOXET
JaTb CpaBHeHue koadhduuneHToB oTbOpa Cpepmn nsy-
YeHHbIX rpynn nonynsiuMin ¢ noTpebneHnem ankorons.
MoTpebneHne ankorons AN pasnuyHbIX HaLMOHaMNbHO-
CTei N 3THNUYECKUX rpynn, No BCEN BUANMOCTU, OCTaeT-
CSl Hen3y4YeHHbIM, OfHAKO CyLeCTBYHOT AaHHble Bce-
MUWPHOW opraHm3auumnm 3gpaBooxpaHeHuss (BO3) o
noTpebneHnn B pasnuyHbIX cTpaHax. B Tabn. 2 npuse-
JAeHbl AaHHble 0 noTpebneHun gns Tex cTpaH, B KOTO-
pbix cocpefoToyeHa Gonbluas 4YacTb MOMynAuMiA 13
YeTblpex NU3y4eHHbIX STHoreorpacmyeckmx rpynm.

[Mpn sTOM 3a oueHKy noTpebreHve ankorons Ans
nonynaumn LlenTpansHo A3um npuHATa B3BELUEHHAdA
cpegHasa BenuymHa notpebnenuns B Kuprusum, MoHro-
nnv, TapxuknctaHe, YsbekuctaHe u TypKMeHWUCTaHe,
npu4yem B KayecTBe BECOB Gpanocb YMcno nonynsuuia
n3 aTux ctpaH. LleHTpanbHo-a3naTckasa rpynna cogep-
XWT ewe 11 nonynsumin, KOTOpble HE OTHOCATCH K ne-
peyncneHHbIM NATU CTpaHaMm, 3To 7 nonynauuin ns Poc-
cum (anTanupl u BypaTel), a Takke 4 nonynsauum u3
Kutas (gaypbl 1 yurypbl). 3tn 11 nonynaumin He yuuTbl-
Banucb npu pacyete notpebnexus ana LleHTpansHown
A3un, 4TO BBIMAAWT BMOSIHE OMPaBAAHHBLIM, TaK Kak
HauMOHarnbHbIe arnkoronbHble Tpaguuum ansa scen Poc-
cum 1 ans Bcero Kntast MoryT cyLecTBeHHbIM 06pa3om
oTnMyaTbCcst OT Tpaguuuin noTpebneHus ankorons B
nepeyncneHHbIX fokanbHbIX NONYNAUNUS C LeHTpanbHO-
asnaTCKMMU KOpHSMU. YpoBeHb noTpebneHusi B Kutae
OyoeT CnyXuTb XOPOLLEN OLEHKOW Ansd noTpebneHus y
KATaWLUEeB XaHb, TaKk Kak MMEHHO OHW COCTaBMSAIT OC-

HOBHYK YacTb HaceneHus Kutasa. B3elweHHas cpepn-
Haa pnsa Jloaca, BbeTHama, Kambomxu n Taunanpa
MCMOmnb30BaHa Kak oueHka noTpebneHus B rpynne vH-
OOKWUTANCKOW rpynnbl, MOCKOMbKY K 3TUM CTpaHam OTHO-
CATCA BCE WHAOKWTAWCKME MOMNyNSLUUW, 3a UCKMOYEHU-
eM nonynsumn xmoHr n3 Kutas. HakoHeu, B3BeLLeHHas
cpegHaa gna Kopeum m AnoHum wmcnonb3oBaHa Ans
OLEeHKM NnoTpebneHns B YeTBEPTOW rpynne nonynauui.

Tabnwuua 2

MoTpe6neHune ankoronsi cpeay B3pocrioro HaceneHusi
(15+) B cpepgHem 3a 2003-2005 rr. (B nuTpax 4YncToro
ankorons) (paHHble u3 goknaga BO3,
http://lwww.who.int/substance_abuse/publications/global_
alcohol_report/en/)

MoTpebnexve
CtpaHa MoTpebnexue ANS knacTepos*

Kuprusnsa 51

MoHronus 3,2

TapxukncTaH 3,4 3,8
Y3bekucraH 3,5

TypkmeHus 4,6

Kutan 59 59
Jlaoc 6,7

BbeTHam 3,8 66
Kambopmxa 4.8 ’
TaunaHg 71

AnoHuna 8,0

lOxHas Kopes 14,8 107

* MNoTpebrneHne Ans KNacTepoB paccYUTaHO Kak CpepHe-
B3BELUEHHOE Ha KONMMYECTBO MOMyIALMNA.

KoHeuHo, conocTaBneHne faHHbIX O NoTpebneHun
M3 Tabn.2 ¢ npucrnocobneHHOCTAMU  FeHOTUMNOB
ADH1B*Arg48His Heob6xoanmo NpoBOAUTb C HEKOTOPOW
OCTOPOXHOCTbIO. YeTblpe paccmaTpuBaemble rpynnbl
MOTYT CYLLECTBEHHO pa3nuyaTbCcs B TPaamumsix n obpa-
3€e XU3HU. Tak, ANOHLbI 1 KOPENLbl MPOXMBAKOT B CTpa-
Hax C OQHUM M3 CaMbiX BbICOKMX YPOBHEN XWU3HW B MO-
CrnepgHNe [EecATUNeTVs, 4YTO MOXET CKa3biBaTbCH Ha
yBenuyeHun notpebneHusa ankorons. Hekotopble 13
nonynsaumn LieHTpanbHon A3um SBRAIOTCA MYyCyrbMaH-
ckumu, rge notpebrieHne ankorons 3anpeLlueHo penwv-
rneir. OcHoBHOW penuruei B MingoknTae saensetcsa bya-
ON3M, a Yy KuaTalueB XaHb npakTukyeTcs Oyanusm,
Taousm u KoHdyumaHcTBo. Bce aTn obcrtosTenbcrtea
o4eBMAHbIM 06pa3om BNUSIOT Ha noTpebneHne ankoro-
na. W Bce xe 3 tabn. 1 n 2 BUOHO, YTO BbICOKUA KO-
achpuumeHT otbopa Ana AMOHUEB U KOPENLUEB MOXET
ObITb CBS3aH B TOM 4YMCME U C BbICOKMM YPOBHEM MO-
TpebneHnss ankorons Ha ¢OHE OcCTanbHbIX 3THOreo-
rpaduyeckux rpynn. Takoe COOTBETCTBME MOSYYEHHbIX
oueHok oTbopa n Habnogaemoro noTpebneHus anko-
ronst  CrAyXuT [OMNONHUTENbHBIM  NOATBEPXKAEHUEM
0B0OCHOBaHHOCTM UCMOMNb30BAHHOrO CTaATUCTMYECKOroO
NOAX0AAa N HafEeXHOCTW MONyYeHHbIX OLEHOK Koaddu-
LIMEHTOB MPUCMOCOBNEHHOCTH.

CpegHss npucnocobneHHocTb B Tabn. 1 oTpaxa-
eT cTeneHb [JaBneHuss otbopa npu HabnogaemMbIx

annenbHbIX YacTtotax p n q, e€e 3HayeHune

W = wy4p? + 2w;,pq + Wppq? AONs BCEX YEThIPEX 3THO-
reorpadyecknx KnacTepoB o4YeHb OnM3KO K eguHuue,
YTO MOXHO WHTEPMNPETUPOBaTb KaK KpalHe He3Hauu-
TenbHoe BnusiHne oTtbopa no cucteme ADH1B B pap-
BMHOBCKOM €ro CMbICME, T.€. B OTHOLUEHUM BIUSHUSA
oTbopa Ha pa3mep nonynsaumm.
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Ha pucyHke nokasaHa annpokcumauus aMnuvpuye-
CKOro pacrnpeferneHns 4acToT TEOPETUYECKMM pacnpe-
Aenenvem. 'padukn NNMIOCTPUPYIOT pasnunyHbie TUMbl
oTbopa B pasHbIX permoHax. AMnUpuyeckoe pacnpeae-
NeHVe Ha 3TOM PUCYHKE COOTBETCTBYET MIOTHOCTU Ha-
6niogaembix YactoT. [TNOTHOCTb TEOpPETUYECKOro cTa-
LUMoHapHoro pacnpegenernus Panta un3obpaxeHa B
NMOSMIHOM COOTBETCTBMM C KO3hPMLMEHTaMM npuUco-
cobneHHocTn wij u3 tabn. 1. Npadukn He TOMbKO Cxe-
MaTUYECKV MOKAa3bIBAOT TWM N XapakTep oTbopa B Kax-
AOW rpynne, HO W OTPaXalT TO, HACKOMbKO XOPOLLO
TeopeTnyeckas KpuBas CTaLMOHApPHOro pacnpeaene-
HWA COOTBETCTBYET TEOPEeTUYECKOMY pacrnpeneneHunto
YacToT. Obe KpuBblE SMMMUPUYECKOrO N TEOPETUHECKOrO
pacnpegenexHuss Ha puc. 1,6,8 MMeT BWUA BOTHYTON
(BbInyknon eeepx) pyHKuMU. MMeHHO Takow BuA nnoT-
HOCTW pacnpeferneHns CooTBETCTBYyeT CTabunuanpyto-
wemy Tuny otbopa. TeopeTndeckne v amnMpuyeckme
KpuBble Ha puc. 1,a,2 UMEIOT BMA, BbIMYKION (BbINYKION
BHM3) YHKUMW, YTO COOTBETCTBYyeT Nnbo AM3pynTuB-
HoMy, MMBO HamnpasneHHOMy Tuny oTbopa.
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OmMnupunyeckoe (CnnowHas nNuHUA) U TeopeTuyeckoe (MyHK-

TUPHaA NUHUK) pacnpegeneHve dactoTel annena 48His B

YyeTblpex aTHoreorpaduyeckux permoHax Asun: a — LieHtpanb-

Haa Asns; 6 — KuTalubl XaHb, 8 — UHOOKUTANLbI, 2 — ANOHLbI
N Kopenupl

C opmanbHOM TOYKM 3PEHUsT 3HAYEHWUS xz B
Tabn. 1 xapakTepnsyrT TOYHOCTb annpoKCUMaLun 3M-
nupuyeckoro pacnpegenenvs. OHM paccuuTaHbl Ans
YeTblpex MHTEPBANOB M M3MEHSIOTCA B LUMPOKOM Aua-
nasoHe ot 0,3 B MHpokutae po 3,4 B LleHTpanbHown
A3un. DTN 3HAYEHUS 3> COOTBETCTBYIOT YPOBHIO OCTO-
BepHoctn Cf=(1—P) ot 0,44 po 0,96. OgHum n3 0b6b-
ACHEHUA HW3KOro YpPOBHA pJoctoBepHocTn Ansa LleH-
TpanbHOM A3nM  MOXEeT ChAyXuTb TO, 4YTO 3Ta
3THoreorpaduyeckas rpynna cocTaBfnieHa W3 nonyns-
LMIA MHOMMX CTpaH AOCTATOYHO OOWWMpPHOro pernmoHa. B
3TOM pErvoHe MOXHO HabnitogaTe MonynAuuM C cambl-
MU PasnUYHbBIMU AOMUHUPYOLMMU PENUTMSMU U Cca-
MbIMU Pa3HbIMW TPAZULMAMMK NOTPeONeHns ankorons.
Knprusel, namupupl, TagXukn, TYPKMEHbI, y30eku, yury-
pbl MPeVMyLLECTBEHHO WCMOBEAYIOT MWCram, KOTOpPbIiA

3anpewlaeTt ynotpebneHve ankorons, B TO BPEMSA Kak
LamaH13M, KOTOpbIA He 3anpeLyaeT ankoronb, JocTa-
TOYHO LUMPOKO PacnpOCTPaHeH Cpean MOHroros, pay-
poB, anTainLleB u BypsT.

[pyras rpynna Cc HEBbICOKUM YPOBHEM [OCTOBEpP-
HOCTM 3Ha4eHns y~ — 3TO SAMOHUbI U Kopelubl. 3aech
MOr ckasaTbcsi HebonbLuo o6bemM Bbibopkn — Bcero 15
nonynsaumin. KoHe4yHo, fAanbHenLlee NOHWXeHe 3Haye-
HUIA Xz C COOTBETCTBYHOLYUM YBEMNYEHNEM TOYHOCTM
OLEHOK KO3(PPULIMEHTOB NPUCNOCOBNEHHOCTU BO3MOX-
HO Takke M B TOM crniyyae, ecnu mbl 6ygem obnagatb
fonee TOYHBIMW TEHETMKO-AeMorpaduyeckumm napa-
MeTpamu, NCMoNb30BaHHbIMK B pacnpegeneHimn PawTa.
HecmoTps Ha TPYAHOCTM OLEHVMBAHUS TEHETUYECKM
ahdekTMBHOro pasmepa nonynsaumm, ACHO, YTO apdek-
TUBHbI/ pa3Mep MMEET 3HauNTENbHYO reorpadunyeckyro
N3MEHYMBOCTb. AHANOMM4YyHO CKOPOCTb MUrpauun B pas-
HbIX permoHax 3aBUCUT OT pasHbiX PaKTOPOB U Takke
He SBMSeTCA MOCTOSAHHOMW B reorpaduU4eckom mnpo-
cTtpaHcTBe. [eTanbHasa nHopmaums o6 aTUX reHeTUKo-
aemorpadmyecknx aktopax MOXET MOBbICUTb TOY-
HOCTb aHanu3a Ans Kaxpoh 13 mccriefoBaHHbIX 3THO-
reorpadMyeckmx rpynn.

WTak, pasnnyHble Tunbl otbopa no reHoTunam an-
koronbaervaporeHassl ADH1B, kak AU3ynTUBHbBIW, TaK U
cTabunuavpyrowmin, HabnogaTcs Ans pasnnyHbIX
cybpervoHoB Asun, HO abCoMTHO BCE NMpoaHanmnampo-
BaHHble PErvoHbl (3THOTEPPUTOPUANbHbIE TPYMMbl MO-
Nynsauunin) ACHO AEMOHCTPUPYIOT NOMNOXUTENBHBIN 0TOOP
B nonb3y BapuaHTa 48His.
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TEPPUTOPUATIBHAA SHOOITAMUA KAPAYAEBLIEB

I'U. EnbunHoBa, A.B. UBaHoB, P.A. 3MH4YEeHKO

Meduko-zeHemuueckul Hay4HbIl ueHmp PAMH, e. Mockesa

OHOOraMHOCTb B MOMNYNSLUN MOXET MPaKTUKOBaTb-
Csl Mo psay nokasaTenen — 3THUYECKOMY, TeppuTopu-
anbHoMmy, KoHdeccmoHanbHomy u np. [1]. OueHka
YPOBHSI TeppuTOpranbHOW SHOOraMHOCTM SBMSeTCH
COCTaBHOW 4acTblo nOOOro MOMHOLEHHOrO MEeAUKO-
nonynsiuMOHHO-TeHEeTUYECKOro obcrneaoBaHna 1 xapak-
Tepu3yeT CTeMneHb M30NMPOBAHHOCTM W, COOTBETCTBEH-
HO, MUrPaLMOHHON aKTMBHOCTW HacCereHus n3y4yaemoro
pervoHa. B3aumocBsa3b YpOBHS 3HAOraMuu U pacnpo-
CTPaHEHHOCTU HAacCNeACTBEHHOW NaToNorMm HEeOoAHO-
KpaTHO obcyxpanack B nutepaType. B monynsuusix c
BbICOKMM YPOBHEM 3HAOraMuu (M3onsTax) pasnmnyHbIMu
aBTOpamMn OTMEYEHO HaKOMMEeHWe pasnuyHbIX Hacneg-
CTBEHHbLIX 3aboneBaHWiA, a KONMUYECTBEHHLIE OLIEHKU
rpys3a HacrnegcTBEHHOW NaTonorMm YpesBblHaiHO BbICO-
kn. Ona nogcyeta uHAEKca SHAOraMUM MCMOMb3YTCA
JaHHble O MecTax POXAEHWs Cynpyroe, nomnyvyaemMble 13
OpayHbix 3anucein otaenos 3AICoB, NOXO3NCTBEHHbIX
KHUT, apXVBOB, LIEPKOBHO-MPUXOACKMX CMUCKOB, aHKET-
HbIX OMPOCOB U T.[. YepPEe3 COCTaBNEHNE MUMPALIMOHHbIX

MaTpuu,.
B HacToswee Bpemsa coTpyaHukamu nabopatopum
reHetTndeckon  anugemuonorun  PreyY  «Mepguko-

reHeTnyeckuii Hay4yHbin ueHTp» PAMH (Mocksa) Hauva-
TO n3ydeHune HaceneHus Kapadaeso-Yepkeccuum, npo-
BOAMMOE B COOTBETCTBUM C paspaboTaHHbIM B nabopa-
TOpWUM MPOTOKOMOM, Wchonb3yowumcs Gonee Tpex
LECATUNETUIA, YTO NO3BONSET CPaBHUBATb NOMyYEHHbIE
ANS pasnuyHbIX Monynsumii oueHkn. MNpoTokon BKO-
yaeT B cebs obcnegoBaHue G0MbHBIX C NMOAO3PEHNEM
Ha HaCneACTBEHHYK NaTONOrMI0 Bble3dHOW Opurapoi
Bpavei-cneymanncTos, Bepnudukaumo guarHosa more-
KyNSpHO-reHeTUYECKMMU MeTodamMu, npoBedeHue cer-
perauvoHHOro aHanusa Ans NoATBEPXXAEHWA Tuna Ha-
cneposaHns  (ayTOCOMHO-AOMWHaHTHoro  (A) wm
ayTocomHo-peueccusHoro (AP)) n onpegeneHus Bepo-
ATHOCTW PErMCTpauun 1 SONN CMOPaAUYECKMX CryYaes
B BblbopKke, cbop NONYNSALMOHHO-TEHETNYECKON WH-
dopmaumm Ha ocHoBe [HK-mapkepoB n napameTpos,
NomnyyYeHHbIX 13 HEBMOMOrMYECKNX UCTOYHUKOB UHGOP-
Mauum (cnmcku nsbnpatenei, OpadHble 3annucu u gemo-
rpadmyeckne aHKkeTbl, COBpaHHbIE MyTEM Onpoca >KeH-
LLMH NOCTPENPOAYKTMBHOrO Bo3pacTa). TpaauLMOHHO B
HaLUMX MCCrneaoBaHnsax BblbypatoTcs palioHbl ¢ Npeob-
nagjaHvem TUTYrNbHONW Hauuu. PaHee ob6cnepoBaHbl
Koctpomckas, Kuposckas, BpsHckas, ApxaHrenbckas,
PocTtoBckas, Teepckas obnactu, KpacHogapckuii kpai,
pecny6nukn Ageires, Mapuii On, Yysawmsa, Yamyptus,
BawkopTtocTaH 1 TaTtapcTtaH. Pe3ynbTaThl cpaBHUTENb-
HOro aHanusa rpysa HacneacTBEHHOW MaTonorum Ans
BCEX M3YYEHHbIX NoMynauui onybnukoBaHsi [2].
KapaydaeBLpbl — THOpKOsi3blYHbIA Hapon Ha Cesep-
Hom KaBkase, kopeHHoe HaceneHve Kapavaeso-
Uepkeccun, Hacensiiollee B OCHOBHOM €€ TOpHble ”
npearopHble panoHbl No gonumHam pek KybaHu, Tebep-
abl, Mopkymka, Manku, OxeryTtel, Bonbworo n Manoro
3enenyyka, bonbwon Nabel n nx nputokam. OHW OTHO-
CATCA K KaBKAaCMOHCKOMY aHTPOMOMIOrM4eCcKOMy Tumy
DarnkaHo-kaBKa3CcKoro BapuaHTa €BpOneoVAHOW pachbl.
FoBOpPSIT Ha kapayYaeBo-0ankapcKoM S3bIKe KbIMYaKCKOM
rpynnbel TIOpKckon cembun [3]. B 1828 r. kapavaesckui

Hapop npucsran Ha BepHocTb Poccuu, npusHasasi Tem
cambIM cebs nogaaHHbIMKU pycckoro Laps [4]. 2 Hosbps
1943 r. cocTosnack genoprauus Kapadaesues, Mo UTo-
ram koTopon B KasaxctaH n Kuprusuo 6bmnm genoptu-
poBaHbl 69 267 kapadaesues. 16 nona 1956 r. npaso-
Bble OrpaHNYEHUst BbINN CHATbI C YEYEHLIEB, VHTYLLEN 1
KapadaeBuUeB (Bce — 6e3 npaBa BO3BpaLlEHWS Ha poau-
Hy). B 1957-1958 rr. Gbinn BOCCTaAHOBMEHbI HaUWO-
HanbHble aBTOHOMUW KanMbIKOB, Y€YEHLEB, WHIyLLENR,
KapayaeBUeB W Gankapues; 3TUM Hapodam Obino pas-
peLLUeHO BEPHYTbCA Ha CBOW WUCTOpPUYECKME TeppuTo-
pun. BosBpalyeHne penpeccrpoBaHHbIX HapogoB OCY-
LeCcTBNANoCb He 6e3 CNOXHOCTEN, KOTOpbIe U TOTAa, U
BMOCNEACTBUM MPUBENUN K HaLMOHAMNbHbIM KOHNUKTaM
(Tak, B [po3HeHCKoM 0bnacT Havyanucb CTONIKHOBEHUS
MexXay BO3BpaLLaBLLMMUCS YeYeHLaMn 1 3aceneHHbIMU
32 BPEMS MX M3THAHWSA PYCCKMMMU; UHrywamu — B Mpuro-
pOAHOM paiioHe, 3acefleHHOM OoceTMHaMu W nepenaH-
Hom CeBepo-OceTtuHckonn ACCP) [3]. KapayaeBupl cTa-
panMcb BEPHYTbCS B CBOW POAHbLIE MOCENEHWS U MpU
BO3MOXHOCTWU Ja)e BbIKYyNUTb CBOWM AOMa, YTO MO3BO-
NAEeT HaJeAaTbCsl Ha COXpPaHeHVe TPaaWuUMOHHOW mnomny-
NSALMOHHON CTPYKTYpbl KapavaeBLEB, HO B TO e BPeMs
BHOCUT OMNpefAeNeHHble KOPPEKTMBbI B MOACHET MHAEKCA
3aHAoraMmmu.

KapayaeBLbl KOMMNaKTHO MPOXMBAKT B BOCTOYHOM
yYacTtu Kapavyaeso-Yepkeccun (puc. 1) — Kapayaesckom,
Manokapadaesckom, [MpukybaHckom u YcTb-[xery-
TUHCKOM paioHax [5]. B ocTanbHbIX panoHax pecny6-
TNIVKN YUCINEHHOCTb KapavaeBLEB He MPEBbLILIAET TPETU
HaceneHus, a B Xabesckom painoHe He gocturaet 1%.
B T1abn.1 npuBoAWNTCA XapakTepucTMka W3yYeHHbIX
parioHoB. O6Las 4YMCMEHHOCTb HacCerneHus YeTbipex
paiioHoB cocTaBnsieT 192 Tbic. yenosek. HaceneHue
Manokapayaesckoro u [lpukybaHckoro paioHoB —
cenbckoe, panueHTpoB Kapavaesckoro u Yctb-[xery-
TUHCKOro pamnoHa — Kapavaescka u YcTb-[xerytbl —
ropofckoe.

MaTepranom Ans nUccrefoBaHWst  MOCIYXKUMN
OpayHble 3anucy Ang 3TuX YeTbipex parnoHos Kapayae-
Bo-Yepkeccum 3a 1990-2000 rr. I3 aHanu3a Tpaguuu-
OHHO VWCKIOYanMcb Gpakn, B KOTOPbIX XEHLUMHA cTap-
we 45 net, n Opaku XuTenem Apyrnx pervoHoB. B
aHanu3 sownun 11 280 BpayHbIX 3anvcel, U3 KOTopbIX
7 435 — Bpaku kapavaeBLEB, B TOM yncne 6 577 — mo-
HO3THUYECKME, MO KOTOPbIM M MPOBOAWUIIOCH BblYMCHE-
Hue nHaekca aHgoramum (M) B AaHHoM paboTe.

L.L. Cavalli-Sforza, W.F. Bodmer [6] onpeaenstoT
WHOEKC 3HAOraMUM Kak AOM MYXeh U XeH, poauB-
LUMXCSA B AaHHOW nonynsuuu. B To e Bpems 3Hauu-
TeNbHOE YUCIO KapadaeBUEeB, BCTYNUBLUMX B Opak B
yKa3aHHbIl BpEMeHHOW nepuop, pogunuck B Kasax-
ctaHe n Kuprusuu scneactsue genoprauuu, n dop-
MarnbHbIA YY4eT UX Kak MArPaHTOB NPUBELET K PE3KOMY
CMELLEHUI0 OLEHOK 3HAOraMHOCTW B CTOPOHY 3aHu-
XeHus. [lo3ToMy Mbl OUEHWNM WHAEKC 3SHAOoramum
ABaxabl — cHavyana dopmarnbHO, a NOTOM MCKITYMB
penaTtpuaHToB. B ganbHelwem npu npoBefeHUn pas-
TNINYHOTO pofa CpaBHEHMUI, BO3MOXHO, YAACTCS BbIAC-
HUTb, KakoW U3 3Tux cnocoboB nogcyeTa okasancs
6onee KOPPEKTHbLIM.
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MpuKyGaHcKWiA
panoH

YeTb-[KeryTns-
___—CKWIA paiioH

Manokapa4a-
€BCKWIA paoH

Kapau4aeBCKuii paioH

Puc. 1. PacnonoxeHne nsyyeHHbix panoHoB KapayaeBo-
Yepkeccun [3]

Ta6nuua 1
XapaKTepucTuka u3y4yeHHbIX paioHOB
Pai YucneHHocTb Hacene-| [lons kapavaes-
anoH HWS, ThIC. YENOBEK ues, %

KapauaeBckuii 70,0 79,5
ManokapavaeBckuii 43,3 87,5
YcTb-[bKeryTuHckuia 50,6 69,3
MpukybaHckuii 29,3 75,7

B Tabn. 2 npeacraBneHbl 3HaYeHUsA MHAEKCA SHOO-
ramMmvu Ans YeTbipex paoHOB, NMOACYUTAHHbIE MO MOHO-
3THUYECKMM KapadaeBckum Opakam. B uucnutene —
3HayeHue U3 ans paiioHa, B 3HameHaTene — Ans pec-
ny6nukn. Jaxe nocrne nckndeHus penatpuaHtos N3
ana pa|7|0Ha Henb3d Ha3BaTb BbICOKMM, OAHAKO YpO-
XeHuamu pecnybnuku senstoTca 86—98% cynpykeckmx
nap. AHanoruyHas KapTvHa Habnganace npu m3yde-
HWUM aBTOXTOHHOIO HaCeneHns u apyrux pecnyornuk.

Tabnuua 2
WUHpekc aHgoramum ans YeTbipex paunoHoOB
PaiioH N3 (dopmansHo) | 12 w:j%ir)'am”'
KapauaeBckuit 0,45/0,78 0,56/0,98
ManokapayaeBckuii 0,53/0,73 0,63/0,86
YcTb-[KeryTuHckuia 0,41/0,83 0,47/0,95
Mpuky6aHckun 0,29/0,81 0,34/0,95

MpumeyaHune. NepBoe 3Ha4yeHne — ANs paioHa, BTO-
poe — ans pecnyonuku.

Ecnun paccmoTpeTts otgensHo U3 ans ropoackoro
HaceneHus (KapadaeBcka n YcTb-[keryTbl), TO BbIsiB-
NSeTcs KapTuHa, aHanorumyHas Habnopgaemon paHee
npu n3yyeHnn Opyrux pernoHos. B Tabn. 3 npeactas-
NeHbl TpU 3HaveHns MO: nepBbIi OTHOCKTCS K rOpoAy,
BTOPOW K paloHy, TpeTuin — k pecnybnuke. O B camom
ropofe KpanHe HU30K, 3HaYUTENbHOE YNCMO ropoACcKoro
HaceneHnsa ABNAETCH ypoXeHLUamMn «CBOEro» panoHa, a
JOns CYMNpYy>Xeckux nap u3 pecnybnvkm npubnuxaeTcs K
eauHnLe.

Ta6bnwuua 3
WUHpekc aHpgoramum ansi AByX ropoaos

N3 (6es penatpu-
aHTOoB)
0,14/0,48/0,97
0,08/0,45/0,94

Paiion N3 (dbopmarnbHo)

0,10/0,35/0,70
0,07/0,38/0,80

Kapauaesck
Yerb-[Ixeryta

MpumeyaHune. NepBoe 3HayeHne — ans ropoga, BTO-
poe — Ansi panioHa, TpeTbe — AN pecnyonvku.

Takum obpasom, KapayaeBo-Yepkeccus ons kapa-
YaeBLEB SIBMSETCS NONynsuMei BbICLLEro nepapxude-
CKOro YpPOBHS (Kak ANns ropoACKoro, Tak U Ans CerbCcKo-
ro HaceneHus), a pasmMep SMeMEeHTapHOW nonynauun
oxBaTbIiBaeT rpynny pPanoHOB, B KOTOPbIX MPOXUBAOT
KapadaeBupl.

Paboma sbinonHeHa 8 paMKkax nnaHo8bIx uccrnedo-
saHull nabopamopuu zeHemuyveckol anudemuonoauu
@rey «MrHU» PAMH npu ¢buHaHcosol noddepx ke
POOU (12-04-00122, 14-04-00525, 14-04-10075).
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OTPAXEHUE ACCUMUNALMOHHBLIX MPOLIECCOB B CTPYKTYPE NONYNALUA
KOPEHHOI'O HACEJIEHUA PECIMNYBIIUKU XAKACUA

M.B. ﬂaBpﬂLI.IVIHa1, M.B. anﬂHOBa1, O.A. Eanarchxaﬂz, T.A. Tonquo1,
B.l. D,py>KMHM|-|1, E.B. BanaHoBckas®

s ! Kemeposckull eocydapcmeeHHbIl yHusepcumem, 2. Kemeposo
M/-gcmumym obuyeli ceHemuku um. H.U. Basunosa PAH, 2. Mocksa
Meduko-eeHemuueckull Hay4YHbIl yueHmp PAMH, e. Mockea

CoBpeMeHHOEe KOpeHHoe HaceneHue Pecnybnuku
Xakacusa (PX) npeactaBneHo 4eTbipbMs rpynnamu xa-
KacoB: KadumHuamu, kombanamu, Kbi3binbLamu U caram-
uamu. Mo mHeHuto B.A. BytaHaeBa, Takoe peneHve
COBPEMEHHbIX XakacoB BO3HMKIO B Hadane XVIIB. u
©a3upoBanocb Ha Ha3BaHUSIX KPYMHbIX XaKacCKUx Ceo-
KOB: Xaac, xonban, xbi3bin, caraw [1, 2]. B.M. KpuBoHo-

ro [3] ykasblBaeT, YTO HavarbHble 3Tanbl CrOXEHWA
AaHHbIX TPynn yXOA4AT CBOUMW KOPHAMW B MNeEpUo,
npeaLecTBYIOWMA MOABNEHNIO pycCkux Ha EHucee.
Mpn aToM KaymMHCKasa rpynna cknagbiBanacb U3 CEOKOB,
bI3bIP, MIOPIOT, COXbl, Xacxa, Kbiprbi3 1 APYrnX, AOMUHN-
poBana B MOMTUYECKOM, S3KOHOMUYECKOM OTHOLLIEHWN U
ABMNANacb LEHTPOM KOHCOMMAALMOHHBIX MPOLECCOB Xa-
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kacoB B XVII-XIX BB. Kbi3binbubl chopmmpoBanicb Ha
0ase THOPKOA3bLIMHOTO HaceneHus benoro, YepHoro Uo-
coB 1 Yyneiva npumepHo B XIX B. CrnoxeHne korbanos
LLMO Ha OCHOBE KOHCONMUAauMM TIOPKOA3bIYHBIX NIIEMEH U
acCYMUNALMN MU CAaMOGMUIACKOTO U KETOA3bIYHOTO Hace-
neHusi npaBobepexbss EHnces. Koibanbl v3HayanbHO
dopMMpoBanucb NOA BUSHUEM KauvMHUEB, OAHAKO C
1858 r., nocne BKMOYEHUS TeppuTopum konbanos B CO-
ctae Caraiickon gymbl, YCUNMNOCh MX cOnukeHne ¢ ca-
ranuamu, KOTOpble pacLUMpsAnM CBOK TEPPUTOPMIO 3a
CYeT acCYMUNAUMU HaCEenNeHus, XWMBYLLEro no IeBbiM
nputokam pekn AbakaHa. B XX B. 3THOHMM «caranubly»
pacnpocTtpaHuncs Ha 6enbTbipoB. MNMoTomky GrprocuHLEB
N LWOpLEB Takke Obinn BOBMeYeHb! B Npouecc hopMmpo-
BaHus caravickoin rpynnbl [3]. B HacTosiLee Bpems xaka-
CaM CBOWCTBEHHa 3HauuTenbHas KOHCONuaaums BXOAs-
WX B MX COCTaB ManblX HapogHocTen u obias
TEHAEHUWS K yTpaTe STHUYECKNX CaMOHa3BaHWUN — KauuH-
Libl, KbI3bInbLbl, Konbanbl, caranLbl.

Pecnybnuka Xakacusi cerogHsi — 3TO PErnoH Co
CMNOXHbIM MHOTOHaLMOHaNbHLIM COCTaBOM HacemneHus,
4YTO crnepyeT paccMaTpuBaTh Kak pesynbTaT NepexuTon
B MPOLUIOM CEPUN MUTPALMOHHBIX BOJSIH, B 3HAYUTEMb-
HOW CTEMNeHW CMEeLUaBLUMX KOPEHHbIE HapoAbl C Maccom
NPWLLIOro, pa3Hoobpa3HOro No 3THUYECKOMY COCTaBY, HO
B OCHOBHOM CIaBSHCKOro HaceneHus. B GonbLumMHCTBE
cry4aeB 3TO cMelleHne BbINo HacTonbKo rryboKkMM, YTO
NPUHANO, MO CyTW, POpMy accumunsaumm, T.e. mpouecca
NnocrnefoBaTensHOrO  PacTBOPEHUSI STHUYECKOTO MEHb-
LUMHCTBA B Cpefe LOMVHMPYHOLLEro MONU3THUYECKOro
coobulectBa. IMEHHO B TakOM KOHTEKCTE CEroaHsi pac-
CMaTpuBalOTCA BOMPOCbI O BO3MOXHOW AanbHenLein
cyabbe KopeHHbIX HapogoB Crnbupn Ha ypoBHE Hay4HOro
N 3THOMOMUTMYECKOrO ANCKypCa, BECbMa OCTPOro B yCro-
BMSAX pUCKa yTpaTbl KOPEHHbIMU HapoAaMWn HE TOrbKO
CBOEW KyNbTypHON CaMOOLITHOCTM, HO U OCHOB 3THUYe-
CKOW 1 FreHETUYECKON MOEHTUYHOCTM.

[ns Ka4yecTBEHHOWN OLEHKN peanbHbIX MacliTtaboB
M nocneacTeMi acCUMUMSLMOHHBIX MNPOLIECCOB, BHE
BCSIKOrO COMHEHUS, HEOOXOAMMO Hay4YHOE OCMbICIEHME
MX OCHOBHbIX MEXaHU3MOB N OCOBEHHOCTEN pPa3BUTUS.
VMIMEHHO 3TMM BbI3BaH WMHTEPEC aBTOPOB HACTOSLUEN
paboThbl K MCCNEAOBaHNIO MPOSBMEHUA STHNUYECKOW ac-
CYMUNALMUN KOPeHHbIX HapopoB Pecnybnukn Xakacus B
MX MOMNYNsILUOHHO-TEHETUYECKON, BpayHOl CTPYKType n
B AWHamuke doHpa damunuii. [pn 3TOM B KOHTEKCTE
COBPEMEHHOr0 reHeTMKO-AeMorpadyeckoro passmTus,
C Hallel TOYKM 3peHusi, Hambornee BaXHa ITHMYECKas
NCTOPUS YKa3aHHbIX 3THOCOB C Hayana 20-ro croneTtus
M MO HacTosLee BpeMsi, TaK Kak OaHHbIA Nepuoa, SBns-
€TCA BpeMeHeM Haubornee WHTEHCMBHOIO XO3SINCTBEH-
Horo ocsoeHus Crnbupm 1 CBA3aHHOIO C 3TUM MacCOBO-
ro 3aceneHus ee TEPPUTOPUN.

Martepuan u metoabl

Matepuan ons nccnefoBaHUs NPOLIECCOB acCcuMu-
NSALUN XaKacoB W OTPaXXEHMUS 3TUX MPOLECCOB B MOMy-
NALUMOHHO-TEHETUYECKON CTPYKTYpEe ManbiX HapoaoB
Xakacum 6bin cobpaH B KOMMEKCHBIX 3KCMEeAMUMsiX
2006-2012 rr. kadpenpbl reHeTukn KemepoBckoro rocy-
OApCTBEHHOro yHuBepcuTeTa 1 nabopaTtopum nonyns-
LIMOHHOW reHeTukn 4yenoseka Mepnko-reHeTMYecKoro
HayyHoro ueHTpa PAMH (r. Mockea). TepputopransHo,
obcrnenoBaHNEM OXBayeHO HaceneHne ACKU3CKOoro,
Belickoro, OpaxoHuknasesckoro, TawTbinckoro u LLun-
pUHCKOro panoHoB PX, B KOTOpbIX pacrnornoXeHbl oc-
HOBHbIE 3THNYECKME apearbl xakacos (Tabn. 1).

Tabnwuua 1
WccnenoBaHHbIe cenbckue noceneHus B rpaHuLiax
3THUYECKUX apearioB KOPEHHbIX HAPOAHOCTEN
Pecny6nuku Xakacus

Hapog-
HoCTH Cenbckue nocenenus (CI1)
KaunHubl  |HoBomapbsicoBckoe, CapanuHckoe CI OpaxoHu-

Kna3eBcKoro p-Ha
Kbisbinbubl | CnnpuHckoe, EdpemkmHckoe CI LLUnpuHckoro p-Ha

Konbanbl |Kynbbiwesckoe CI1 Belickoro p-Ha

Caranubl  |Ackusckoe, Bepx-Ackunackoe CIT Ackusckoro p-Ha
TawTbinckoe, Matypckoe CIT TawTbinckoro p-Ha

WcTtovHnkamn uvHopmaumm ans  uccnenoBaHus
MOCMYXXUINW 3an1Mcu NOXO3ANCTBEHHBIX KHUT 3a TpW Bpe-
MeHHbIX nHTepBana (1940-e, 1970-e, 2000-e rr.), ykna-
abiBarowymxcs B rpaHuusl ¢ 1940 no 2010 r. n npega-
CTaBNALLMX TPU HEMNEpPEeCeKaoLmMXCs MOKONEHMUS.
CymmapHo Obina ckonvpoBaHa MHdopmaumsa o 29 202
Xakacax M uYneHax Mx cemen. AHanu3 3anucen noxo-
3AWCTBEHHBIX KHUT MO3BONWM COCTaBUTb CMUCKN dhamu-
JNMA  KOPEHHbIX HapopoB Xakacum (1374 camunum
cymmapHo). [aHHble o pacnpocTpaHeHun damununia
aHanusnposanu MeTogomM u3oHuMun [x.®. Kpoy w
A. Manxa [4] ¢ ncnonb3oBaHVeEM NOAXOA0B, U3MOXEH-
Hblx B pabote I.U. EnbunHosoii 1 H.B. KpmeeHuoson
[5]. Bbinn paccyuTaHbl nokasatenb CriydaHOW W30HU-
MUK I, NHOEKC MUrpauunin v 1 nokasartenb pasHoobpa-
3ng damunun a. Ha ocHoee uucna obwmx camunun
paccunTbiBany koadpuumneHT nHbpmagmHra Ri metogom
N30HMMUM [B].

CTtpykTypa OpakoB Oblna uccnegoBaHa Ha OCHOBE
AaHHbIx akToB 3AICa o 3akntoyeHnn bpaka. Beero Gbl-
no npoaHanuauposaHo 3 345 6pakoB, 3aKMOYEHHbIX
npy y4yacTum XxakacoB. M3ayyanu AMHaMuKy 4acToTbl
OfHOHAUMOHAnbHbIX N CMeLlaHHbIX OpakoB. Xapaktep
CMELLEHNSI OLUEHMBaNM Yepes 4acToTy MEXITHUYECKNX
OpakoB. Bbligensnu gea tuna cmewenns: tun 1 — 6paku
XaKaCCKUX HapOAHOCTEN C MpULLNbIM HacerneHuem u
TMN 2 — Gpakn Mexay NpeacTaBuMTENSIMU PasHbIX KO-
PEHHBIX KXHOCMOMPCKUX 3THOCOB. [N oueHku AuHa-
MUKM CTPYKTYpbl OpakoB npumeHsinu T-kputepuin CTblo-
AeHTa ans BblbopoyHoi gonu [7].

[MonynsaumMoHHO-reHeTM4ecKas CTPYKTypa KauvHLEB,
KOMGanoB, Kbi3bIMbLEB M carailleB n3yyanacb no 4aHHbIM
reHeTU4YeCcKUX MapkepoB U doHga damunmii. AyTocom-
Hole [HK-mapkepbl: CCR2 Val64lle (SNP-nonumop-
dusm); CCR5 del32 (MHCcepuUMOHHO-AENEeLMOHHbIA Monn-
Mopduam); ACE1, TPA25, A25, PV92, ApoA1, B65, F13B
(Alu-nonumopdram) Bbinn reHoTMnupoBaHbl B 349 06-
pasuax OHK, a knaccudeckue reHeTMdeckme MapKepbl
ABO, Rhesus (DCcEe), MN, Kell — y 522 xakacos. Ha
OCHOBE 4acTOT annernen paccuutaH KoapduuUmMeHT mex-
nonynsUMOHHOro pasHoobpasust Gst. eHeTndeckne pac-
CTOAHUS d Mexay monynsaumMsaMy no AaHHeiM doHaa da-
MUnuiA paccunTbiBanu metogom M. Hes [8].

Pe3ynbTaTthl U o6cyxaeHue

KopeHHoe HaceneHue Pecnybnuku Xakacusi BoBne-
YeHO B cCoOUManbHO-9KOHOMUYECKME MNPOLECChl, MpoTe-
Kalolme B HapOAOHaceneHun [AaHHOro pPeruoHa, 4To,
©e3ycnoBHO, OKa3blBaET BIMSIHNE Ha THoZEeMorpaduye-
CKOE pasBuUTUE XakacoB, Npubnmkasi ero k obLuen noruke
pa3suUTUS pervoHarnbHbIX nonynsaumin. C Apyrovi CTOPOHBI,
KOPEHHbIE HAPOAHOCTU HEPEAKO AEMOHCTPUPYIOT 1 CBOU
crneundmyeckne 4epTbl B obnactn gemorpachruyeckon
CTPYKTYpPbl HacerneHns M TEHOEHUMA ero passBuTus, YTO
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MOXET HalTh OTpaXeHWe B OCOOEHHOCTAX reHETUYECKON
CTPYKTYPbI KOPEHHBIX XaKaCCKNX NOMyrsLuvn.

CtpykTypa 6pakoB B Monmynsuuv SBMASETCA OLHOWA
M3 BaXHEWLUMX FeHEeTUKO-AeMorpanyecknx xapakre-
PUCTMK, NPUBIEKAEMbIX ONS aHanvM3a MpUYUH BO3HUK-
HOBEHUS PasnNYunii No YacToTam reHoB Mexay nonyns-
UMAMW MU MeXZY MOKOMNEHWSMW OJHOW K TOM Xe
nonynaumun. Kak yxe ynoMmHanoch, 3THUYECKne apea-
Nbl  KOPEHHOro HacerneHus Xakacum pacronoXeHsbl
B MHOroHaLMOHanbHOM PernoHe, AN KOTOpOro xapak-
TEPHO AOCTAaTOYHO MHTEHCMBHOE COLMarbHO-3KOHOMM-
Yyeckoe passuTve. JTO OkasblBaeT BMUSHUE Ha BCe CTO-
POHbI XW3HW KOPEHHOrO HaceneHusi, CTUMynMpyeT
coumanbHble U 3THUYECKME NMPOLECCHI, yCUNMBAET Me-
XITHUYECKOE CMELLEHVE KOPEHHbIX HapoAoB, a rnae-
HOEe — aKTMBM3WPYET KOHTaKTbl KOPEHHbLIX 3THOCOB C
npeacTaBUTENAMY NPULLMOro HaceneHns [3].

B uenom 3a nccnepoBaHHbIA NEPUOA ANA XakacoB
CBOWCTBEHHO npeobnagaHne JonM OJHOHALMOHAmNbHbIX
OpakoB C TEHOEHUMEN K UX CHKeHMIO (Ha 17,2%) B noko-
neHun 1970-x rr. n HebonbLom pocte (Ha 7%) B 2000-x
(pycyHoK). Pasnunums B YacToTe ogHOHaLUMOHanbHbIX Opa-
KOB MpwW CpaBHEHUM B psiAy MOKOMEHWI oKasanucb cTaTu-
CTUYECKMN 3HaYUMbIMU (T-kputepui, p < 0,05).

77,1%

1970
2000-e
I OfHoHaUMOHanbHBIE S MexaTHUYecKMe
CTpyKTypa 6paKkoB KOPEHHOTO HaceneHus Xakacum

Mpn wnccnegoBaHUM CTPYKTYPbl MEX3THUYECKOTO
CMELLEHUSI KOPEHHbBIX 3THOCOB HEOBXOAUMO YUMTLIBATb
KaKk MUHMMYM OBa Tuna CMeLlaHHbIX Bpakos: Tvn 1 —
Opaku Mexay KOPEHHbIM W MPULLMbIM  HaceneHneM,

KOPEHHbIX 3THOCOB. YTO KacaeTcs MeXaTHUYecknx Gpa-
KOB (TUN 2), TO ux npaktuka B Cnbnpun nveet anutenb-
Hyto nctopmio. Cnbmpckme KopeHHble HapoAbl 1 nocne
3aBepLUeHnss CBOEro (hOpMUPOBAHUS Ha MPOTSKEHUM
BCel nocnegywowen uctopum nmnbo obmMeHnBanuchb
OpayHbIMU  MUrpaHTaMy C COCEAHUMU ITHUHECKMMM
rpynnamu, nubo accummnuposanm ux [9]. MosTomy aToT
Tvn 6pakoB (Tun 2) B GonbLUEn CTENEHN OTpaxaeT 3T-
HUYECKME MPOLIECCHI, KOTOpble B UCTOPUYECKOM NpO-
wnom obycnoenueany 3THOrEHETUYEeCcKoe pasBuUTuE
KOpeHHoro HaceneHus Cubupwn, a celvyac BcreacTeve
pes3Koro yBenMYEHUs MUrPaLMOHHOrO MOTOKa FEHOB —
NPUBOAAT K KOHCONMAaaumm ux reHocoHaoB. bpaku xe ¢
npvwnsiMy  Hapogamu (Tvn 1) oTpaxarT npoueccs
aCCUMUNSALMN  KOPEHHOTO  HACENeHUst HOCUTENSIMU
NPUHUMNNaNbLHO WMHOrO reHodoHaa. VmeHHo Takoe
CMeLLeHne, No Hawemy MHeHuto, TpebyeT ocobeHHo
npucTanbHOrO U3y4eHUs B KOHTEKCTE OLEHKW U MPOrHo-
3a pasBUTKSA N COXPAHEHWS KOPEHHbIX HAPOA0B.

[MpoBeaeHHOe uccrnefoBaHMe OUHAMUKL BpadyHom
CTPYKTYpbl MarbIX XakacCKMX Hapo4OB BbISBUMO Bblpa-
XKEHHYIO Crneuunduky B pacnpoCTPaHEHHOCTU MEXITHU-
Yeckux BpakoB, MX CTPYKTYpE, a TakKe TEMMaX MEXIT-
HMYeCcKoro cmeLleHuns (Tabn. 2).

OTMeTUM, YTO KaumHUbl, kornbanbl N Kbl3blbLbl MO
JaHHbIM MccrnefoBaHus CTPYKTYpbl BpakoB xapakrepu-
3YHOTCS BbICOKUM YPOBHEM MEXITHMYECKUX Opakos, HO,
KaK CBUOETENbCTBYHOT AaHHble Tabn. 2, pa3HOW CTPykK-
Typoii cmelleHuns. Hanbonee rnyboku M MHTEHCUBHBI
NpoLEeCcChbl MEX3THUYECKOTO CMELLEHUS Yy KohbanoB u
Kbi3binbueB. OgHako ecnu y KonbanoB OCHOBHYH OO
MEXITHMYECKNX BpakoB cocTaBnsAT Opaku ¢ Apyrumu
KOpPEeHHbIMM Hapodamu Xakacuu (Tun 2), TO y Kbi3blb-
LeB B HacTosiiee BpeMs 3HauuTenbHyto gonto (55%)
COCTaBnAT Opakn ¢ NpuLnbiM HaceneHuem (tun 1). Y
KauynHUEB elle B nokoneHum 1940-x rr. yactota ofHo-
HaumoHanbHbIX OpakoB Obina OTHOCUTENBHO BbICOKA
(55,14%), Ho B nokoneHun 2000-x rr. oHa yxe He goc-
TuraeT gaxe 10% B obuiei cTpykType Gpakos. Moutu
60% OpakoB y ka4MHLIEB COCTaBNSAT Opaku ¢ MansiMu
Xxakacckumu Hapogamm (tun 2) n 6onee 30% 3aHumaroT
Opaku ¢ NpULLINbIM, B OCHOBHOM PYCCKUM, HaceneHnem
(Tvn 1). BbIsIBNEHHbIE pa3nuynsa B 4acToTe O4HOHALMO-
HamnbHbIX Y MEX3THUYECKMX BpaKkoB y KauMHLEB B pAay
nokonenuni (1940-e, 1970-e, 2000-e rr.) HocAT cTaTu-

TN 2 — Opakn Mexgy npeacTaBUTeEnAMU pPasHbiX CTUYECKM 3HAYUMBbIV XapakTep (T-kputepuin, p < 0,05).
Ta6bnuua 2
ﬂMHaMMKa CTPYKTYpPbI 6paKos B nonynsauusax Mmanbix HapOﬂHOCTeﬁ PecnyGnm(M Xakacus
(no gaHHbIM akToB 3AlCa), % (M +m)
HapomHOCTL loapl OpHoHauWoHarnbHble MexaTHnyeckve Gpaku
poA (nokoneHwne) B6pakun Tun 1 Tun 2
K 1940-e 55,14 + 4,81% 18,69 + 3,77° 26,17 + 4,25°
(;;;ﬂ:;'wek) 1970-e 27,43+3,37"° 37,14  3,65' 3543 1 3,62°
2000-e 7.41+5,04"2 33,33 +9,07 59,56 + 9,46" 2
. 1940-e 27,29 £ 8,30 17,24 + 7,01 55,17 £ 9,23
Koibansl
(128 yenosex) 1970-e 19,04 + 4,28 14,29 + 3,81 66,67 + 5,14
2000-e 13,33+ 8,78 6,67 + 6,44 80,00 £ 10,33
K 1940-e 23,08 + 8,26 38,46 + 9,54 38,46 + 9,54
(7b;3521;::é.<) 1970-e 9,68 + 5,31 3548 + 8,59 54,84 + 8,94
2000-e 10,00 + 6,71 55,00 + 11,12 35,00 + 10,67
Caraius 1940-e 79,84 + 1,60” 14,45 + 1,40%° 5,71+ 0,927
1,3 1 1,3
(2 821 venosex) 1970-e 62,99 + 1,441 ; 25,09 + 1,291 11,92 + 0,972
2000-e 67,48 £ 1,43" 28,02 £ 1,37 4,50 + 0,63

MpumeyaHune. VMlHgekc nokasbiBaeT Hanmyne ctaTUCTUYECKU 3HaunmMblX (T-kputepuid, p < 0,05) oTnnunn mexxay NoKoneHUnaMm

(" = 1940-e; 2 —1970-e; ° — 2000-€ rT.).



SeonoyuoHHas u nornynAayuoHHas eeHemuka 51

Pesynbtathl aHanm3a GpaqHoi CTPYKTYpbl B KOPEH-
HOM HaceneHun PecnyGnuku Xakacvsi NO3BONSHOT Npea-
MONOXWUTb, YTO 3@ TPW MOKONEHNSA BbICOKOTO YPOBHSA Me-
XITHUYECKOTO CMELLEHNS XaKacoB M UX acCUMUMALMM
NPULLMBLIMA Hapo4aMu MOXHO OXWAaTb U3MEHEHUA KX
nonynsiLUMOHHO-TEHETUYECKOW CTPYKTYpbl. [MonynsumoH-
HO-TEHeTUYeCcKNe WCCNefoBaHNs [alT BO3MOXHOCTb
onpefennTb CTPYKTYpy reHodoHpa, ero auddepeH-
LpMaumio, CTeneHb reHeTMYeCcKoro CXOACTBa 3THOCOB.
OpHako reHeTnyeckas CTPyKTypa MOMymnsuuMm  YyTKO
pearvpyeT Ha BO3AENCTBUE BHELLUHUX W BHYTPEHHMWX
hakTopoB, NMpUYEM NPOMU3OLUEALINE WU3MEHEHUS MOTYT
UMETb Kak BPEMEHHbIN, Tak U HeobpaTUMbIA XapakTep.

OCHOBHbBIMW MapkepamMu Npy UccrnefoBaHUN CTPykK-
Typbl NOMNYNAUNIA CRyXaT Kak COOGCTBEHHO reHeTMYeCKne
MapKepbl pasHblX KNaccoB, Tak W KBa3WreHeTuyeckune
Mapkepbl (amunun). B HacTosilem uvccnegoBaHun
ncnonb3oBaHbl oba Tuna MapKkepos.

N3yyeHne coHpa camunuini nossonseT peluatb
LUMPOKWIA KPYr 3agad, B TOM 4uCrie nccrnefoBaTb reHe-
TUKO-AeMorpadmyeckne npouecchbl 1M aHanM3npoBaTb
noppasgeneHHocTb nonynsuui. WccnegosaHue xakac-
CKUX PaMUmunii nokasano, YTo ChnekTp damMununin 3THo-
obpasytoLero 6rnoka okasancs Hanbonee ctabunbHbIM
y konbanoB: Takme hamunum, kak Anaxtaes, YNUnHUH,
KancapruH n Cenerees, C BbICOKO/ 4acTOTOW PervcT-
pVpyOTCS BO BCEX TpeX MokorneHusix kombanos. Cym-
MapHas [ond nATM yacTblx dhamunuii y Konbanos
B TeYeHWe BCEro uccrnegoBaHHoro nepuoga (1940—
2010 rr.) octaetca crtabunbHoi n npesbiwaeT 50%.
Mpwn aTOoM nokasaTtenb pa3Hoobpasns haMunmin ay HUX
camblin Hu3kuiA (11-13%) (Tabn. 3). OTmeTM, YTO 3a
nccrefoBaHHbIN BPEMEHHOW MHTEpBan 41MCcro Hocute-
nen kombanbCkMx OaMununii CoKpaTUNOCb MOYTU B 2
pa3a (MOTOMKM OT CMeLUaHHbIX 6pakoB peako ykasbiBa-
10T Ha CBOK MPUHAANEXHOCTb K konbanam). Mo Bcew
BUAMMOCTW, UMEHHO B 3TOM 3akrovaeTcs oObsiCHeEHME
Toro, kak npu 13%-m ypoBHe OfgHOHaUMOHanbHbIX 6pa-
KOB MSITb YacTbIX KOMGanbCckMx hamunuii npogosrmkarT
coctaBnATb 6onee 50% B konbanbckom oHae damu-
nuin. Habntogaetcsa Takke TpaHchopmauusi aHTpPorno-
HUMUWKOHA — peAakne Konbanbckme dpamunnm 3ameHsoT-
ca  aMUIUAMU  «HYXXUMU»  (PYCCKMMM, Caranckumm,
KauYMHCKMM 1 Ap.), MOSTOMY B LIENTOM YMCIO BbISBIEH-
HbIX (baMWnMIA OCTaeTCst Ha MpexHeMm ypoBHe (45-49
damunuin). Mo MHEHMIO aBTOPOB, BCE 3TO MOXET CBU-
JeTenbCTBOBaTb O 3aBEPLUEHMMN NPOLIECCOB 3THUYECKON
accumunsaummn kobanos.

Y Bcex ocTtanbHbiX HapogoB Pecnybnukn Xakacus
BKIag 4acTtbix hamunuin B o6LLyt0 CTPYKTypy doHaa da-
MWUMWIA 32 U3YYEHHbIA nepuog, cHkaeTcs n B 2000-x rr.
BapbupyeT B npegenax ot 17% y caraviueB o 32% vy
KbI3blNbUEB. Y KayMHUEB W KbI3biNbLEB OTMEYEHO MO
aBe amunun, perucTpupyroLmecs ¢ BbICOKOW YacTo-
TOW B KaXO0M M3 UCCNEeAOBaHHbIX MOKOMNEHUNA. Y KaunH-
ueB 310 hamunun KoHrapoe 1 YanTbiKoB, a y Kbi3biflb-
uee — TanmpgoHoB U  AHrynoB. Ykaxem, 4TO
pacnpoCTpaHEHHOCTb 3TUX Xe ABYX aMwunvi y Kbl-
3binbLeB oTMedvaeT un [.A. AkcsHoBa [10]. [JocTtaTouHo
npumMeYaTenbHbIM OKasarncs CNekTp YacTbix hamunuii y
caraiiueB. Bo Bcex nokoneHusix 6e3 MCKMYeHuss ca-
MbIMV  PacrnpoCTpPaHeHHbIMW Y caraiueB oKa3anucb
damunumn G6enbTbipckux (Acovakos, Caranakos, Yebo-
faes, Yy4yyHoB) 1 BuprocuHcknx (Axnawes, boprosikos,
MowvHarawes, CyHuyrawes, Tonmawes, Tonoes,
YroppkekoB)  pogoB  (kmaccudpukaums  cbamunun
B.A. byraHaesa [11]). AHanu3 CTPyKTypbl Caramckmx
damunuin nokasan, 4to «benbTbipckue» dammnmm Ha
NPOTSPKEHUN BCEr0 UCCNELOBAHHOMO BPEMEHHOMO Mpo-
mexyTka (1940-2010 rr.) coctaBnstoT 22-25%, «6upto-
CUHCKMe» — 58-64%, a Ha ponto cobCTBEHHO «caraii-
cknx» bamunuii npuxogutca nuwb 14-17%. To ecTtb
CMELLAHHbIA aHTPOMOHVMWKOH CaralueB XpaHWUT cregbl
accummnaumm 6enbThipoB U GuptocnHUEB. JTO NOA-
TBEpXKAAeT MHeHue .A. AKCSHOBOW, YTO «haMubHbIN
COCTaB rpynmnbl AOBOMIbHO HaAEXHO M MPOAOIMKUTENBHO
MapKUPYeT MexaHN4YeCcKoe ABUXKEHUE U OpadHble CBS3N
HaceneHusy [10].

[anee Ha ocHoBe U3y4eHUs hamunbHOro cocraBsa
Obiny  MpoaHanM3MpoBaHbl OCOBEHHOCTM  AUHAMUKM
(1940-¢, 1970-¢, 2000-e rr.) psga 3HAYUMbIX C NO3ULMIA
nonynsiuMOHHON FEHETUKM MNoKaslaTenen: uHAekca mwu-
rpauuii v, bamurnbHOro pasHoobpasus a 1 nokasartens
cnyvaHon nsoHummn . CornacHo MHeHwo IA. Enbuu-
HoBoW [5], nokasaTenb CryyvyavHOW U3OHUMUM |, XapakTe-
pu3yeT ypoBeHb WHOpUAuHra Monynsuuin, nokasaTtenb
pa3Hoobpa3sus hamunnii a KOCBEHHO XapaKTepusyeT
reHeTnyeckoe pasHoobpasve nonynsuumM, UHAEKC Mu-
rpauun v oTpaxaeT reHeTu4eckoe pasHoobpasme nony-
NSAUMM Ha OCHOBE MOTOKA FEHOB B NOMYyNSAUMIO U U3 Hee
(tabn. 3).

Ha coBpemeHHOM 3Tane MuHMMarnbHbIE nokasaTenu
MHOpUAMHra No AaHHbIM MoKasaTensi CryvaHon W30HW-
MUK I, BbisiBNEeHbl y Gonee MHOrOYMCNEHHbIX HapO4OB
Xakacuu — caraiueB M KayvHUEB, a MakcumarbHble —
y HebOomMbLUMX MO YACMEHHOCTU KOMOANoB M Kbi3blbLEB.

Tabnuuya 3
HOemorpaduyeckue nokasartenu, xapaktepusytowme CTPyKTypy nonynsumMin xakacos (gaHHble choHaa doamunuin)
Y n [eHeTuKo-Aemorpadmyeckme nokasaTenu
apoAHOCTb okoneHue (rogpl) NiNG R " a
1940-e 1787/111 0,0466 0,0114 20,69
KaunHubl 1970-e 3137/190 0,0247 0,0126 39,99
2000-e 2370/226 0,0204 0,0203 49,03
1940-e 786/49 0,0701 0,0166 13,23
Kowbanbl 1970-e 741/48 0,0832 0,0149 11,21
2000-e 400/45 0,0805 0,0286 11,38
1940-e 354/46 0,0543 0,0423 18,36
KblI3binbLbl 1970-e 334/56 0,0523 0,0544 19,22
2000-e 274162 0,0376 0,0936 28,31
1940-e 4190/271 0,0192 0,0122 51,74
Caraiiubl 1970-e 5122/292 0,0202 0,0095 48,87
2000-e 6649/439 0,0125 0,0119 79,85

Mpumeyanune. N—uucno yenosek; Ny — 4ucno hamunuin.
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OTOT BbIBOA NOATBEPXOAET M Manoe pasHoobpasue
damunuin  y  konbanoe (a=11,38), y KbI3binbLEB
(a=28,31) (2000-e rr.).

Y caraiiLeB OTMEYEHO CaMOe BbICOKOE CPeau unccre-
[OBaHHbIX HapogHocTel Xakacun pasHoobpasue damu-
NV ¢ TeHAeHUMel K HapactaHuio (a = 51,74 B 1940-e rr.
fo a=79,85 B 2000-e rr.). 3TOr0 CrnefoBano oxuaath,
YUYUTBIBAS, YTO aHTPOMOHMMUKOH CaralileB akKymyrupo-
Ban oHa dpamunuii 6enbTbipos 1 GrptocuHueB. B Lenom
conoctaeneHne B psagy nokoneHnn (1940-e, 1970-e,
2000-e rT.) y xakacoB KO3(PPULMEHTOB Cry4amHON M130-
HAMUK [, nokasaTens pasHoobpasus dhamunmin a U H-
JeKca Murpauuii v CBULAETENbCTBYET O CHWKEHUW B KO-
peHHbIX nonynaumax Pecnybnuku  Xakacusi  ypoBHS
VHOpUAVHra Npyu yBENMYEHUN MUTPALIMOHHOW aKTUBHOCTU
N MEX3THUYECKOTO CMELLIEHWS HACENEHMS.

B kauecTBe reHeTU4ecKkMx MapkepoB B AaHHOM UC-
crepoBaHMM UCMOMb30BaHbl Kak Kraccuyeckne reHeTu-
yeckne mapkepbl (ABO, Rhesus (DCcEe), MN, Kell),
Tak n ayTtocoMHble [OHK-mapkepbl (CCR2 Val64lle,
CCR5 del32, ALU: ACE1, TPA25, A25, PV92, ApoAf1,
B65, F13B). KoachdrUMeHT MeXnonynsuMoHHOro pas-
Hoobpasusi xakacos coctaBun Gsr= 2,10% (no gaHHbIM
aytocoMHbix JHK-mapkepoB) n Gsr=1,31% (no pan-
HbIM KMacCUMYECKNX TeHEeTUYECKMX MapKepoB). Takum
obpa3som, onsi XxakacoB MO AaHHbIM ayToCOMHbIX [HK-
MapKepPOB XxapakTepHa B 2 pasa Gonee BbicOKas MeX-
nonynsauMoHHas M3MEHYMBOCTb MO CpaBHEHUO C Byps-
Tamn (Gst=1,0%), a No AaHHbIM KNacCUYECKUX FeHe-
TUYECKNX MapKepoB — COMOCTaBUMasi C 3BEHKaMu
(Gst=1,69%) n kuprusamn (Gsr=1,82%). 310, no
MHEHUIO aBTOPOB, OTPaXKaeT COXPaHsSAoLleecs pasHo-
obpasve reHooHA0B HAPOAHOCTEN Xakacuu.

[anee no gaHHbIM 0 YacToTax amunuin Obina no-
CTpPOEHa MaTpuua reHeTUYECKNX PaccTosHUI d, xapak-
TepuayroLiasa AUCTaHLUM MeXAY MOKONIEHUSMMN XaKkacoB
(Tabn. 4).

[MonyyeHHble AaHHblE OTPaKAKT U3MEHEHWE MOMy-
NALUMOHHO-TEHETUYECKON CTPYKTYpPbl KOPEHHOro Hacene-

Hust Xakacun. MakcumarnbHble 3HAYEHUS! FeHETUYECKUX
pPaccTOsHNIA MeXay MOKOMNEHVNSMUN XaKacoB BbISBIIEHbI Y
kaunHueB (d=0,463) n y caravueB (d=0,441) npwu
CpaBHEHUN haMUNbHOro coctaea nokoneHun 1940-x n
1970-x rr. B uenom aHanus maTpuubl FEHETUYEeCKUX
paccTosiHUIA [EMOHCTPUPYET crneumnduky BpEMEHN 1 TEM-
NMOB M3MEHEHMS NOMNYNALMOHHO-TEHETUYECKOW CTPYKTYpbI
xakacos B nepwog ¢ 1940 no 2010 r. NMpu cpaBHeHWM
NMOKONEHN Yy BCEX KOPEHHbIX HApOQHOCTeW Xakacuw,
KpoMe konbano, Hambonee oTaaneHHbIM OKasbliBaeTcs
nokoneHne 1940-xrr. Y konbanoB e panblle BCEro
oTcTouT nokoneHue 2000-x rr. (d = 0,129).

[ns oueHKn reHeTnyeckoro ceoeobpasnsi HapoJoB
UCMOnb3YHTCS pasHble MeToAbl, B TOM YuCre Npeano-
xeHHble C. Wright [12], M. Nei [8], Jl.A. XXnBoToBCKUM
[13] n ap. Tak kak ofmHakoBble haMWIMN Y PasHbIX
HapodoB Xakacuu BCTPevalTCcd KpalHe pepko, Ans
OLEHKM CXOACTBA XaKaCCKUX MOnynsauuid no AaHHbIM
damunbHOro coctaea Oblnl NMPUMEHEH KO3MPULMEHT
poactea no m3oHumun R; T. Jlackepa [6]. B uerom vy
HapogHocTel Xakacun BbISIBIEHHbIE 3HAYEHWS CXOACT-
Ba no usoHumum (0 < R;< 0,00003863) okasbiBatoTCs
HVXEe, YeM Yy CeBepHbIX anTaiues n wopues [14], 4To
TaK e, Kak 1 Npy UCCrnefoBaHUN reHETUYECKUX MapKe-
poB, CBUAETENLCTBYET O 3HAYUTENbHOW reTeporeHHo-
CTU Xxakacckux nonynsuui (tabn. 5). lMokasatenes Ri,
oTpaxkasi NPOLeCChl acCUMUMALMM KOMBanbCKoro 3THO-
ca KayvHuamu u carariyamu, B T€YeHMe BCero uccrne-
OoBaHHoro nHTepeana spemenun (1940-2010 rr.) xapak-
Tepusyetcs Oonee  BbICOKAMM  3HAYEHUSIMU  MpU
CpaBHEHMN Nonynaumin konbanos — Ka4YMHLEB 1 KoWba-
NnoB — caranues, YeM Mexay APYrMMU XakacCKUMWU Ha-
pOAHOCTSAMMU.

Mpwn cpaBHeHun nokonexHmn 1940-x n 2000-x rr. BO
BCEX WCCNefoBaHHbIX rpynnax xakacoB Habmnrogaetcs
POCT ko3hprLMEHTA POACTBA MO U3OHUMUK, YTO OTpa-
XaeT B3aUMOMNPOHUKHOBEHME DaMUMNIA KauMHLEB, KOM-
6anoB., KbI3biNbLUEB 1 caranues B oHa hamunuin gpyr

Apyra.

Tabnuuya 4
FeHeTuyeckue paccTosHus d Mexay TPeMsi NOKONEeHUsIMU xakacoB (choHA chamunuin)
HapopgHocTb KaunHubl Konbanbl KblI3binbLbl Caraiiubl
logbl (nokoneHne)| 1940-e | 1970-e | 2000-e | 1940-e | 1970-e | 2000-e | 1940-e | 1970-e | 2000-e | 1940-e | 1970-e | 2000-e
1940-e - 0 - 0
1970-e 0,463 - 0,052 0 0,312 - 0,441 -
2000-e 0,414 | 0,111 - 0,129 | 0,122 0 0,347 | 0,189 - 0,235 | 0,220 -
Tabnwuuya 5
OuvHamuka yncna o6wmx doamunuin u koadcuumeHTa poacTea nNo U3OHUMUK R; y XxakacoB
logbl Xakachbl
Hapoawocte (nokoneHme) KauunHupbl Konbansl KbI3binbLbl Caraiiupl
1940-e 12 0 14
KauunHub! 1970-e 8 9 35
2000-e 10 5 45
1940-e 0,00000426 0 18
Konbansl 1970-e 0,00000172 0 15
2000-e 0,00000527 1 15
1940-e 0 0 2
KbI3binbLypl 1970-e 0,00000429 0 5
2000-e 0,00000385 0,00000456 10
1940-e 0,00000092 0,00000270 0,00000067
Caranupbl 1970-e 0,00000109 0,00000197 0,00000146
2000-e 0,00000143 0,00000282 0,00000274

MpumedyaHune. Hag gnaroHanbio ykasaHo Yncno obmx pamunui.
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AHanun3 B3avMOOTHOLLUEHUIA KOPEHHbIX XaKacCKMX Mo-
nynauminz B Npepenax Tpex MoKONeHW BbiABMNSET coxpa-
HSIIOLLYIOCSA FeTepOreHHOCTb hamMmbHOro cocTtasa Mory-
NAUMA Ka4uMHLUEB, Kbi3bIMbLEB U caraiLles, HO MO3BONSET
roBopuTb 06 ycuneHun 3a uccrnefoBaHHbIA BPEMEHHbIN
nHTepsan (1940-2010 rr.) npoueccoB KOHconVaauun B
KOpeHHOM HaceneHun Pecnybnuku Xakacusi.

Takum obpasom, nNpoBefeHHOe NCCnefoBaHne ae-
MOHCTPUPYET Cchneunduyeckne 4YepTbl COBPEMEHHOro
3aTHOoAEeMOrpadryeckoro pasBUTUS KOPEHHOro Hacene-
Hns Pecnybnvkn Xakacus. N3yveHne GpayHom CTpyKTy-
pbl BbISIBMSIET NPOLECChI, HAaNpaBreHHbIE, C OQHON CTO-
POHbI, Ha KOHcCONMMAauuiw reHodoHAOB 3a cyeT
MEXITHNYECKOrO CMELLEHUS Pa3nnYHbIX FPYMM Xakacos,
a C Opyro — ycurneHue TeMnoB UxX acCUMUnALMnN B pe-
3ynbTaTe pacLUMPSIIOLLENCS NPaKkTUKN 3aknioYveHus 6pa-
KOB C MPULLMbIM, B OCHOBHOM CMaBSIHCKMM, HaceneHu-
eM. AHanum3 nonynsunOHHO-TEHETUYECKON CTPYKTYpPbI
(dboHp, damunun, aytocomHble OHK n kmaccuueckue
reHeTVyeckne MapKepbl) CBUAETENbCTBYEeT O Coxpa-
HSMOLWEMCA reHeTM4YeckoM cBoeobpasun uccnepoBaH-
HbIX FPYMN XakacoB, OQHAKO MEX3ITHUYECKOE CMELLEHMNE
yXXe Haxo4uT CBOE OTpaXeHWe B CTPYKType Nonynsaumi:
JaHHble uccnepoBaHus doHaa amunuii roBopsaAT O
cObnmkeHMn damMunbHOro coctaBa XakacoB 3a uccne-
[OBaHHbIN NpomexyTok Bpemenu (1940-2010 rr.).

Paboma ebinonHeHa npu ¢huHaHcoeol noddepxkke
epaHmos P®®U Ne 13-06-00821a, 13-06-98014p_Cu-
6upb_a u eocydapcmeeHHo20 3adaHusi MuHobpHayKku
P® Ne 2014/64.
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ANPOEPEHLUUALINA U UHBPUOWUHI TEJNIEYTOB MO POAOBOMY COCTABY U MAPKEPAM
Y-XPOMOCOMbI

DA J1y3v||-|a1, O.E. Notow', B.H. XapbKOBz’ * B.A. CtenaHoB??

" HM komnnexcHbix np06127eM au2ueHbl U npogeccuoHanbHbix 3abonesaHuli CO PAMH, e. Hosoky3Heuk
HWWN meduuyuHckoti eeHemuku CO PAMH, 2. Tomck
® HayuoHanbHbiil uccnedoeamensekuii ToMCKuil 20cydapcmeerHbill yHugepcumem, 2. ToMck

CTpykTypa reHodoHga MoxeT BbiTb oxapaKkTepuso-
BaHa C MOMOLLbIO KBa3UreHETUYECKNX MapKepoB — AaH-
HbIX PaMUIbLHON 1 POAOBOIN NPUHAANEXHOCTU. M3BecT-
HO, YTO (PamMurbHbIE W POAOBbIE Ha3BaHWA SABMATCA
CeneKkTUBHO HelTpanbHbiMK [1], 4TO MO3BONSAET MX MC-
nonb3oBaTb B KayecTBe Mmapkepa Afs U3YYeHWUs reHe-
TUYECKOW CTPYKTypbl nonynsauuin. H. MopToH [2] nona-
raet, 4ToO Wucnonb3oBaHue damunnii B KavecTse
CeneKkTMBHO HeWTpanbHOro Mapkepa no MHMopPMaLmoH-
HOM 3HaYMMOCTWN He yCTynaeT nydlleil reHEeTUYeCcKown
KOAOMMWHAHTHON cucTeme. 370 ObiNo anpobupoBaHo K
NoATBEPXAEHO PAAOM nccregosatenen [3, 4].

KO.T". PblukoB 1 coaBT. [5, 6] nokasanu BO3MOXHOCTb
MCMONb30BaHUSA haMunii 1 POAOBOIN NMPUHAASIEXHOCTM B
KayecTBe KOHTPONS TEOPEeTUYECKOro n aKTU4ecKoro
YPOBHA reHeTndeckon aunddepeHumaumm. B panbHen-
LUeM 3TOT noAxop Obin ycneLHo Ncnonb3osaH B paboTtax
ydeHukos FO.T. PbiukoBa [7, 8] n apyrux.

Hanbonee wmpokoe npuMeHeHve Hawnm daMmunmm
B MONYNALMOHHO-TEHETUYECKNX WUCCNeaoBaHUaX Ang

oueHKN KoadduumeHToB MHOpuauHra U ero cocras-
nsowmx. Meton oueHkn koadduumeHTa MHOPUAMHra
Yepes n3oHNMUI (Bpak Mexay HoCMTENsAMU OOHON dha-
mMunun) 6ein npegnoxeH Kpoy n Marxm B 1965 r. [9].
B ocHoBe 3TOro mogxopa nexar cnegywoolive gonylie-
HUS:  MOHOMUIETUYHOE MPOUCXOXAEHNE  DaMUNUNA,
HacrnefoBaHVe N HEM3MEHHOCTb MX B ANVHHOM PSAy
NMOKOMEHWIA, paBHOE NPeACTaBMTENbLCTBO nonos. M3o-
HUMHBIA METOA, UCMONb30Bancsa Npu U3yyYyeHun MHOGpU-
OWHra Kak B dneMeHTapHbIX NONynaunsx, Tak U B Kpyn-
HbIX NOApasfeneHHbIX Y pasHblx Hapogos [1, 3, 5-8].
OcoBeHHOCTbIO  3THMYECKOro CoCTaBa HapOAoB
CasHo-AnTas sBnseTCcs Hanuyue poaoB, rae CHeT poacT-
Ba BEAETCS MO MYXCKOW NuHWMU. W3ydeHue CTpyKTypbl
reHopoHAa OTAENbHbLIX POAOB MO3BONAET PACKPbITE PSS
BOMPOCOB, CBA3AHHbIX C UX 3THOreHe3oM. Takasi pogoBsas
CTPYKTYypa XapakTepHa A5t pa3nmyHbIX KXKHOCUOMPUCKUX
HapOAOB — LUOPLIEB, XaKacoB, CEBEPHbIX W HOXKHbIX an-
Tanues, TeneytoB. PaHee kKaxablii YneH poga Mor Ha-
3BaTb A0 CEMMW MOKOMEHWI CBOUX MPEAKOB MO MY>CKOM
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TNVHUW, HO B HacCTosILLEE BpeMsi 3Ta Tpaguums yxoauT B
npoLuroe.

Y KOpEHHbIX CUOUPCKUX HapOOOoB, COXPAHMBLLMX
pOAOBOE CaMOCO3HaHWEe, B KayeCTBEe TEeHETUYECKMX
MapKepoB Ucnonb3oBancs pof (ceok). Obunvne ceokos,
a TakKe TO, YTO OOHW W Te Xe POoAOBble Ha3BaHUA
BCTPEYarTCH Yy caMbIX pasHbix Hapogos LleHTpanbHowm
Asnun, 3anagHoii n HOxHo Cubupn, CpegHenr Asumum,
KazaxctaHa BO MHOrOM 06bACHAETCS CNOXHOW MONUTU-
Yyeckor ucrtopuen Hapogos HOxHon Cubupu — 310 No-
CTOSIHHblE BOWHbI W pacnagbl BOEHHO-MONUTUYECKUX
obbeguHeHnii. [loBepluatoT 3TU npouecchbl cobbiThsA
XVII-XVIII BB., korgoa B KOxHoi Cnbupu ¢ ocoboir cu-
TNON  CTanKkMBalTCA WHTEPECHI TaKMX MONUTUYECKMX
ob6beauHeHni, kak [KyHrapckoe rocynapctBo, KHsKe-
CTBa €HUCEWNCKMX KbIPrbl30B, KHSXKECTBA YrycoB, Tene-
YTOB, PYCCKOrO rocyfapcTBa, MaHYXypCKOW OUHACTUM
LinH [10-12].

B nepsoii nonosuHe XVIII B. KOxHas Cnbupb npak-
Tuyeckn obesntogena, Yemy crnocobcTeoBan yBOA
oxyHrapamu B Hadane XVIII B. okono 20 Teic. TeneyToB
nm B 1703 r. — «nonyTbICA4YM C TPU ObIMOB» KbIPrbi30B
(bonee 6 TbiC. Yenosek) B [KyHrapuio, HaKkoHeL, NoYTK
nonHoe uctpebrneHne cammx fXXyHrap, TENEyToB U HX-
HbIX anTanueB UMHCKMMKU Bonckamn. OCKOMKM Hekorga
MHOFOYMCIIEHHbIX HAPOAO0B, STHWYECKUX FPYyMM, BXO-
OVBLUMX paHblUue B MMEMEHHble U TFOCYAapCTBEHHbIE
obpasoBaHus, kak cuntaeT PyHk [13], oObeanHaTCS B
cBoeobpasHble poabl — Ceokn U BepyT B KayecTBe ca-
MOHa3BaHWA 3THOHUMbI Pa3rPOMIIEHHbBIX  THOPKCKUX,
MOHIONbCKUX W APYrMX NIIEMEH, HAPOOOB U AaXe rocy-
AapcTB. TakoBbl, HAaNPUMep, Ha3BaHWS CeoKa Kbinyak —
no MMEHN CpeaHEBEKOBOro rocyfapctaa C LEHTPOM Ha
UpTbiwe. «Ténoc» — MO MMEHW TIOPKCKOro HapoAa,
YNOMUHAEMOro elje B [OPEBHETIOPKCKUX PYHUYECKMX
Hagnucsix. HasBaHus ceokoB «4opoc» (3TO nnems 3a-
nagHbIX MOHFOMOB), «TymMaT» U Ap. BOCNPOU3BOASAT Ha-
3BaHWsi pa3buTbIX N paccesiHHbIX Mo 60nbLUOK TeppUTo-
pUM  MOHFOMOS3bIYHbIX MIEMEH WM HAPOAOB, OCTaTKU
KOTOPbIX OKasanucb B TENEYTCKOW, anTalCKoW, TyBWH-
ckon cpege [13].

OCHOBHbIMW OTPaHUYEHUSIMU MPUMEHEHUSI KBa3U-
reHeTVYECKNX MapKepoB B MOMNyNALMOHHO-TEHETMNYE-
CKUX UCCrefoBaHMsAX SBMATCA: MONMGUNeTNYHOCTb
NPOUCXOXAEHNS (DAMUMNIA; HEBO3MOXHOCTb CPaBHEHWS
pasnuyHbIX HauMOHanbHbIX rpynn. B oTHoweHun >xe
MCMONb30BaHNA POAOBBLIX HAa3BaHWUW, NO KpaHelh mMepe
anst HapogoB AnTtae-CasiHCKOro Haropbsi, 3TU OrpaHu-
YeHus ncknYeHbl. Hapagy co cneundukon Bce KopeH-
Hble Hapoabl Antae-CasH MmerT obline 3THOreHeTu-
YecKMe KOPHM, U UX pogoBas CTPYKTypa npeacraBnsieT
coBoV KIMHY K PEeLUEeHW0 BOMPOCOB 3THOreHesa 3TUX
HapPOAO0B, OLEHKE KO3hpMLUMEHTa NHOpUANHIa, B3aum-
HOro BKNaja 3THUYECKMX KOMMOHEHTOB Apyr B Apyra,
reHeTnyeckon anddepeHumaLmm, BelsCHEHNIO CTEMNEHN
OQHOPOAHOCTU 1 rETEPOrEHHOCTU.

K HacTosllemy BpemMeHW COXpaHHOCTb POAOBOrO
CaMOCO3HaHUs  KOXXHO-CUOMPCKUX KOPEHHbIX Hapo[oB
HeoAMHaKkoBa: y TYBUHLIEB, LLUOPLEB OHO YTpayeHo, Yy
TEneyToB COXPaHUIIOCb YacTWYHO, 3aTO Yy antanues
COXPaHMUIIOCh MPaKTUYECKU NOMNHOCTLI. B Lenom pogo-
BOW WHCTUTYT yTpaTun CBOK pOfb TpaguLMOHHOW 06-
LLIECTBEHHON W aAMVHUCTPATUBHO-TEPPUTOPUATBEHOWA
€[MHULbI, HO Y HEKOTOPbIX HapOo4oB NPOAOIKaeT ocTa-
BaTbCA pPerynstopom GpayvHblx OTHOLEHWI. HepaBHee
nccnefoBaHve pemorpaduyeckon CTPyKTypbl GadaT-
CKMX TeneyToB Nokasarno, YTO B HaCTOsLlee BpeMs Ha-

6n|o,qaeTc;| HeratTmueHad JAuWHamMuKa: YyBenndmeaeTCHd
AVCMPOnopLUMs B COOTHOLUEHUM MONIOB, BO3pacTHas
CTpyKTypa 6nnska Kk perpeccuBHOMY TWMy, CMEPTHOCTb
npeBbILLaeT POXAAEMOCTb, HE MPOUCXOAUT MPOCTOro
3aMeLLEHUS NMOKONEHWUA, OTMEYEHbI CABUM B NEPEKPbI-
BaHUM nokoneHui. Kak uTor aTux HeraTuBHbIX OEMO-
rpadu4eckmx MpoLeccoB MPOUCXOAUT Aenonynsauus
TeneyTtckoro aTtHoca. Kpome atoro, B nonynsuumn 6a-
HYaTCKUX TeneyToB akTUBHO MayT npouecchbl meTucaumn,
B OCHOBHOM C pycckum [14].

Martepuan u metoabl

MaTtepuanbl No poaoBO CTPYKType anTanueB wu
TEneyToB MOMy4YeHbl B XOAE 3KCNEeAMLMOHHbIX pabor,
KoTopble nposogununce B 1990-e rr. B NopHom AnTae, B
1985, 1998, 2001 r. — y TeneytoB benosckoro parnoHa
nog pykosoactsom E.A. JloTowa.

B HacToslee BpemMs YMCMNEHHOCTb TerneyToB CO-
ctaBnget okorno 3 500 4enoBek, OCHOBHOE MECTO
pacceneHua — bBbenosckuin, ['ypbeBCkuin pamnoHbl ©
noc. TeneyT B painioHe r. HoBoky3Heuka KemepoBckoi
obnactn. PopoBasi npuHagnexXHOCTb onpegeneHa y
2 178 yenosek.

Pe3ynbTaTthl U 06cyxaeHue

Y coBpeMeHHbIX TerneyToB 3aduKCcMpoBaHo 24 po-
na (tTabn. 1). Hanbonee MHOroYMcreHHbIMN SIBNSOTCS
pPOAbl MyHAYC, MEPKUT, OTTbl 1 YOPOC, Ha NX AOMK Npu-
xoputcs 42,4%. N3 obLyero cnvcka BMOHO, YTO y Tene-
YyTOB MMeTCs 0bLLMe Ceokn ¢ anTanyamu: Tenec, MyH-
ayc, Togow, HavmaH, oun. Ceok TymaT cyMTaeTcsd B
fonblLuen CTeneHn TYBUHCKUM, Hexenu anTtanckum [15].
Cpeaun TyBMHLUEB TymaTbl Havbornee MHOrOYMCIIEHHbI,
HO Cpeau TeneyToB eCTb M Takne poAbl, KOTOPbIX HET Y
anTanueB: Toryn, MepkuT, Teptac. Pasymeetcs, y Tene-
YTOB €CTb CEOKM AN HUX SBHO YyXue, NpeacTaBnsito-
e cobon OCKOMKM rpynn cpegHeasnaTCKMX U MOH-
rofibCKMX HapoAoB, BOLUEAWMX B COCTaB TEMEYTOB.
TakoBbl CEOKM: TOPO (CpedHeasnaTCKoro MpoOUCXOXAae-
HWS), NypyT (nepeceneHubl eHWCENCKMX KbIprbi3oB B
[bxyHrapuio), 4opoc (3anagHO-MOHrOfIbCKME OWMpPOThI),
HOTThl, YOOTbI (BOCTOYHO-TYBUHCKME poabl) [15].

YunTbiBas BbILECKa3aHHOE, Mbl UIMEEM OCHOBaHMWE
caenatb 3akntoyeHne kak o6 obLjHOCTM npoucxoxae-
HUSI COBPEMEHHbIX TEMEYTOB U KXKHbIX anTanLeBs, Tak v
06 nx 6nmM3kom poAcTBe C TyBUHLAMWU W 3anagHbIMU
MOHronamu. 3To MOMy4Ynno NOSIHOE MOATBEPXKAEHUE U
npu wuccnegosaHnun [HK-mapkepos Y-xpomocombl y
TeneyToB. HOXHbIX anTaueB 1 TeneyToB obbeguHsaeT
NpUCYTCTBME CMeumndUYecKoro Krnacrepa ranioTurnos
rannorpynnel R1ala [16]. PacnpepeneHue popgos B
nonynsumsax TeneyTos, NpeacTaBneHHoe B Tabnuuax v
Avarpammax, CBUAETENbCTBYET O TOM, YTO MOMynsALMM
OoTNMYaTCs Kak No Habopy ponoB, Tak M MO UX YacTo-
Te. fABHOe npeobnagaHne oTAENbHbIX POAOB B KaXAoM
nonynsiuMmn TeneyTos 1 B LENIOM NO3BONSET NPeAnono-
XWUTb HanMyne Takmx hakTopoB MONYMSLIMOHHOW AWHA-
MUWKW, Kak Apend reHoB, 3adhdeKkT pogoHavarnbHuKa W,
KaK CrnefcTBue, MEXNOoMynsuMOHHbIA YPOBEHb reHeTu-
Yeckoro pasHoobpasusi.

Ha ocHoBe gaHHbIX pogoBoro 1 haMurbHOro cocra-
Ba Obln paccunTaH KoadhPUUMEHT NHOPUAMHIA, reHeTu-
YeCcKMe PacCTOsHUSI MeXxdy MOonynsuusiMyM BHYTPU STHU-
YECKMX Fpynn U MeXZ4y HAMU, a Takke MosflyYeHa oLEeHKa
YPOBHS reHeTu4eckoro pasHoobpasus (F-r), paccumTan-
Hasi Ha OCHOBe BapuaHc (Habnogaemoln, BbIOOPOYHON,
CKOPPEKTMPOBAHHON 1 CTaHO4APTU30BAHHON).



SeonoyuoHHas u nornynAayuoHHas eeHemuka 55

Tabnwuua 1

PopoBas cTpyKTypa TeneyToB

HaceneHHbI nyHKT

Hassakme poaa Benoeo Teneyt WaHpa BekoBo | YenyxoeBo |BepxoBckas Ynyc Yepta |HoBoGouaTbl
Mepkut 0,0710 0,1773 0,1067 0,0675 0,1383 0,1344 0,0268 0,0909 0,0850
MyHnayc 0,0874 0,0213 0,1644 0,0591 0,0902 0,1774 0,2953 0,125 0,1765
Tenec 0,0656 0,0106 0,16 0,097 0,0220 0,0054 0,0805 0,1174 0,0196
ToHryn 0,0820 0,0071 0,0711 0,1097 0,1022 0,0484 0,0537 0,0189 0,0065
Yanwmany 0,0055 0,1986 0,0089 0 0,0060 0 0,0067 0,0455 0,1046
Topouw 0,0874 0,0426 0,2178 0,1181 0,0341 0,1398 0,1611 0,0038 0,0392
TeTkep 0 0,2128 0 0 0,0040 0,0108 0 0 0
Topo 0,0710 0 0,0267 0,0970 0,0281 0,0054 0,0134 0,0227 0,0065
Ouy 0,0383 0,1418 0,04 0,0422 0,0441 0,0108 0,0067 0,1515 0,1307
MepeTt 0,0055 0,0142 0,0089 0 0,0120 0.0269 0 0,0038 0,0523
Tymat 0,0437 0,0071 0,0267 0,0422 0,0962 0,0108 0,0067 0,0038 0
Yopoc 0,1913 0,0532 0,0311 0,101.3 0.0882 0,1290 0,2953 0,0530 0,0131
MypyT 0 0 0,0311 0,0042 0 0,0108 0 0 0
KaaTblH 0 0 0 0,0169 0,0020 0 0 0 0
HaiimaH 0,0820 0,0142 0,0133 0,0633 0,1002 0,1075 0,0134 0,1515 0,1307
TepTac 0,0383 0 0,0267 0,0633 0,0541 0,0538 0 0,0492 0,0131
YuwaH 0 0,0106 0 0 0,0140 0 0 0 0
HOTTbI 0,0820 0,0071 0,0444 0,0802 0,1263 0,1237 0,0403 0,1098 0,0327
KaHHIoTTbI 0,0492 0,0071 0,0089 0,0127 0,0180 0 0 0,0038 0,1634
Aba 0 0 0 0,0253 0,0140 0,0054 0 0,0076 0,0065
Yenen 0 0,0461 0 0 0 0 0 0 0
Taeww 0 0,0 0,0089 0 0,0060 0 0 0,0379 0
LLiop 0 0,0284 0,0044 0 o 0 0 0 0
Tionbbep 0 0 0 0 0 0 0 0,0038 0,0065
TeneHrut 0 0 0 0 0 0 0 0 0,0131
Cymma 183 282 225 237 499 186 149 264 153
Bcero 2 178
KoagppuyueHmsi uHbpuduHza 8 nonynsayuu
meneymoe FeHemu4eckue paccmosiHusi

KoadhpmumeHT nHbpuanHra 6bin onpeaeneH no co-
BPEMEHHOWN 4acToTe poja MeTOAOM M3oHuMuu. B nony-
NAUMKM TeneyToB OH konebnetcsa B ocHosHoMm oT 0,021 po
0,036 n poctvraeT Makcumyma B MOMynsAUMKA ynyc —
0,053. Takon BbicokuiA KO3DDULMEHT MHOPUAMHIA BO3-
MOXXHO OOBSICHWUTb TEM, YTO Ha JOSO ABYX CEOKOB — MYH-
Ayc 1 Yopoc — npuxogmtca noytn 60%. EcrectBeHHo, 310
nopoXaaeT n BbICOKUA ypoBeHb MHOpuauHra. Koaddw-
LMeHT uHOpuanHra ans obLyen TereyTcKo monynsumu
paeeH 0,018. Takum 06pa3om, OTKPbIBAEMbIA N3OHUMHBIM
METOAOM YPOBEHb WMHOpUAMHra B MONynsuvMu TeneyToB
COOTBETCTBYET YETBEPOKOPOAHBLIM crubcam.

[Ins cpaBHEHWsI aHanornyHble nokasaTenu BblHYUC-
neHbl N0 hamMubHOMY COCTaBy. Y TEMEYTOB BbISIBNIEHO
84 camunum (B cpegHeM Ha Kaxgbld pog, npuxogutcs
3,5 damunun), koacpdnumeHTt nHbprnamHra 0,008 oka-
3ancsd Ha nopsaoK HUKE COOTBETCTBYHLLEro koaddu-
LMeHTa, paccynTaHHoOro no pogy. Tak e Kak n no vac-
ToTe poaa, Hanbonee NHOPeAHbLIM OKasanoch c. Ynyc u
HavmeHee — BekoBo-Yenyxoeeo u LWaHga. CtaHgapTu-
30BaHHasa BapumaHca no 4actoTe hamunuin okasanacb
HWXe COOTBETCTBYHOLLEN poaoson n coctasuna 0,021—
0,023. Cuyutaem, 4TO PaMUNbHBLIA COCTaB MOXHO MC-
nonb3oBaTh B KAa4eCTBE afeKBATHOrO KPUTEPUS OLIEHKN
MHOpUAMHra MEeToAOM W3OHVMMUU NPV YCrOBUW BBEe-
HWS COOTBETCTBYIOLLEro POAOBOrO MOMPaBOYHOrO KO-
achpuumeHTa, 3TOT KOIPDPULMEHT JOIMKEH ObITb CBOUM
ONSA KaXXO0A 3THAYECKON rpynnibl.

Cpeam aTHUYECKMX rpynn anTtanues Hanbonee Bbico-
KMe 3Ha4YeHus1 KoadpdurumeHTa UHOpuanMHra oTMEYEHb! Y
TENeHrMToB 1 CeBEepHbIX anTanues. JTu rpynnel Gonee
o6ocobrieHbl M OOQHOPOAHBI MO POAOBOMY COCTaBy Mo
CpaBHEHUIO C TeneyTamu, anTan-kKvwxmn 1 maiManapamu.

AHann3 reHeTUYecKnx PaccTosiHWIA SIBNSIETCS Ya-
CTbI U3YYEHUS reHEeTUYECKOW CTPYKTYPbl CUCTEM MOMy-
nAunin. FeHeTudecKkne pacCTOsiHUS MO3BONSAKT Mony-
YATb WHTErparnbHyl XapakTePUCTUKY MO KOMMMEKCY
rEHETUYECKNX MapKepoB, B 0603pMMOM BuAe nNpencra-
BUTb pes3ynbTaTbl o6crnefoBaHHbIX MOMNyNsLUWA, nerye
BbISIBNSATb  32aKOHOMEPHOCTN  MEXMNONYrsSILMOHHON Ba-
pnabenbHOCTW, MPOBOAUTL CPABHEHMS C anpuOpPHbIMUA
npeanonoXeHnsMm o akTopax, [AEeTEPMUHUPYIOLLNX
reHeTNYeCKyt N3mMeH4YnBoCTb [12, 17, 18].

[Ona Toro 4YtoObl KONMMYECTBEHHO ONpPeaennTb Me-
CTOMONOXEHNE MOMYyNAUNA OTHOCUTENBHO APYr Apyra,
ObIn MCnonb3oBaH METOA OLEHKM TFEHETUYECKUX pac-
ctoaHui no Cavalli-Sforza [17] (Tabn. 2).

Tabnwuua 2

OGO6LWEeHHble reHeTUYECKME PACCTOAHUA Mexay
nonynsiuMsiMM TerieyToB N0 COBPEMEHHOI YacToTe poaa

Benoso | 0 0 0 0 0 0 0 0 0
Teneyt [0,038| 0 0 0 0 0 0 0|0
Wanga | 0,01 (0,037| O 0 0 0 0 0|0
BekoBo |0,004(0,045(0,009| O 0 0 0 0|0
Yeny- |0,006|0,034|0,014(0,007| O 0 0 0|0
XO€EBO

Bepxos- | 0,01 {0,037|0,013|0,012/0,008| 0 0 0|0
ckasi

Ynyc 0,012|0,045|0,013|0,017(0,022|0,014| O 0|0
Yepta |0,013|0,033|0,017(0,016|0,011|0,018({0,026] O | O
Hoeo- | 0,02 (0,029|0,024|0,028(0,021|0.024|0,034(0,014| O
6ovatbl

HavmeHbLUMe reHeTnyeckme pacCTOsHWUS BbisiBRe-
Hbl Mexay nonynauusmn Bekoso, Yenyxoeso n Bep-
xoBckasi. Hanbonee yganeHHon okasamnack nonynauus
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noc. Teneyt HOBOKy3HELIKOrO panoHa, U nNpuynHa 3TOro,
BEPOSATHO, B reorpadyecko yaaneHHOCTM OT OCHOBHOIO
TEneyTCcKOro aTHMYeckoro sapa. Mitorom Bcex reHeTnde-
CKMX NPOLIECCOB, NpoTeKaoLmMX B NONyNaUmnsax, SBnseTcs
YPOBEHb UX reHeTn4eckon anddepeHumaumn.

Ha cnepytowiem stane paboTbl Obin OLEHEH ypo-
BEHb reHeTudeckor AuddepeHumaumm n MHOPUAUHT
yepes Fs Panta [19, 20], a Takke npoBeAeHO CpaBHe-
HME MeXnonynauvoHHON BapuabensHOCTW, BblYUCIEH-
HOW Ha OCHOBE [AaHHbIX FrEHETUYECKUX MapKepOoB, Poao-
BOMN CTPYKTypbl W amunbHOro coctaea (Tabn. 3).
B pacyeTtax ncnonb3oBanvcb Habnogaemas, BbI6opoy-
Has W CTaHAapTU3oBaHHasA BapuaHchl. Fg aABnseTcs
CTPYKTYPHON KOMMOHEHTOW WHOPWMAMWHIra, BO3HMWKLUEN B
cuny noapasfaeneHHoCcTy Nonynsauuini, N B TO Xe BPeEMS
ABMNAETCA CTaHA4ApTU30BaHHOW BapuaHCOW 4acToThl
reHa u B 3TOM Cry4yae BbICTyMaeT Kak Mepa reHetuve-
ckon gudpdepeHumaumn.

Ta6bnuua 3
OLEeHKM MHOPUAWHIa U YPOBHSA FreHeTUYEeCKOW
onddepeHumnaumm (Fs PanTta)

OTHUYeckas fo AaHHEIM flo AaHHeIM Mo gaHHbIM
reHeTuyeckoi| ponoBon .
rpynna CTPYKTYpbl | CTPYKTYypbI pammnuii
TeneyTsbl 0,0239 0,038-0,039| 0,021-0,023
TeneHrnTbl 0,0371 0,0389 —
HOHble anTaiLbl 0,0468 0,0577 -
[opHbI AnTai 0,0659 0,0751 -
OTHUYeckne rpyn-
nbl anTanues n
TeneyToB 0,028 0,034 -
OTHOoCkI KOXxHOM
Cubuvpu 0,0174 - -

CpaBHeHMe OLIEHOK MHOpUAUHra no KBasureHeTude-
CKUM W KIMacCUYeCKMM reHeTUYECKMM MapKepam rokasa-
no, 4yto F-cTaTnCTVKM no CBOMM 3HAYEHUSIM SIBNSIOTCS
[OCTaTOYHO OnM3KMMU, HO MO PoAdYy OHM B CPEAHEM B
2,5 pasa Bbiwe, Yem no chamunuam. Ha ypoBHe 3THU-
YECKUX Fpynn MeXnonynsuMoHHas BapnabensHoCTb Mo
pogy coctasuna 0,034, Ha MMKPOMONYNSALMOHHOM
ypoBHe OHa Bbiwe. KoadduumneHT nHbpuanHra Ha mMuk-
pononynsunoHHOM YPOBHE YBENMYMBAETCH C paclumpe-
HMeM reorpaduyeckoro apeana nonynsumin n ymeHb-
LaeTcs C Nepexogom Ha 6oree BbICOKMIA YPOBEHb
nepapxmm. OUEHKN CnyvyaHOro MHOPUANHIa, NonyyYeH-
Hble N3OHMMHbBIM METOAOM, U Fg PanTa 6nn3ku no 3Ha-
YEHUSIM Ha BCEX YPOBHSIX NOApasfeneHHOCTU Monyns-
umn. Bompoc o TOM, B Kako Mepe OLEeHMBaHue
MHOpUAMHra no pogam COOTBETCTBYET OLeHKe MHOpu-
avHra (Fs) no knaccam reHeTMYeCcKnx MapKepoB, Bce-
roa ocTtaeTcs OTKPbITbIM. Ml CHATH BONPOC MOXET NiLUb
npsiMoe CoMnocTaBleHNeE.

WTak, 6nuskue 3HayveHus nHGpmauHra n Fg ykasbl-
BalOT Ha cnepgyoLlee:

— Ha BbICOKYD MH(OPMATUBHOCTb KBa3WreHeTuye-
CKUX MapKepoB, YTO MO3BOMSET LUMPOKO UX WCMOSb30-
BaTb ANSA M3yYeHWs CTPYKTypbl MOApPa3ferneHHoro re-
HocboHOa HaceneHus;

— YPOBEHb Cry4alHoro MHopuamnHra Fs; No AaHHbIM
O TEHEeTUYECKUX U KBA3UreHETUYECKNX MapKepax Oka-
3ancs [oCTaToyHO 6nM3KMM, YTO NO3BOMMIO AaTb Ae-
TanbHOE OMNMCaHWe reHeTUYECKOWN CTPYKTYpbl TENEYTOB
Ha OCHOBE «HEKIMACCUYECKMX» MapPKEPOB, TakMX Kak POz
n hamunuu;

— nockonbKky cbop MHgopMaLmm No KBasureHeTu-
Yecknm MapkepaMm TpebyeT MeHbLUMX MaTepuanbHbIX

3aTpaT, TO LenecoobpasHo Mpu MraHUPOBaHUN WUC-
CrnefoBaHnst NPOBOAWUTL BHavane LUMPOKOe uccreno-
BaHWe reorpadumn podoB u aMmunuin, a 3aTem reHe-
TUYECKME WCCNEfOBaHUSA Tex Monynsiunii, KoTopble
Hanbonee noOSIHO OTpaXxawT OCOBEHHOCTU [AaHHOro
aTHoCa.

AHanus meneymckux podoe 1o 2anjomurnam
Y-xpomocombi

PaHee no gaHHbIM O POAOBOM COCTaBE XakacoB U
reHeTUYECKOW XapaKTepUCTUKE OTAENbHbLIX CEOKOB 0O-
HapyXeHO, YTO WX reHodOHZ, MapKMPyeMbI BbICOKO-
crneundnyHeiMu knactepamn Y STR-rannotnnos, CTpyk-
TYpuUpOBaH Mpexae BCEero no poAoBOMY MPUHLMMY.
OueHka reHeTndeckol AunddpepeHumaLmm mexgy oT-
AenbHbIMY poAaMun MoKa3biBaeT OrPOMHYH AOM0 pas-
NNYNN Mexay CpaBHMBaEMbIMU €AMHULAMK (Ceokamu),
pocturarowmmm 50%. MIMeHHO pooBOW ypoBEHb opra-
HM3aumMm reHodoHAa YyKa3aHHbIX HOXKHO-CUBMPCKUX 3T-
HOCOB Hamboree TOYHO XapakTepu3yeT ero nonynaum-
OHHYO CTPYKTYpY [21].

Mo Tomy e Habopy reHeTUu4ecKknx MepKkepoB ObIno
NpoBeAEHO U rEHOTUMMPOBAHNE TENEYTOB — 36 MY>XYMH,
Xuternen HaceneHHbIX nyHKToB Bekoso, Benoso, Bep-
xoBckoe n Yepta Benosckoro panoHa, WaHga MNypbes-
ckoro parioHa Kemeposckoii obnactu. OToO OCHOBHOM
apean pacceneHus Gavatckux TeneyToB. YTob6bl npo-
BEPUTb, ABNAETCH N CEOK y TEeneyToB KPOBHOPOACT-
BEHHbIM OOBEAMHEHUEM, WMELUMM OFHOr0 POJOHa-
YanbHUKa MO MYXXCKOW FMHUW, WA OCO3HaHMEe Takow
0BLLHOCTM ABMAETCA NULLb YCINOBHOCTBIO U CEOK SBNS-
eTcd OOLYHOCTbIO TOAEN, NpOoXuMBAaKOLWMX Ha OOHOMN
TEPPUTOPUN, HO HE CBHA3AHHbIX FEHETUYECKUM POACT-
BOM MO OTLIOBCKUM FreHeanornyeckmum nuHUsM.

Beinn  obHapyxeHbl crepyloLlme CeOoKu: MEpPKUT
(5 yenosek n 4 cdamunum), myHayc (5 n 3), HanmaH
(4n1), 04y (3mn3), Tenec (1 n 1), Toryn (4 n 1), Togow
(51 1),4opoc (2wn 1), 01Tl (5 1 2). PesynbTaThl TECTM-
poBaHusA GayaTCKuMxX TeneyToB Mokasanu CreayroLlee.
EnvHcTBeHHas rannorpynna y ceoka mepkut — Nict,
MyHayc — R1ala, HanimaH — N1c1, o4y — ocHoBHas
R1a1a, Tenec — R1b1b1, Ttoryn — R1b1b1, Togow —
R1a1a, tottl — R1b1b1. He ynanock onpepgenuts 0CHOB-
HYIO rannorpynny y ceoka 4opoc. TakKe Ceoku HalMaH,
TOryn npeacTaBrieHbl ogHoM dhamunmen, a Tenec — oa-
H/M YerioBEKOM, MO3TOMY CBSA3bIBAET 3TV CEOKW C Ka-
KOn-nMbo rannorpynnov npexaespemeHHo. Hanbornee
rnokasaTenbHO POACTBO Mexay BCEMMW npeacTaBuUTe-
nsiMu ceoka MepkuT. Kpome Toro, rannoTunsl NpeacTa-
BUTENEN ceoka HamaH (4 denoseka n 1 damunus)
MOMHOCTbIO MAEHTWYHBI C ranfnoTunamm Mepkutos. Be-
posTHee Bcero, 370 NMBoO HenpaBubHOE COOTHECEHME
damunun nnm ceoka, nMbo npepcrasmTenn 3ToW ha-
MUINAN TEHETUYECKN MPOUCXOAAT OT MNpeacTaBuTenein
Apyroro ceoka.

Takke nokasaTernbHO POACTBO MeEXAY BCEMMW Npea-
cTtaBuTensamu ceoka myHayc (5 n 3) — R1ala. MNpu atom
reHeTu4yeckn Gnmnskm UM NpeacTaBUTENN Ceoka TOAOLL.
CeoK 10TTbl HEe OTHOCWUTCH K TeneyTckMM, a K ocoboi
3THUYECKOW rpynne — aw-KbiwTbiMoB. Bce npeacrasu-
TEnn 3TOro Ceoka ABHbIE POACTBEHHMKM (5 YyenoBek n 2
damunun) — R1b1b1. MeHeTuueckn 6nmuskMm K ceoky
I0TThI OKa3arcs CeoK TOryn, KOTOPbI TakKe He OTHOCAT
K TeneyTckum. Takum obpasom, reHeTudeckoe uccne-
JoBaHue Y-XpoMOocoMbl BavaTCcKux TeneyToB, Kak U y
XaKacoB, [OKa3blBaeT, YTO CEOK SABMAETCA Npexae Bce-
ro o6begUHEHNEM POACTBEHHMKOB MO MYXKCKOM NIMHUN.
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BUTAJIbHbIE XAPAKTEPUCTUKU PEMNPOOYKUUU KPBIMCKO-TATAPCKUX XXEHLLUWH
N.A. MyctacaeBa’, H.A. Kozak®

' Kpbimckoe pecnybnukarckoe yupexdeHue «MeduyuHCKUL ueHmp 1o 06CyXueaHUIo
) denopmuposaHHbIX Hapodosy, e. Cumgbepornorb
XapbKoecKull HayuoHasbHbIl yHusepcumem um. B.H. KapasuHa, e. Xapbkos, YkpauHa

PenpoayktmBHOe NMOBEOEHWE XKEHLUMH B 3HAYMTENb-
HOW CTEMNEHN 3aBUCUT OT KyIbTYPHbIX TPAAULMIA 1 pasnu-
YaeTcA Yy  NpeAactaBuMTenen  pasHbiX  STHOCOB.
B coBpeMeHHOM Mupe pacnpocTpaHeHbl MOHOraMHble
Opakun, nx TeHAeHUMEN ABNSETCA CHUXEHWE MIOA0BUTO-
cT 1 Gonbluasi 3aMHTEPECOBAHHOCTb B BbDKMBAHUM MO-
TOMCTBa. Takas HanpaBfieHHOCTb CBOWCTBEHHa MHOMMM
3THW4Yeckum rpynnam [1], npoucxogut u cenvac [2]. 3Tto
0OBACHAETCA yNyyllEeHVeM MeAMLMHCKOro obcnyxusa-
HAS U MPUMEHeHNeM KoHTpauenuuu. WMHdopmaumsa o
reHeTUYECKUX MpoLeccax B KOHKPETHbIX MOMyNALUMAX wur-
paeT BaXHYl pofb B MOHWMaHWW MHOTMX COLManbHO-
aemorpadumyecknx 1 MeauumHcknx npobnem. Mccnepo-
BaHWs, NPOBEAEHHble B SKOHOMMUYECKM pas3BUTbIX CTpa-
Hax, nokasanu, YTo OKOSO MOSOBUHbLI YENOBEYECKOro re-
HOpOHAa B CrepytoLem NOKONEeHNn He BOCNPOV3BOAMTCA
n3-3a rmbenu sMOPNOHOB, MEPTBOPOXKAEHUI, HEOHATarb-
HOW CMEPTHOCTW M CMEPTHOCTW A0 HaCTYMNMeHWUs penpo-
OYKTMBHOrO Bo3pacTta, 6e3bpauns n 6ecnnogHbix 6Gpakos
[3]. MHoroHaumoHaneHoe HaceneHve Kpbiva B 3ToM nna-
He vccrnepoBaHo kpaiiHe cnabo. B HacTosiwee Bpems B
KpbiMy npoxusatoT 6onee 250 TbiC. KpbIMCkUx TaTap [4].
Mpw uccnepgoBaHun HaceneHust Kpbiva Gbinu oTMeYeHbI
MEXITHUYECKNE OCOBEHHOCTM PENPOAYKTUBHBLIX XapaKkTe-
pvcTrK [5], ogHaKko LieneHanpaBneHHoe UsyvyeHue KpbiM-
CKMX TaTap He MPOBOAWUMOCH, MO3TOMY LENbi0 AAaHHON
cTatb ObINO U3y4eHUEe pPenpoAyKTUBHOMO MNOBEAEHNS
KPBbIMCKO-TaTapCKNX >XEHLUMH, NpuHagnexawmx K AByM
CMEXHbIM MOKONEHUSIM.

Martepuan u metoabl

[aHHbie 6binn cobpaHbl B 2013 . B XEHCKOWN KOH-
CynbTauumn KpbIMCKOrO pecnyBrMKaHCKOro y4pexaeHns
«MeanumHCKuAi LeHTp no oBCnyXMBaHUIO AENOPTMPO-
BaHHbIX HapogoBy» (r. Cumdeponons). MpoBeaeHo aHo-
HUMHOE aHKETMPOBAHUE XEHLUMH, HaXOASALMNXCS B MO-
cTpenpoayktueHoMm BospacTte (0T 45 go 90 net). AHkeTa
BKMOYana BOMPOCbl O roge POXAEHUSA XEHLWHbI, ee
HaLUMOHAnNbHOCTK, a TakkKe HauMOHarbHOCTU ee poau-
Tenen. OTHUYECKYI MPUHAANEXHOCTb, 3annCaHHyo Mo
camMovaeHTUdmKaumMm, CBEPANU C POAOCIOBHOW. Yuu-
TbiBaANoCb KONMMYECTBO GEPeMEHHOCTEN N UX MCXOAOB:
MeOWLUMHCKME W CMOHTaHHble abopTbl, BHEMAaTOYHbIE
©epeMeHHOCTN, KONMMYECTBO MEPTBOPOXAEHUIA U XKNBO-
poxaeHuin. Bcero Obino aHKeTUPOBaHO 262 XEeHLUUHbI,
cpean KoTopbix 44 xeHLWwmHbI (B BospacTe 66—90 neT Ha
MOMEHT 06cnefnoBaHMs) ObiMy OTHECEHbI K NepBOMY
nokoneHuo n 218 (B Bospacte 45-65 neT) — KO BTOPO-
My nokoneHuto [6]. CpaBHeHWe rpynn NpoBeAeHo C uc-
Nnonb30BaHNEM KpUTEPUEB i, )(2 nFI[7].

Pe3ynbTaTthl u o6cyxaeHue

B cpegoHem 5% KpbIMCKMX TaTapoK He BHeCN
BKraga B reHooHA criefytoLero nokoneHus. Y nepeo-
ro MOKOMNEeHWs TaTap AOMSA TakUX >XEHLIMH Obina MeHb-
we (4,5%), yem y xeHWwuH BTOpOro nokonexus (5,5%,
p > 0,05). 3a 0gHO MOKOMNEHME YACNO POXKABLUMX JKEHLLUH
CYLLECTBEHHO HE W3MEHWIOCb: B MEPBOM nepuode —
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95,5%, Bo BTOpOoM — 94,5%. lNpn aToM yBenunymnnacb
JONS XKEHLMH, NpuberHyBLUMX K UCKYCCTBEHHOMY npe-
pbiBaHMO GepeMeHHocTn. Ecnu B nepBom nokoneHum
Takux 6bino 34%, To Bo BTOpoM B 1,5 pasa Gonblue —
45%. CnoHTaHHble abopTbl OTMETUNM okono 33% XXeH-
LLIMH 13 BCEN BbIOOPKM, U TOMBKO TPY yKasanu Ha BHEMa-
TOYHYO GEPEMEHHOCTb, YTO B MEPBOM MOKOSIEHWUM COCTa-
Buno 2,3%, Bo BTOpoM — 0,9%. loutm B 2 pasa
YBEMUYUNOCH KOMUYECTBO JKEHLLUUH, UMEBLLMX MEPTBOPO-
xaenns: 4,5 n 9,2% (p > 0,05). UckyccTBeHHO Bbinn npe-
pBaHbl MOYTY NsiTasi YacTb BEPEMEHHOCTEN XEHLMHaMM
13 nepsoro nokoneHus (18,4%) n okorno 4eTBepTU
(24,3%) — »xeHwmHamn 13 BToporo nokonenusi (p > 0,05).
[onsa peann3oBaHHbIX 3UroT BO BTOPOM MOKONEHUM cTana
MeHbLLe, YeM B nepsom (67% npotus 69%, Tabn. 1).

Tabnuuya 1
[ons XeHWMH pa3nnYHbIX NOKONEHUN C Pa3NIUYHbIMU
ucxogamm 6epeMeHHOCTEN

[MokoneHns
[MokasaTtenb
1-e 2-e P
Konn4yecTBo XeHLWMH 44 218
He UMeBLUMX 6epeMeHHocTel, % 45 55 |>0,05
HepoXxaBLUnX, % 45 55 |[>0,05
MMEBLLMX MeanUMHckme abopTbl, % | 34,1 454 |>0,05
MMEBLLMX CMOHTaHHble abopTbl, % | 31,8 | 33,5 |>0,05
MMEBLLUMX BHEMATOYHbIE HepemMeH-
HocTu, % 2,3 0,9 |>0,05
MUMEBLLMX MepTBOpOXaeHUSs, % 45 9,2 |[>0,05
MckyccTBeHHO npepBaHHble HGepemeH-
HocTu, % 18,4 | 24,3 |>0,05
PeanusoBaHHble 3urotbl, % 68,6 66,8 |>0,05

MpumeyvaHune p — ypOBEHb 3HA4YMMOCTU pas3HULbl
MeXAy MoKoNneHnAaMun.

B cpegHeMm y KpbIMCKO-TaTapCKOM XEHLUMHbI NePBOro
NMOKONEHMs 32 PenpPoayKTUBHBIN nepuod Obino 4,2 Gepe-
MEHHOCTM, Y >KEHLUMH BTOPOrO MOKOMIEHMS STOT Nokasa-
Tenb HEeCKONbKO HuKe u coctaBnseT 3,8. Ha ogHy xeH-
LLMHY MEepBOro MOKOMEHUS YCPEeOHEHHO MPUXOAMTCS
MeHee ofHoro meguuuHckoro abopta (0,8), Bo BTOpOM
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NMOKONMEHUM 3TOT nokasaTenb ysenuuunca go 0,9. Ha
JKEHLLMHY MepBOro NoKoneHns npuxoamtcsa npumepHo 0,5
camonpounsBosnibHoro adopta u 0,02BHemaToqHOV Oepe-
MEHHOCTW. TV MoKasaTenu y XXEeHLUMH BTOPOro rnokorne-
HUS YMEHBLUMINNCL U COCTaBMSIIOT COOTBETCTBEHHO 0,3 U
0,01. Y XeHLMHbI NepBOro MOKOMEHUS YMCNO PoAdoB B
cpegHem coctaBnsieT 2,9, BO BTOPOM MOKOMEHWM 3TOT
nokasaten ymeHbluuncs go 2,6. He Bce getn poxga-
TNCb XMBbIMU. ECrniv B nepBOM MOKONEHUN CpEHEE YmnC-
110 XXUBOPOXAEHHBIX AETEN CocTaBnsno 2,8, To BO BTO-
pom — 2,5. Ha gonto MepTBOPOXKAEHWIA Y OLHOMN XEHLUMHBI
nepeoro nokonenus (0,07) npuxoaunnocek 2,4% oT 06-
wero yucra ponos. Bo BTopom nokoneHun 3ToT noka-
3aTenb yBenu4yuncsa He Tonbko abcontoTHo (0,09), HO 1
OTHOCcUTEmNbHO, cocTaBuB 3,5%. MopanbHble Knacchl B
[ABYX MOKOMEHNsIX oTnmMyanuce 6onee vyem B 1,5 pasa no
konuyecTBy 6epemeHHocTen (4,0 ons Nnepsoro nokorne-
HWUS 1 2,5 ong BTOPOro) 1 B 2 pasa Mo >X1BOPOXAEHNAM
n pogam (4,0 n 2,0 4ns NepBoro 1 BTOPOro NMOKOMEHUIA
COOTBETCTBEHHO, Tabn. 2, pUCyHOK).

Ta6bnuua 2
CpeaHee 4ucrio 6epeMeHHOCTeN U UX UCXOO0B Y KeHLWUH

rnepBoOro U BTOporo noKoneHus

[NokoneHune
Moka3saTenb 1-e 2-e p
X+ Sy S X+ Sy S
BepemeHHocTn 42+04 |26 | 3803 |2,1|>0,05
MeguunHckme
abopTbl 0,8+0,1 1,31 0,9+0,06 |1,4|>0,05
CnoHTaHHble
abopTbl 0,5+0,08 | 0,9 | 0,3+0,02 |0,6|>0,05
BHemaTouHble
6epemeHHocTn (0,02 + 0,003| 0,1 0,01 £0,001|0,1| >0,05
Poapbl 29+0,2 1,31 26+0,07 [1,0|>0,05
MepTBOpOXae-
HUS 0,07+£0,01| 0,3 |0,09+£0,01(0,3|>0,05
XXuBopoxgenusi | 2,8+ 0,4 14| 25+02 |1,1]>0,05

f1

MpumeuyaHue. X+s; — cpegHee apudmMeTMyeckoe

CO cTaTUCTUYECKON olmnbkon, s — CTaHOapTHOE OTKIIOHEeHue,
P — YPOBEHb 3HAYUMOCTU pa3HULbl MEXAY NMOKONEHUAMN.

f1
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PacnpegneneHne yncna 6epeMeHHOCTEN 1 X UCXOA0B B ABYX NOKONEHUSIX. @ — BepeMeHHOCTU; 6 — MeguumnHckne abopTl;
8 — CMOHTaHHble abopThl; 2 — xuBopoxaeHus; f1 — nepsoe nokoneHwue, f2 — BTopoe nokonexHve
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Tabnuuya 3
Yucno GepemeHHOCTEN U XKUBOPOXAEHUMN Y XKEHLUUH ABYX MOKONEHUIA B 3aBUCUMOCTU OT CEMENHOro aHaMHe3a
MokoneHne AHamHes n BepemeHHocT X * Sy p YKuBopoxageHusi X + sy p
He oTaroLueH 29 30+04 24+0,3
| Orarowen 15 66+0,5 <0,001 35+0,3 <0,05
He oTaroLueH 150 3,2+0,2 2,4 +0,04
22 | Orsrowen 68 51+0,2 <0,001 27+0,/1 <0,05

MMpumedyaHwue. n—KoNnN4ecTso HabnoaeHuiA.

Bce o6cnepoBsaHHble 6binv pasgeneHsl Ha ABe rpyn-
nol. OQHY M3 HUX COCTaBUMM JKEHLUMHbI, Y KOTOPbIX
B aHamMHe3e umenucb HebnaronpusTHble ncxogpl Oepe-
MEHHOCTM (CMOHTaHHble abopTbl, BHEMaTOYHble Oepe-
MEHHOCTUW, MEPTBOPOXAEHNS) — OTArOLLEHHbIA aHaMHe3.
pynnoi cpaBHEHWS ObINK KEHLUMHbI C HEOTArOLLEHHbLIM
aHamHe3oM. Tak, B MepBOM W BTOPOM MOKONEHWUMN XKEH-
LWMH C OTArOWEHHbIM aHaMHe3oM Obina Moyt TpeTb
(34,1 n 31,2% COOTBETCTBEHHO). Y XEHLUMH C OTArOLLEH-
HbIM aHamMHe30M 4ncno 6epemeHHocTern 6bino B 1,6-2,2
pa3a OonbLue, YeM Yy >XEHLMH C HEOTArOLEHHbIM aHaM-
He3oM. [Mpy 3TOM 1 YNCIO XKMBOPOXKAEHHBIX AETEN BbilLie
B CEMbSIX C OTArOLIEHHLIM aHaMHE30M. JTW pasnuuns
OorbLUue BbIpaXXeHbl B MEPBOM MOKONeHUM (2,4 npoTtus
3,5), 4yem Bo BTOpPOM (2,4 npoTuB 2,7, Tabn. 3).

CpaBHeHVMEe  penpoOAYKTUBHBLIX  XapaKTepUCTUK
KPbIMCKO-TaTapCKMX XEHLUMH ABYX CMEXHbIX MOKONEHWIA
rnokasano, 4To B LeNIOM UX AUHaMUKa HaxoguTcs B pyc-
ne obLeMnpoBbIX TEHAEHUWNA, BbipaXKaroLUXCA B CHU-
XEHUM POXOAEMOCTU 3a CYET WCKYCCTBEHHOrO perynu-
poBaHuS.

PasHble rpynnbl HaceneHus WMMET pasnuuns B
CMEPTHOCTW U NNOAOBUTOCTW, YTO onpefensieT ux ec-
TEeCTBEHHbI AnddepeHumaneHein npupoct [8]. [Mpu
CpaBHEHUUN PENPOAYKTUBHBIX XapaKTEPUCTUK >KEHLLWH
CMNaBsHCKMX HaLMOHanbHOCTEN (PYCCKUX U YKPauHOK),
npoxwsarowmx B Kpbimy [5], ¢ AaHHbIMKU, NOMyYEHHBIMA
ANS KPbIMCKUX TaTapok, BbIBNEH pag pasnuyui. [nas-
HOe pasnuyme 3akrnyaeTcs B TOM, YTO ANSA KPbIMCKMX
TaTap XapakTepeH pacLUMpEeHHbIA TN BOCMPOM3BOACT-
Ba HaceneHusl, a ANs PYCCKUX W YKpauvHLUEB, MPOXM-

BaroWmx B KpbiMy — CyXXEHHbIN. OTU pasnuyns MoryT
NOBNWATL Ha 3THNYECKUI cocTaB HaceneHus Kpeima.

Aemopbl  eblpaxatom  brazodapHocmb  1pPoch.
J1.A. AmpameHmoeol 3a npednoxeHHy memy uccrie-
0osaHUs U MOMOWb 8 aHaslu3e OaHHbIX.
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Cunbupckue Tatapbl — KOPEHHOE HaceneHune 3anag-
Hoi Cnbunpun. DTHOreHe3 cnbmpckmx TaTap, Kak u aTHore-
He3 OOSbLUMHCTBA KOPEHHbIX HapogoB Cubupun, — 3To
pacTSHYBLUMACSA BO BPEMEHM MPOLIECC CMELLeHUst Hace-
TNEHVSI, TOBOPVBLLEMO Ha YrOPCKUX, CaMOAUMNCKUX, THOPK-
CKMX M MOHFOMnbCKUX A3blkax. OCHOBHOE S4pO COCTaBWUMu
TIOPKCKME mremeHa, npuwepwme B 3anagHyro Cnbups ¢
BOCTOKa — M3 MWHYCMHCKOW KOTMOBWHLI U C tora — U3
CpegHent Asum n Antas. B XI-XlI BB. cywjectBeHHoe
BNMsiHME Ha (OOPMMPOBaHNE CUOMPCKO-TATAPCKOro 3THOCa
okasanw Kbinyaku, a nosgHee — B XVI-XIX BB. — 6yxapupl,
TeneyTbl, Ka3aHcKkue TaTapbl, ballkupbl 1 ka3axu [8].

CoBpeMEHHbI 3THUYECKUIA apean cMbupcknx TaTtap
oxsaTbiBaeT Kemeposckyto, Hosocmbupckyto, Omckyto,
Tomckyto 1 TromeHckyto obnactn Poccuiickonn ®epepa-
umn. B cocTtaBe cubupcknx Tatap BblgenstoT GapabuH-
CKyto, TOOOMNO-MPTHLILLCKYD M ToMckyto rpynny. Camon
KPYMHON B YMCINEHHOM OTHOLLEHUM U pa3HOObpa3sHoW Mo
COCTaBy BXOASALUMX B HEe MOArpynn SBNSEeTCA rpynna
TO60NO-MPTHILLCKMX cnbupckux Tatap. OHa oObeanHSIET B
CBOEM COCTaBE THOMEHCKO-TYPUHCKMX, TOOOMbCKMX, SC-
KONBWHCKMX (3aB0noTHBIX), KypAaKcko-capraTckmx 1 Tap-
CKMX TaTap. BHYTpM TIOMEHCKO-TYPUHCKUX, B CBOK OYe-
pedb, BbIOAENAT COOCTBEHHO THOMEHCKMX, TYPWHCKMX
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N SNyTOpOBCKMX TaTap. BHyTpu Tobonbckux — apem-
39HCKO-HAOLMHCKY0  (CEBEPHYH), MCKEpPO-TOBONBCKYHO
(ueHTpanbHo-To6onbCKyt0), HGabacaHCKyld M WLLITAKCKO-
TOKY3CKyI0 (Barancko-yBaTckyto) noarpynnbl. Kaxpas us
3TUX rpynn Tatap obnagaet 0cobor ATHUHECKON UCTOPK-
el 1 3aHMMaeT onpeaereHHbIN 3THUYECKUIA apean.

WccnepoBaHne cTpykTypbl reHOPOHAO0B CUOMPCKMX
TaTap, yCTaHOBMEHNE reHETUYECKUX B3aNMOOTHOLLEHWIA
MeXAY OTAENbHbIMUA ITHUYECKMMU W CYOSTHUYECKUMM
rpynnaMmu, a Takke OLEHKa MONOoXeHWs reHooHOoB
CcMBUpCKUX TaTap B reHEeTUYECKOM MPOCTPaHCTBE Hapo-
poB Cnbupn n CesepHon A3un NpeacTaBnAlnTCca Ypes-
BblYaHO aKTyanbHbIMW, TaK Kak MO3BOMST He TOMbKO
JeTann3npoBaTb COBPEMEHHbIE npeacTaBneHns o6 mx
nonynAUMOHHO-TEHETUYECKON CTPYKTYpe, HO U MOA, HO-
BblM YrNOM B3rNsSHYTb Ha OTAENbHbIE CMOPHbIE BOMPO-
Cbl 3THUYECKO NUCTOPUN.

CerogHsa reHodoHn cubmnpckmx Tatap mnccnenoBaH
KpaiHe dparmeHTapHo: nonynaumum To60n0-MpThILLCKMX
cMbupckux TaTap NpoaHanu3upoBaHbl Ha OCHOBE Knac-
CMYECKNX reHeTudeckmx mapkepos [4, 10] 1 MUTOXOHA-
puaneHon OHK [3]; reHOOHA TOMCKMX CMOMPCKMX Ta-
Tap M3yyYeH No AaHHbIM ayTocoMHbIx [OHK-mapkepos —
ALU-nonumopdunama B renax ACE, ApoA1, F13B, PV92
n PLAT [5] n nonumopdguama reHos ADH1B n ALDH2
[1]. YTo kacaeTcs rannorpynn Y-XxpOMOCOMbI, TO UCChe-
[OBaHWe 3TOro Krnacca MapkepoB paHee Obino ocyle-
CTBMIEHO TOMbKO B MONYNAUMAX TOMCKUX CUOUPCKUX
Tatap [5, 9]. B HacTosILWen cTaTbe NPUBOAATCA pesyrib-
TaTbl W3yYeHWs reHodoHga nsaTM  rpynn  Toborno-
MPTBILLCKMX cubmpcknx Tatap TroMeHckon obnacTtu no
rannorpynnam Y-XpOMOCOMBI.

Martepuan u metoabl

Matepuan gnst nccnegoBaHus cobpaH B Xof4e Kom-
NMEKCHbIX 3KCneauumin nadopatopumn nonynsuMOHHON
reHeTnkn 4denoseka MeauKO-reHETUYECKOTO Hay4YHOro
ueHTpa (MFHL) PAMH (r. Mockea) n kacdenpbl reHeTu-
kn KemepoBCKOro rocyqapCTBEHHOrO YHUBEpcUTETa
(r. KemepoBo) B Baravickuii, Tobonbckuii, THOMEHCKUIA 1
AnyToposckuin panoHsl TtomeHckon obnacTtn. K obene-
JOBaHUIO Mpurnawianicb MY>X4YMHbI, HE COCTOsILLUME B
KPOBHOM POACTBE, BCE NPEAKM KOTOPbIX OTHOCWUMUCH K
AaHHON 3THWYECKOW rpynne Ha MPOTSXKEHUN KaK MUHU-
MYM TPEX NMOKONEHUN.

C6op Guonornyeckoro matepuana (BeHO3Hasi KpoBb)
OCYLLECTBMANCA C MUCbMEHHOTO MHOPMUPOBAHHOIO
cornacus obcnenyemoro, nof KOHTPONeM 3TUYECKOW KO-
muccun MIMHL, PAMH. O6cnenoBaHnem Obin 0xXBadeHbl
TOGONO-MPTHILLCKME TaTapbl THOMEHCKO-TYPUHCKOW (TtO-
MEHCKME W SAnyTOpOBCKME), TOBONbCKOW  (MLUTSAKCKO-
TOKY3CK/E M UCKEPO-TODOMbCKNE) N ACKONBUHCKOW rpynm.
CymmapHbI 06bem BbIGopku cocTaBun 392 yenoseka.

[Onsa BbiABNEHUS cneumdunyecknx MapkepoB B MO-
NyNAUnsaX pasHbiX STHUYECKUX U CyOITHUYECKMX rpynn
TaTap Kaxgbli obpasel Obin npoaHanu3npoBaH Mo na-
Henn 17 mukpocatennuTHbix (STR) mapkepoB Y-xpomo-
combl: DYS389I, DYS389Il, DYS390, DYS456, DYS19,
DYS385a, DYS385b, DYS458, DYS437, DYS438,
DYS448, GATA_H4, DYS391, DYS392, DYS393,
DYS439, DYS635 — ¢ ncnonb3oBaHNeEM KOMMEPYECKOrO
Habopa Y-filer PCR Amplification Kit (Applied Biosys-
tems). [laHHble mMapkepbl BXOAAT B Hambonee LUMpoko
ucrnonb3yemyto B Mupe naHenb (Y-filer) komnaHunm
Applied Biosystems.

Pe3ynbTatbl M 06cyxaeHue

AHanusa rannoTunM4ecKkoro pasHoobpasns Y-xpomo-
COMbI B Nonynsaumsax Tatap THOMEHCKON 06nactu BbISBUI

psg cneundryecknx HYepT, PopMUPYOLLMX OCODbIN reHe-
TUYECKMI «MOPTPETY KaxKgon obcrnenoBaHHOM NOAMPYNbl
cmbupcknx Tatap. Bcero B natm nonynaumsx Toboro-
MPTBILLICKUX CMBUpckmnx Tatap Obin oBHapyeH 0OLUMPHBIN
cnekTp 13 19 rannorpynn Y-XpoMOCOMbI.

TiomeHcKkas nogrpynna npeacTaBneHa B Uccreno-
BaHUM TaTapamu-Gyxapuammu ToMeHckoro paioHa Tto-
MeHCKo obnactu. byxapubl — 3TO 3THOCOCNOBHas
rpynna BHYTPW THOMEHCKUX, UCKEPO-TOBOMbCKMX U Tap-
ckux Tobono-npThickMX Tatap. B ee cdopmuposaHmm
NPUHANKM y4actue Bbixogubl n3 Camapkanga, Yprerya,
Byxapbl n gpyrux ropogos CpepgHen Asunun, KoTopble
HasbiBanu cebs «Byxapnbik» unu «capTbl». OCHOBHbI-
MU parioHamu pacceneHus byxapueB B Cubupun Gbinm
okpecTHocTn Tobonbcka, TiomeHn u Tapbl. B HacTos-
wee Bpems Oyxapubl, npoxuBawowme B THOMEHCKON
obnactv, noABeprnncb 3Ha4YMTENbHON acCUMUNIALNM
MECTHbIM CUBMPCKO-TaTapckMm HaceneHmem [7].

WccnepoBaHve cnekTpa rannorpynn Y-
XPOMOCOMbI B nonynsauMy Tatap-6yxapues nokasano,
4YTO OCHOBHOW BKMag B hopMUpoBaHne nx reHooHaa
BHocuT rannorpynna G2a-P15 (39%). Mpumevartens-
HO, YTO 3Ta ranmorpynna sBNSeTCs 4acTon y psga
Hapopos KaBkasa: coctaenseT 66% reHodoHga oce-
TVH, BapbupyeT oT 24% n Gonee y apbiro-abxasckux
HapOAoB, a Y TIOPKOA3bIYHbIX KapayaeBues n 6ankap-
ueB BcTpeyaetca ¢ yvactoton 31-33% [2, 6]. OTme-
TMM Takxke, 4To rannorpynna G npepctaBneHa B CO-
BpeMeHHOM HaceneHun bnwmxHero BocToka: B
Uspanne (9,8%), Typumum (9,2%), Ernnte (9%), MNMane-
cTuHe (8,9%), Jlnsane (6,0%), NopamarHun (5,5%), Cu-
pun (4,8%) n Cayposckon ApaBuun (4,5%) (Y-base).
Beicokun npoueHT rannorpynnel G2a B reHodoHae
TIOMEHCKUX TaTap W ee OTCYTCTBME Y APYrMX NOArpynn
cnbrpckmx TaTap, a TakKKe HexapakTepHOCTb Ans
JaHHOro pervoHa n TIOPKOB B LIENOM, 32 UCKMOYEHN-
em KaBkasa, roBopuMT O BO3MOXHOCTW €€ MNpuBHece-
HUS OTAENbHLIMU MUrPaUMAMM C tora u nocnegyoLle-
ro gpenda, ogHaKo gaHHoe npegnonoxeHue Tpebyer
JanbHenwero nccnegosaHus. Ewe tpu rannorpynnel,
cocTaensowWwme reHodoHS TIOMEHCKOW MNoArpynmbl,
XapakTepHbl ANs KOPEHHOTO HAceneHus AaHHOro pe-
rmoHa. 3to rannorpynnel R1a-M198 (14%), N1c-
LLY22 (9%), N1b-p43 (9%). B Cnbupn atn ranno-
rpynnbl UMEKT LUMPOKOE pacnpocTpaHeHne. Tak, Ha-
npumep, R1a HageHa y MHOMMX KOPEHHbIX CUBUPCKMX
HapogfoB, HO Goree Bcero oHa pacnpocTpaHeHa y an-
TanueB — A0 40%. Y AKyTOB 1 BOCTOYHbIX OypAT BCTpe-
YaemocTb rannorpynnsl N1c1 gocturaet 80-90%, oko-
no 50% y 4ykyen, y xaHTOB, MaHcu, HeHueB — Ao 40%
(www.genofond.ru).

AnyTopoBckas noarpynna mccnegoBaHa Ha OCHO-
BE TIOMEHCKO-TYPUHCKMUX CMOMpPCKMX TaTap AnyTopoBs-
ckoro panoHa. C TIOMEHCKO-TYPMHCKMMMK TaTapamu
cBA3aHO Hambonee paHHee rocygapcTBeHHoe obpa-
30BaHue cubupckux Tatap — THOMeHckoe xaHCcTBO. K
npuxody pycckux B Cubupb OHW 3aHMManu TeppuTo-
puto 6acceiHoB Typbl, TobGona (no4tTn A0 BnageHUs
Taeabl), Huuubl, Ucetn, MbiwMbl 1 TPUTOKOB 3TUX peK
[8]. B koHue XVI-XVII BB. THOMEHCKO-TYpMHCKME TaTa-
pbl MHTEHCUBHO KOHTaKTMpoBanu ¢ BGawkupamu (Mnm
rpynnamy, Mo3)e BoOWeAWwnMU B COCTaB Oallukup)
MeiwmuHckon, UceTckon, a Takxke Tepcsaukon Bomoc-
Tenn TiomeHckoro okpyra. CmelleHne ABYX THOPKCKUX
rpynn 3aBepLianocb ¢opmupoBaHnem ocobon noa-
rpynnbl, MOMyYMBLUEA TeppUTOpManbHOE Ha3BaHue
ANYTOPOBCKMX TaTap. AnyTopoBCKMe TaTapbl CErofHs
NPOXMBAIT B FOKHOW YacTu pacceneHns TIOMEHCKMX
TaTap, B paioHe ropoga AnyTtopoBcka.
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AHanus cnektpa rannorpynn Y-XpOMOCOMbI Yy Sic-
KONMOUHCKUX CUOMPCKMX TaTap BbISIBUN Hanuune Ma-
xopHon rannorpynnsl N1b-p43, koTopas cocrtasnser
OBe TpeTun ux reHogoHaa (62%). MI3BeCTHO, 4TO C Bbl-
COKOW 4acTOTOW 3Ta rannorpynna oTMe4YyaeTcsl y MHOMMX
HapopoB 3anagHoi Cubupu — HraHacaH (92%), sHueB
(78%) n TyHApPOBBLIX HEHUEB (74%). JocTtaTo4HO LMpo-
KO OHa pacnpocTpaHeHa y komu (35%), xakacos (34%),
yamypToB (30%), Todpanapos (25%), aBeHkoB (25%),
TyBuHUeB (18%), Bencos (18%) (www.genofond.ru).
CnegywowymMm no 4actotTe BCTPEYaEMOCTM OKasasnucb
rannorpynnel N1c-LLY22 1 N-M231, koTopble cocTas-
naT no 10% reHodoHAA SICKONOUHCKMX CUOMPCKUX
TaTap. lNpumeyaTenbHO OTCYTCTBME B UX reHOOHAE
rannorpynnsl R1a-M198, koTopasi oTmMeveHa BO BCeX
ocTarnbHbIX WUCCNeAOBaHHbIX rpynnax To6oMno-npTbiLl-
ckux TaTap TromMeHcKkol obnacTu.

Takum obpas3om, B LIENOM MOXHO caernaTb 3akIo-
YeHre O TOM, YTO AnS reHodoHAa TOOOMO-MPTHILLCKNX
cnbupckux TaTtap Hanbornee XxapakTepHbIMU SBRASHOTCSA
rannorpynnel N1c-LLY22 n R1a-M198: oHn npucyTcT-
BYIOT B YeTbIpeX MoArpynnax u3 naTv, HO B pasHOM
NPOLEHTHOM COOTHOLUEHUW. BeposiTHO, 3TO MOXeT OT-
paxaTb 06LyMe 3THOreHeTU4Yeckme KopHu obcrenoBaH-
HbIX rpynn cnbupckmx Tatap. OTCyTCTBMUE rannorpynmbl
R1a-M198 y sickon®uHCKMX CMOMPCKMX TaTap MOXET
ObITb CcBA3aHO C adpdekTamu gpeida reHoB — Ha ero
BbICOKYI0 WHTEHCMBHOCTb YKasblBaeT OYEHb BbICOKast
YyacToTa BbISIBNIEHHON B UX reHO(OHAE MaXKOPHOW ran-
norpynnel N1b-p43. OTmMeTM Takke, YTO OTMEYEHHbIE
CMEeKTP W YacToTbl rammorpynn Y-XpoMOCOMbl cubup-
CKUX TaTap AEMOHCTPUPYHOT CXOACTBO WX reHodoHAaa
C reHooHAaMU psiga OpYyrvx TOPKCKUX HapogoB Cubun-
pW, B 4aCTHOCTY C Takumu Hapogamum Antae-CasiHcKoro
pernoHa, kak Lopubl, anTalubl M Xakacbl, Y€l reHo-
hoHA Takke xapakTtepuayeTcsi npeobrnafgaHnem 3anag-
Ho-eBpasuiickor rannorpynnel R1ala wn cesepo-
espasuickmx rannorpynn N1b, N1c1 n Q. OgHako co-
OTHOLLEHVE 3TWX ranmorpynn B Kaxxgow nogrpynne cu-
Oupckmx TaTtap BapbupyeT. B ocHoBe Takoro pasHoob-
pasus MOryT nexaTb OCODEHHOCTM WX 3THOreHesa:
pasnuyHbIA BKMag, pasHbiX N0 NMPOUCXOXAEHUIO NIEMEH
N HapofoB. [nsi Nony4yeHns aprymMeHTMpPOBaHHbIX OLe-
HOK HeoBXOAMMO NPOLOIIKEHNE W3YYEHUS MapKEpPOB

Y-XpOMOCOMbI B MCCREA0BaHHbIX MONYMSALMSX, @ TakkKe
paclwpeHne CnekTpa OXBayeHHbIX MOMNynsauui u cy-
©3THMYECKMX Tpynn, YTO NO3BONUT B AarbHeWLeM ae-
TanMsupoBaTb NpeacTaBrieHnst 06 0COBEHHOCTAX reHe-
TUYECKOW CTPYKTYpPbl U YTOYHWUTb MNyTU ISTHOreHesa
cmbupckux TaTap, Yelt reHooHL A0 HaCTOosILero Bpe-
MEHU NPaKTUYECKN HE UCCIea0oBaH.

UccnedoeaHue 8bIMOIHEHO npu ¢huHaHCo8oU Moo-
oepxke epaHma PO®®U Ne 14-06-00272_a.
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9BOJMIOLUUOHHBLIE ACMNEKTbI FTEHOMHOIO UMIMPUHTUHIA B PEMPOOYKLIMX YEJIOBEKA
1 PA3SBUTUN LEHTPAIIbHOWU HEPBHOW CUCTEMbI
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BBepeHue

ComaTtuyeckne KrneTku AUNIOUGHOro opraHu3ma
obragatT ABYMS POAUTENLCKAMK KOMUAMMU FeHOB. TO
JaeT OTLOBCKMM U MaTePUHCKMM JIOKycam MOTEHUM-
anbHyl0 BO3MOXHOCTb ObiTb B paBHOW CTEMEHW aKTuB-
HbIMW B TFEHOME MOTOMKA. MEHOMHbIA UMMPUHTUHI —
beHOMEH, KOTOpbIN HapyliaeT Takyl OuannenbHyo
akcnpeccuto. Ero nosieneHne B 3BOMOLMM CTaBUT BO-
MpPOC O TOM, MOoYemy y AUMIIONAHOTO OpraHu3Ma passu-
BaeTCA MPOLIECC MOAABIEHUS SKCMPECCUM HEKOTOPbIX
reHoB Ha OAHOM 13 FOMOJIOTOB U, TEM CaMbIM NMPOUCXO-
VT BO3BpAT K ranyionansauum aTux anneneu.

[€HOMHBIV UMMNPUHTUHT ONMCaH Yy HEKOTOPbIX Hace-
KOMbIX M BBICLUMX PacTEHU, a Takke y cymyaTbiX ©
nnaueHTapHbIX MnekonuTawwmx. B reHeTnyeckom
CMbICNe TEPMUH «UMMPUHTUHM» (OT aHrn. Imprint — oT-
neyaTtok) BrepBble Obin npumeHeH B 1960 r. XeneH
Kpoy3 ansa onucaHvsa cenekTuBHON SNMMUHaLMn OTLOB-
CKUX XPOMOCOM Yy HacekoMmblX, a umeHHo y Sciara [1].
Y nWCTOBbIX KOMAapuUKOB W ramnuy OTLOBCKUA Habop
XPOMOCOM MOJIHOCTbK paspyLlaeTcs WU BO BPEMS
crnepmaToreHesa, unv npu gpobnenunn [2, 3].

Y HEeKOTOpbIX BbICLUMX PACTEHUIA, TaKUX KakK KyKypy-
3a (Zea mays) wn pesyxosupka Tans (Arabidopsis
thaliana) reHOMHbIA VMMNPUHTUHT OBHapYXXeH TOMNbKO B
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aHpgocnepme [4]. Y A. thaliana BbiISBNeHO YeTbipe VM-
NPVHTUPOBaHHbIX reHa: PHEREST1 — OCHOBHOWN TeH,
y4acTBYHOLMIA B Pa3MHOXEHWM KIeToK 3SHAO0CMepMma;
FWA xoaupyeT TpaHCKPUMLUMOHHBIN ¢haKTop, KOTOPbIA
y4YacTByeT B perynsuum aKkcnpeccun reHos; FIS2 aBns-
eTcsl (aKTOpOM TPAHCKPUMLMK, KOOPAUHUPYET pasBu-
Tve 3apopfbiwa B 3Hpocnepme, MEDEA (MEA) — reH
rpynnel Polycomb, KOTOpbIA perynmpyeTt 3KCMpeccuto
Apyrux reHos [5, 6].

Y LUBETKOBbIX PaCTEHUIA N MIEKONUTAIOLLMX B Pa3Bu-
BatloLeMcs 3apoppille (HhOPMMPYHTCS TKaHW, KOoTopble
obecneymBatoT NOCTYMNMNEHNE NMTaTENbHbIX BELLECTB OT
MaTepu: y MIEKONMUTaLWMX 3TO BHE3APOAbILLEBbIE TKa-
HW (B YacTHocTW, TpodobnacT), a y LBETKOBbIX pacTte-
HWA — aHpocnepm. MNpumeyaTenbHo, YTo TpodobnacT
obpasyeTca npu ApobneHun camon 3uUroTbl, a 3HAOC-
nepMm BO3HUKaET OTAENbHO OT Hee, Mpu CIUSHUU ABYX
ranfnovgHbIX MaTepuHckmx sgep (m) ¢ Ss4pomMm BTOPOro
cnepmaTtosomnaa (p) (2m:1p).

Y mnekonuTamowmx okono 80 — MMNPUHTMPOBAH-
Hble [7]. OTo B OCHOBHOM GenoK-KOAMPYHLUNE TEHbI,
OONbLUMHCTBO M3 KOTOPbIX CTPYNMNMpOBaHbl B KnacTepbl
nog oOWMM BHYTPEHHWM PErYyNSATOPHBIM KOHTPONEM
LEHTPOB UMMPUHTUHra. B kaxgom knacrtepe 3Tu UeH-
TPbl B CiS-NOMOXEHUN UHULMMPYIOT BbIKIIOYEHME TpaHC-
KpUMNLMN UMNPUHTUPOBAHHbIX FEHOB Yepe3 MPOAYKLIMIO
HeTpaHcnmpyemon PHK, a nocnegytoliee metunmposa-
Hue [OHK 3akpennseT aTo COCTOsIHUE.

M'MnoTte3bl BO3HUKHOBEHUSA FEHOMHOIO
UMNOPUHTUHIA B 3BOJTIOUUU

[€HOMHBIVi UMNPUHTUHI UMEET HEKOTOpble 0CODEH-
HOCTW: (DYHKLMSA perynsumm pocta, orpaHuyveHue um-
NMPUHTUPOBAHHBIX FEHOB MMaLEHTapHbIMU U CyMYaTbIMM
MNeKonnTarnLwmmmn 1n, HakoHel, H606XO,D,VIMOCTb OoTLOB-
CKOro reHoma gns passutusa nnoga. dTn OYyHKLUN MOo-
rYyT COOTBETCTBOBATbL HECKOJNIbKMM rmMnoTes3am. O,D,Ha n3
HWX MpegnonaraeT, YTO UMMPUHTUHT PasBUmCS B Kade-
CTBe 3alyMTbl OT NapTEHOreHe3a W CBHA3aHHbLIX C HUM
HapyLleHWniA pa3BuTus, YTOObI n3bexaTb BbICOKOW Yac-
TOTbl FTOMO3WUIrOTM3auUMN BPELHbIX PELIECCUBHBIX MyTa-
umn [8]. Kpome TOro, cornacHo runotese «3aMegneHHom
©0MObI» FEHOMHbIA UMMAPUHTUHF, BO3MOXHO, MOSIBANCS,
4YTOObl COXPaHWUTb OOUWTbLI OT feTanbHON TepaToMbl
ANYHMKOB, opMUpYlOLLEnca npu napTeHoreHese [9].
Ewe opgHa runotesa — «TpocdobnactHas sawmta» —
npegnornaraeT, YTO MaTEPWHCKUA FEeHOM HaxoAWTCs B
YCrNOBUAX MOBbLILIEHHOINO prcka BCMEeACTBME TOro, YTO
MaTb aHaToOMWYecku npucrocobneHa K BHYTpUyTpoO-
HOMY BOCMPOV3BEAEHWIO, U 3TOT PUCK BO3HMKaET, ecnu
CMOHTaHHas aKkTUBauus oouuTa MNPMBOAWUT K MOFHOMY
ambpuoHansHomMy passutuio. Takum obpasom, npepno-
naraeTcd, 4To UMNPUHTUHT nuobo nogaBsndAeT 3aKcnpec-
CVIIO FTEHOB Ha MaTepWHCKON XPOMOCOME, CTUMYIUPYHO-
WKMX passBuTMe nnaueHTbl, Nnbo aKTUBUPYET TreHbI,
NUMUTUPYIOLLME 3TOT npouecc. Te reHbl, KOTopble
HeobxoAumbl ANS (OPMUPOBAHWUS NNaUeHTbl, 3KC-
npeccuposanunce Obl, crnegoBaTenlbHO, TOMbKO C OT-
LLOBCKOro reHoma, nocre Toro Kak npousoLuno onsofo-
TBOpeHue [10].

Heckonbko Apyrmx runotes Obinun npeannoXexHbl 4nsa
0OBACHEHNST afanTMBHOMO MPeVMyLLecTBa UMMPUHTUH-
ra B 3BONOLMN NnaueHTapHbIX Mnekonutaowmx. OgHa
13 HNX, «0BOPOHUTENBHAsA», OOBACHAET POfb rEHOMHO-
ro UMMAPUHTUHIA C TOYKN 3PEHWs 3awuTbl reHoma
X035IMHa OT MPOHUKHOBEHNS B HETO YyXEePOAHbIX reHe-
TUYecknx anemeHToB. CormacHo 3TOW runoTese WM-

NPUHTWHF, U B YacTHOCTU mMeTunuposaHme OHK, — aTo
3aLUUTHBIA MexaHu3Mm, obecrneymBaroLLMi UHAKTUBALMIO
napasutnyecknx nocneposatenoHocten [OHK, Takmx
KaK TpaHcrno3oHbl u nposupycHasa OHK [11]. U, pelicT-
BUTENbHO, reH Peg10, HeobxoAuWMbIA ANA pPas3BUTKSA
NnaueHTbl, MyTEM TOpPU3OHTaNbHOro nepeHoca Obin
no3avMCTBOBaH CyMYaTbIMW MIIEKOMUTAIOLIMMMK Y PET-
poTpaHcno3oHa Sushi-ichi, oTHocsLLerocs kK cemencTay
Ty3/gypsy LTR, a peneumsa 3TOro reHa npuvBoOAWT K
paHHeln ambpuoneTanbHocTM y Mblwm [12]. Ewe opuH
UMMNPUHTUPOBAHHBIN reH Peg171 (Takke N3BECTHbIN Kak
RtI1) — «oQOMaLLUHEHHbIA» PETPOTPAHCMNO30H CEMENCT-
Ba Ty3/gypsy LTR. Ero runomeTunupoBaHne npuBoauT
K MblLLEYHOW runepTpocumm nnoga [13].

OpHako camMoi nonynsipHOW SIBMSIETCS runoTesa,
KoTopasi npegnonaraeT, 4YTO TEHOMHbIA WMMPUHTUHT
pa3BunCs B OTBET HA CUTyaLMIO «KOHIMKTA MOMOB UNn
KoaganTaumo» — OTLIOBCKOrO Y MaTePUHCKOro reHOMOB
B perynsumm pocta nnoga [14]. YeenuueHve nnaueHTsbl
M Macchl nroga MoxeT obecneynTb MpevMyLlecTBeH-
HOE pa3MHOXEHWe MOTOMKOB MO NMHWM OTua, HO Mpwu
3TOM UCTOLMT pecypcbl MaTepu. OgHako ecnu pocT
nnaueHTbl U Noga HaxXoAWUTCs NoA KOHTPOMEM CO CTO-
pOHbl MaTepu, TO OHa CMOXeT obecneynTb BOCMPOU3-
BOACTBO 6GonblLUero ymcrna noTOMKOB MO CBOEW NMHUW.
OTa cuTyauusi BO3HMKAET B CUNY MPOTUBOMONOXHbIX
KMHTEPECOB» MAaTEPUHCKOrO M OTLOBCKOTO FEHOMOB.
OTcioga MOXHO npegnonaratb, YTo MaTe OyaeT vMm-
NPUHTMPOBATbL UMW BbIKMHOYATb MEHbI, CNOCcobCTBYOLME
poCTy nnaueHTbl U nrofa, Torga kak otey OygeT no-
0aBNATb SKCMPECCUI0 TEHOB, NPEMATCTBYIOLLYIO 3TOMY
pocTy. [Mo3aToMy OTLIOBCKME 3KCMpeccupyemMble anmnenm
CTUMYMUPYIOT POCT 3MOPMOHA, MAKCUMU3NPYST KOHKYPEH-
TOCMOCOBHOCTb MHAUBMAYANbHOrO MOTOMKA, WMELLEro
KOHKPETHbIA OTLOBCKUIA reHoM. MaTepurHckue akcnpec-
C/pyemMble VMMMPUHTUPOBAHHbIE TeHbl, HaobopoT, no-
AaBNST POCT nnoga, Ytobbl pacnpeneniTs MaTepuH-
CKUe pecypcbl MeXxay Kak MOXHO Oonbluero 4ucna
NOTOMKOB, KOTOpble MOTryT UMETb pa3Hble OTLIOBCKME
reHoMbl. JTa runoTesa ycnewHo obbACHSAET 3Kcrnpec-
CUIO TeHOB — CTUMYMSATOPOB pocTa (Hanmpumep, IGF2,
INS, PEG1/IMEST n KCNQ1OT1) Tonbko Ha OTLIOBCKMX
romMoriorax u 3KCMPecCuo TONbKO Ha MaTEPUHCKUX ro-
Mororax MHrméuTopoB pocta (Hanpumep, IGF2R, H19,
GNAS, CDKN1C (P57°F%), KCNQ1 (KVLQT1) u
GRB10/MEG1) [2].

'MnoTe3oi «KOHGMMKTa MNOMOB» XOPOLIO OOBLACHS-
€TCs O0COBGEHHOCTb 3KCMPECCUN  UMMAPUHTUPOBAHHBIX
reHoB Igf2 v Igf2r y mbiwn. Igf2 ctumynupyeTt pocT am-
OpuoHa 1 aKcnpeccuMpyeTcst TOMbKO C OTLOBCKOrO an-
nena. OH yBenuuMBaeT MOCTYNSIEHNE MUTATENbHbIX
BELLeCTB OT MaTepu 3MOpuoHy. KpynHble 3mMOpUOHbI
umeroT Gonblue LaHCOB Ha BbDKMBaHWE (4TO yAoBMe-
TBOPSIET MHTEPECHI 0TLA), OAHAKO ANA MaTepu KPYMHbINA
3MOpPUOH MOXET okasaTbCs Cnuwkom gdopor. [Moatomy
ANs MaTepy BbIFOAHO OrpaHU4MTb MOCTYMMEHWe nuTa-
TEnbHbIX BELLECTB KOHKPETHOMY 3MOpUOHY, OCTaBuB
YacTb CBOMX PECYpPCOB ANSA APYruX 3MOPUOHOB, OT ApY-
rx oTLoB. TO 06BACHAET OTCYTCTBUE aKcnpeccum Igr2
C MaTepuHckoro annens. Igf2r nogaBnsieT pPocT M-
OpuoHa 1 3KCNpeccuMpyeTcsi TONMbKO C MaTEePUHCKOro
annens. CesasbiBaHve Igf2r ¢ 1gf2 npuBoguT k gerpaga-
uun obownx OernkoB, NoaToMy /gf2r ABNAETCA aHTaroHw-
ctom /gf2. Takum o6pa3oM, MMNPUHTUPOBAHHbIE TEHbI
19f2 v Igf2r aBnsoTCA OpPyANsMM B BOWHE OTLOB M Ma-
Tepen 3a pecypcbl, KOTOpble MaTb MOXET npefocTa-
BUTb 3MOPUOHY.
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FeHOMHbIN UMMNPUHTUHT Y MJTeKONMUTaAKOLWKUX

[eHOMHbBI UMNPUHTUHF XapaKTepeH Ans ABYX WH-
paknaccoB MnekonuTarowmx — Metatherians (cymya-
Tble, TaKMe Kak Oonoccym W Barnnabu, KoTopble UMERT
3NeMeHTapHyo nnaueHTy) u Eutherians (WCTWHHbIE Nna-
LeHTapHble mnekonuTatowme) [15]. Y Monotremata (siiA-
Leknagywne Mrekonutalome, Takme KakK YTKOHOC U
exXvaHa) UMNPUHTUPOBAHHbIX FEHOB HE 0BGHapy»keHo [16].

PaHHWe mnekonuTarome Npou3oLLnn OT PENnTUnuiA
okoro 310 MnH neT Hasap. Alueknagywye Mnekonu-
TaLmMe pasoLnucb ¢ nnaueHTapHbeiMu okono 166 mnH
1eT, a pasgeneHne Ha nnaueHTapHbIX MITEKONUTAOLLNX 1
cymyaTtbix npousowno 125-148 mnH net Hasag. Takum
06pa3oM, TFEeHOMHbIA WMMAPUHTUHT Y  MMAEKOMUTAKOLLMX
BO3HWK B 3BOmMoumu npumepHo 150 mnH net Hasag. B
OTHOLLEHWMN PENPOAYKTUBHOWN CTpaTerMm nraueHTapHble
N CymMyaTble MIIEKONUTaIOLME OTMMYaTCA OT BCEX
ocTarnbHbIX, BO-NEPBbIX, BO3MOXHOCTbIO 3apoAbllla
HENoCpeaCTBEHHO BNUSITE HA 0OBLEM MaTEPUHCKUX pe-
CYpCOB, MCMNOMb3yeMbIX ANs ero co6CTBEHHOro pocTa.
BonbLuMHCTBO 6€CMO3BOHOYHBIX U NMO3BOHOYHbBIX UCMOIb-
3ylOT PEMPOAYKTVMBHYIO CTpATErMio, CBSI3aHHYH C OTKNaa-
Koi smy. B aTom cnyvae amMOpUoHbI He CnocobHbI MPSIMO

BMUSATb Ha MaTepuHCKne pecypcbl. Bo-BTopbiX, Hanuyve
3KCMPECCUM UMMPUHTUPOBAHHBIX FEHOB Y NnaueHTapHbIX
N CyMyaTbIX MMAEKONUTALMX AenaeT UX NonHOCTbo 3a-
BMCUMbIMM OT MOJSIOBOrO BOCMPOM3BEAEHUS, 3anpeLyas
BO3MOXHOCTb MapTeHoreHe3a, KOrga >XeHckas rameta
pa3BMBaeTCs B HOBYH AuNnouaHyt ocobb 6e3 onnogo-
TBOPEHMST MYXKCKOW rameToi, T.e. 6e3 oTLOoBCKOro re-
HOMa Hemnb3st 06ONTHCh.

B aBonounn nepebiIMM UMNPUHTUPOBAHHBLIMU Te-
Hamu y mnekonuTatowmx 6einn Ins, Mest, Peg10, Igf2 n
H19 [7]. OHn oBHapy>eHbl y Bannabu — npeacrasmTens
MHdpaknacca cymyaTbix MnekonuTalowmx. Bce oHu
ABMNAKOTCA KOHCEPBATUBHBIMU M COXPaHUIN CBOK MOHO-
annenbHy 3KCMPECCUIO Ha MPOTSXKEHUWN BCEN 3BOIIO-
Luun, B TOM 4YuUCIe U y YernoBeka. B To e Bpemsi Heko-
TOpble  UMMPUHTMPOBAHHbBIE TEHbl W3MEHUNN CBOM
ANUreHeTUYEeCKniA cTatyc. Tak, LecCTb reHOB, UMMNPUH-
TUPOBAHHbLIX Y MbILLK, Y YernoBeka NMerT 6V|anneanyro
3KCMpeccuto, a ABa reHa, HaobopoT, UMMPUHTUPOBAHBI
TOIMbBKO Y Yenoseka. PyHKUMM 3TVX reHOB pa3HooBpasHbl
(Tabn. 1). F'eH Asb4 (6 A1) UMNPUHTUPOBAH N SKCMPECCH-
pyeTCcsi WUCKIOYUTENBHO C MAaTEPUMHCKON XPOMOCOMbI
TOJBKO Y MbILLUM, B TO BPEMSI KaK Y KOPOBbI, CBUHbBU U Ye-
TOBEKa OH aKTUBEH Ha 060UX POAUTENBCKUX FOMOOrax.

Tabnuuya 1

MMI‘IpI/IHTI/IpOBaHHbIe FeHbl C UBMEHALWUMCA INUreHETUYECKUM CTaTyCOM Yy YesiloBeKa U MbILIU

TNokanusauus leH 3nureHeTnyeckuin ctaTyc .
YyenoBek (Mbillb) | YernoBek (Mbib) Uenosek Mol DyHkuus

2p15 COMMD1 He nmnpuHT. MMNpuHT. YyacTtue B romeoctase MOHOB Meau

(11 A3) (Commd1)

7921.3 PON3 (Pon3) | He umnpuHT. MIMNpWHT. 'maponns NakToHOB U NHMMBMpPOBaHNE OKUCTIEHUS

(6 A1) NUNONPOTENHOB HU3KOW NIOTHOCTY, 3aMefnsasa BO3HUKHOBE-

HVie 1 MporpeccMpoBaHne aTepockrneposa
PON2 (Pon2) | He umnpuHT. MmnpuHT. 3awuTa KneTok OT OKUCIIUTENBHOrO CTpecca
ASB4 (Asb4) | He nMnpuHT. mnpuHT. YyacTtue B ybrkBMTUHONOCPEAOBAHHOM pacnage 6enka
B NpoTeocomax
11p15 ASCL2 (Ascl2) | He uMnpuHT. MnpuHT. AKTUBaLMA TPaHCKPUNLMK, y4acTue B onpeaeneHnm
(7 F5) HelipoHarbHbIX NPeALEeCTBEHHNKOB B Nepudepmnyeckon
N LUEeHTpanbHOW HEPBHON cucteme

11p15.4 AMPD3 (Ampd3) | He nMnpuHT. mnpuHT. Katanusrugponutnyeckoe aesamMnHUpoBaHue

(7 E3) afeHosnHMoHodocdaTa B MIHO3MHMOHOdocdhaT

B aJeHunaTkatabonmyeckom nyTm

11913.4 DHCRY7 (Dher7) | He uMnpuHT. mnpuHT. YyacTue B cnHTe3e xonectepurHa

(7 F5)

12921 DCN He nmnpuHT. MMNpUWHT. KoMnoHeHT coegnHuUTENbHOM TKaHW, CBSI3biBaeTCA
(10C3) (Dcn) ¢ nBpunnamu konnareHa 1 urpaet porb B cGopke

maTpukca
18q11 IMPACT (Impact)| He uMnpuHT. | VIMNpuHT. YyacTue B HeliporeHese
(18A2-B2)
Xq13 XIST He vmnpuHT. MMNpuHT. eH, kogupyeT PHK, aBnseTtcsa rnaBHbIM achdekTopom
(XD) (Xist) MHaKTMBaLMN X-XPOMOCOMBbI
TSIX He nmnpuHT. MMNpUHT. I'en, kogupyrowmn PHK, koTopas asnsetca
(Tsix) aHTcMbIcnoBoi K Xist PHK

13q14 RB1** MmMnpuHT. He nmnpuHT OnyxonesbIll cynpeccop, y4yacTue B perynsumum

(14 D2) (RbT) TpaHcKpunLmm

20913 L3MBTL (L3mbtl)| VMNpuHT. He umnpunt. | Benok — perynsitop rpynnel Polycomb, yuacteyeT B pemoje-
(2 H3) NNPOBaHNN XpOMaTuHa, TEM CaMbIM NOAABNSAS IKCMNPECCUIO

reHoB

MpumedyaHue. AIMAPUHT. — UMNPUHTUPOBAHHbIVA FEH; HE UMMPUHT. — HE UMMPUHTUPOBAHHBIN FEH.
* IHgpopmauums cornacHo 6ase gaHHbix GeneCards [17].
** IMnpuHTUpOoBaH Torbko CpG-0CTPOBOK BTOPOrO UHTPOHA, KOTOPbIN SBMSETCA NPOMOTOPOM anbTEPHATUBHOIO CrfancuHra.
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HenMnpuHTMPOBaHHLI Yy YernoBeka W CBUHbWU TEH
ASCL2 (11p15) akcnpeccrpyeTcst TONbKO C MaTepuH-
ckoro romornora y meiwn. IMPACT He uMNprvHTUMpPOBaH
y YyernoBeka, B TO BPEMS KaK Yy MbILUW, KPbICbl U KPOMu-
Ka OH aKTUBEH TONbKO Ha OTLIOBCKOM romoriore. Takoi
MEHSIIOLLMIACH XapakTep 3KCNPEeCCUM UMMNPUHTUPOBAH-
HbIX FEHOB Y pa3HblX BWAOB NMnaLeHTapHbIX MIeKonu-
TalLWmx MOXeT CBUOETENbCTBOBaTb O TOM, YTO re-
HOMHBIA WMMAPUHTUHF B 3BOMOLUN He SBMSEeTCS
NMONHOCTbIO YCTOSABLUMMCS M HaxoguTCA B mpolecce
pasBuTUS.

MprmepHo 50% MMNPUHTMPOBAHHBIX FEHOB KOAU-
pytoT hakTopbl, BOBMEYEHHbIE B 3MOPUOHANbHOE W
HeoHaTanbHoe pa3sutne, 20% — B Helponornyeckme
npouecchl, OcCTallbHble Xe He WMEeKT Kakon-nnbo
o4eBuaHon Bruonornyeckoin dyHkumm [18]. Takum 06-
pa3oM, reHOMHbIA WMMAPUHTUHT B 3BOSOLMUN 3akpe-
nuncsa B AByX HanpasneHusax: 1) perynaums amGpuo-
HanbHOrO W HeoHaTanbHOro pocTa; 2) pasBuTUE
rofoOBHOrO MO3ra.

Ponb reHOMHOro UMMNPUHTUHIA B perynsuum
3MGpPMOHaNbLHOro pocTa

B kauyecTBe gokasatenbcrBa cneumdu4eckon ponm
rEHOMHOrO MMMPUHTUHIA B PENPOAYKLUMN MIIEKONMTato-
LLMX MOXHO MPUBECTU SKCMNEPUMEHTbI NO TPaHCMaHTa-
LMy nNpoHykneycoB y mbiwen [19]. PesdynbtaTtom 3TnX
MCCreaoBaHUn cTan BbIBOA O TOM, YTO Kak MMHOreHeTU-
yeckne (QUNIOWMAHBLIA TEeHOM, coAepXaluii TONbKO
XPOMOCOMbI MaTepu), Tak U aHAporeHeTu4eckue (aun-
TNOVZHBIA TeHOM, coAepXXalluii TONbKO XPOMOCOMbI OT-
La) ocobu He cnocobHbl K HOpMaribHOMY 3MOpuoHanb-
HOMY pas3BMTUIO: B MEepBOM Cly4ae npouCXoauT
opMUpoBaHUE TONbKO 3MOpMOHA, KOTOpPLIA OCTaHaB-
nMBaeTCcsa B CBOEM pa3BuTME Ha cTagum 4-5 comuTos,
BO BTOPOM — Pa3BUBAKTCA MCKIMHOYMTENBHO BHE3apO-
OblLEBbIE CTPYKTYPbI, YTO MPUBOAMT K NMOMHOMY MNy3bip-
Homy 3aHocy (MMM3) — paspacTtaHuio TpodobnacTta npwu
OTCyTCTBUM 3MBproHa. M TONbKO aMBPUOHBI, NMEtoLLme
OAVH OTLIOBCKUA W OAWMH MaTepUHCKWIA MPOHYKIeyChbl,
HOpPMasibHO pPa3BMBAKTCA M AAlOT XKU3HEecnocobHoe un
depTUnbHOE NOTOMCTBO. Ha oCHOBaHMM 3TUX SKCnepu-
MEHTOB Obina BbIABMHYTA MMMNOTE3a, YTO MaTEPUHCKUIA
reHOM 3KCMpeccupyeT UMMPUHTUPOBAHHBIE FEHbI, W3-
HEHHO BaXkHble ANSA pa3BUTMS 3MOpPUOHA, B TO BpeMms
KaK OTLOBCKMIA — MOKyCbl, He0bXoAMMbIe AJA pa3BUTKA
BHE3apOAbILLEBLIX CTPYKTYP — MUTaHNS 3MOPUOHa.

BoNbLUMHCTBO UMMNPUHTUPOBAHHbLIX EHOB BOBIE-
YeHo B obecrneyeHne amMOpUOHANbHOrO PasBUTUSA CyM-
YaTbIX U NNaueHTapHbIX MAeKoNUTaLWmx, B TOM Yucne
N 4YernoBeka, Yepe3 KOHTPOsb KNeTo4yHou nponudepa-
L 1 anddepeHUMpoBKA NnaueHTapHbIX TKaHew, pe-
rynauuio metabonmama HeKOTOpPbIX FOPMOHOB U POCTO-
BbIX (hakTopoB [16].

MoneKkynspHble MexaHW3Mmbl HapyLUEHUA WMMPUH-
TMHra B MEPBYHD oyepedb CBA3aHbl C aHOManusMu
anddepeHumanbHoro  METUNMPOBAHNS  UMMPUHTUPO-
BaHHbIX FEHOB (3NUMYyTaLMsSMK) — MMNePMETUNINPOBaHM-
€M aKTUBHOro annens, NpUBOASLLEro K OTCYTCTBUIO
3KCMpeccumn reHa Ha obomx romornorax v rurnoMeTunm-
pOBaHMEM HEaKTMBHOrO okKyca, hopMuMpyroLLero aKc-
npeccuo ABOMHON A03bl reHa.

YuntbiBass BaXKHOCTb FEHOMHOrO WMMPUHTUHIA B
ambpuoreHese, anuMyTauMM B UMMPUHTUPOBAHHBIX
reHax, OTBETCTBEHHbIX 32 pa3BUTME SIMOPUOHA, LOMKHbI
NPUBOAUTL K OCTaHOBKE ero pa3suTusi. U geiicteutens-
HO, MMNOMETUNUPOBAHME MaTEePUHCKMUX annenen cop-

MUPYeT Yy yenoseka OGUpoOAUTENbLCKUA MOMHBIA MNy3bip-
HbIA 3aHoc (BIMM3, MIM 231090). B pesynbTtate Takoe
3MUreHeTM4ecKoe COCTOSIHNME COOTBETCTBYET KIMHUYe-
ckol kapTuHe M3, HO Npy HanMYMM HopmarnbHoOro 6u-
POAMTENBCKOrO KapuoTuna 3uroTbl. PyHKUMOHAanNbBHO
Takon 3nNUreHeTUYeCcKUin cTaTyC MaTepUHCKOro reHoma
SKBMBAleHTEH HacrnefoBaHMo 060MX XPOMOCOMHbIX
HabopoB OT oTUa kak npu knaccuyeckom MMM3 [20].

Taioke npu ocTaHOBKE 3MOPMOHANBLHOrO pPasBUTKA
ObINMn MokasaHbl 3NVMMyTaUyMu M Ha YPOBHE OTAENbHbIX
UMMPVHTUPOBAHHBIX FeHOB. Tak, HamMu Npu UccrnegoBaHnm
cTatyca MeETUNMPOBAHUS UMMPUHTUPOBaHHbIX JTIOKYCOB BO
BHE3aPOAbILLEBBIX TKaHAX (UMTOTpPOdobnacT xopuoHa u
BHe3apoAbIlleBass Me3of4epma) npu ocTaHoBKe ambpuo-
HanbHOro pasBuTUsi ObINO NOKa3aHO Hanuune anumyTa-
LA OQHOBPEMEHHO B OBYX WMMPUHTMPOBAHHbLIX anne-
nax — B ueHTpe umnpuHTMHra KCNQT1OT71 un reHe
PLAGL1y 2,3% cnoHTaHHbIx abopTtycos (CA) [21, 22].

[Mo3gHee cBupeTenbcTBa HapyleHWn yHKUMO-
HanbHOro cTtaTyca MMMPUHTMPOBAHHbIX NIOKYCOB reHoma
y CA 6binu nonyveHbl 1 B APYrux UCCNEAO0BaHUAX Kak
npu aHanu3e 3KCmpeccun, Tak U Npu U3yYeHUn xapak-
Tepa METUMUPOBAHUS UMMPUHTUPOBAHHBLIX FeHOB. Tak,
Ovnnac n coasT. [23] npy BHYTpUYTPOOHOW 3agdepxke
pocTta nnopa OBHAPYXUNWN MOBbLILLEHHYI 3KCMNPECCUIO
UMMNPUHTUPOBaHHbIX reHoB PHLDA2, ILK2, NNAT,
CCDC86 n PEG10, a PLAGL1, DHCR24, ZNF331,
CDKAL1 vimenu, HampoTMB, CHKEHHYK 3KCMPECCUto.
ABTOpamMy Takxe MoKka3aHo rMNOMETUNPOBaHME FEHOB
DLK1, H19 n SNRPN.

B gpyrom nccneposaHuu y CA 6bino obHapyxeHo
noeblileHve 3kcnpeccun PHLDA2 n CHWXeHune 3Kc-
npeccun PEG10 no cpaBHEHWIO C KOHTPOIEM B TKaHSIX
nnoga B TpeTbeM TpumecTpe GepemeHHocTy [24]. Ewe
B OAHOWN paboTe npu aHanu3e NroAHbIX TKaHen Obino
OBHapy>XeHO MHOXECTBEHHOE TMnepMeTUNMpoBaHue
UMMPUHTUPOBAHHBIX FeHOB Yy 4% (2 n3 55) cnoHTaHHbIX
aboptycoB n B 18% (10 13 57) cnyyaes mepTBOpOXaE-
HuA [25]. AsTopbl aHanuauposanu rewbl H19, LITT,
PEG3 n SNRPN, akcnpeccupyoLmnecs ¢ OTLOBCKOro
romonora, u gea reHa — MEG3 n NESP55, skcnpeccu-
pyroLLMecs: B HOpME C MaTepPUHCKON Xpomocomsbl. ELle B
opgHon paboTte aBTopamu B Bbldopke CA 0Obino
obHapyXeHo runepmeTunnpoBaHme B reHax INS,
TRPM5, PWCR1, GABRAS c 0TLOBCKOW 3KCnpeccuen un
TONbKO B OOHOM reHe — H1719, akcnpeccupytowemcs ¢
MaTepUHCKOro romoriora [26].

CnepyeT NOAYEPKHYTb, YTO BCE OTMEYEHHblE UC-
cnepoBaHus Bbiny CBsI3aHbl C M3yYeHWeM cTaTyca Me-
TUNMPOBAHNSA OrPaHWYEHHOro YuUcna MMMPUHTUPOBAH-
HbIX reHOB, BbIOpPaHHbIX AN aHanv3a B COOTBETCTBUM C
TEMU UNN WHBIMW KPUTEPMSAMW, FMaBHbIM 0Bpasom C
BOBJIEYEHHOCTbID WX B pPerynsaumio 3MOproHanbHOro
pa3suTus. MNprHUMNUManbHO HOBasi BO3MOXHOCTb B aHa-
nn3e anMMyTauuin NosiBUNacb C NPUMEHEHUEM MUKPO-
YMNOBbIX TEXHOMOMMIN, MO3BONSAOLWMX OLEHUTL CTaTyC
METUNMPOBaHNA OAHOBPEMEHHO OOIbLLOro Yncna um-
NPUHTMPOBAHHbBIX reHoB. Tak, Hamu Obin npoBegeH
aHanu3 115 CpG-guHykneoTnaoB B NPOMOTOPHbIX pe-
rmoHax 52 MMNPMHTUPOBAHHBLIX FEHOB B MMaLeHTapHbIX
TkaHsx CA nepBoro TpumecTpa GepeMeHHOCTU C uc-
nonb3oBaHnem Mmetunodnna GoldenGate Methylation
Cancer Panel | (lllumina, CLUA) [27]. Bbino nokasaHo
HanmMymMe MHOXECTBEHHbIX 3nVMyTauui, 3aTparveato-
WMX oT 4 A0 12 MMMNPUHTMPOBAHHbLIX FEHOB Y KaXaoro
13 obcnepoBaHHbIX 3apofbien. dnumyTauun Bbinn
npeacTaBneHbl MNOMETUNMPOBAHNEM TaKUX WMMPUH-
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TUPOBaHHbIX reHoB, kak GRB10, CPA4, PHLDAZ2,
ZNF215, akcnpeccupyoLwmxcst B HOpMe C MaTEPUHCKO-
ro romonora, u PEG10, PLAGL1, WT1, HTR2A, DLK1,
GABRB3, KCNQ1, QyHKUMOHMPYOWNX TOMbKO Ha
OTLIOBCKOW XpOMOCOME.

MpuBeneHHbIe AaHHbIE SBRSOTCSA NPsIMbIM JoKa3a-
TENbCTBOM Y4acTUsi UMMNPUHTUPOBAHHbIX FEHOB B pery-
naumMmM 3MOPMOHaANbHOrO PasBUTUSE U BO3MOXHOMO Ce-
NEKTUBHOro addeKTa HapyLLUEHNIA UX ANUrEHETUHECKOrO
craTtyca.

Ponb reHOMHOro UMMNPUHTUHTA B HEOHaTaNIbHOM
pocTe U pa3BUTUM MO3ra

[€HOMHBIVi UMNPUHTUHT B 3BOMOLUN LUEN HE TOMb-
KO MO NyTW y4acTus B pPerynauuy pasBuTUS NiaueHThbl,
HO 1 pa3BUTMS FONOBHOrO Mo3ra nof BrAVSIHUEM nna-
LeHTbl 1 faBneHns otbopa, perynumpyoLero MaTepuH-
CTBO [28]. POPMUPYIOLLNIACH MO3I SBNSETCSH OJHUM K3
KIMoYeBbIX OOBEKTOB ANs MMMPUHTMPOBAHHbLIX FEHOB.
OT0 6bINO BrNepBbIE NOKA3aHO B UCCNE[0BaHUAX C aHf-
poreHeTnyeckumn (Al) n napteHoreHeTndeckumun (M)
OVCOMHBIMW  XMMEPHBIMW  KMeTKamy MbIlUM B MO3re.
MepBble N3 HUX HakannMBanucb B Ba3anbHbIX OTAENax
nepegHero mosra (MeguarnbHas npeonTuyeckas 06-
nacTb, neperopofka u runotanamyc), B To BpeMs Kak
B KOPTUKOCTpMaTanbHOW obnacTy nepegHero moasra
npenmyLiectseHHo obHapyxusanucb Al knetku [29].
WTorom passutusa saBunocb obpaTHoe BO3LENCTBME Ha
pa3mepbl Tena: Ml xumepHble 3MOPUOHBI umenn 6onb-
wor mo3r, a Al aMOpMOHbI — MareHbKUA MO3r, HO
fonbLuyo Maccy Tena.

BHVMMaHVe K 3BOMLMOHHOMY PEMOAENUPOBaHUIO
Mo3ra B CBSA3Y C FEHOMHbIM UMMPUHTUHIOM YCUNUMOCH
nocne oTKPbITUS UMMNPUHTUPOBAHHbIX FEHOB, CBSA3aHHbIX
¢ anonto3oMm [28]. Takke UHTEpeC npeacTaBnsieT akT,
YTO TE XE CaMble MeHbl UMMPUHTUPOBAHbI Kak B pa3Bu-
BalLLUeMCs runotanamyce, Tak U B nraueHTe — OBYX
OTNNYAIOLLUMXCS CTPYKTYP C PasnuUyHbiMU YHKLUSMM.
XOTS 3TU CTPYKTYpbl PasnuyHbl, OHW HE MOJIHOCTbIO
He3aBMCUMbI, Kak cyuTanocb paHee. [leTanbHble uc-
CrnefoBaHns y MbIlW, HECYLLER MyTauuio B UMMPUHTU-
poBaHHOM reHe Peg3, npefocTaBun HEKOTOPbIE OTBETHI
OTHOCUTENBHO TOrO, Kak (PYHKLMOHMPYET runotanamyc,
KOTOpbIV pasBuBaeTca B yTpobe maTepu, a BO Bpems
6epeMeHHOCTV BblpabaTbiBaeT nnaueHTapHble ropmo-
Hbl, KOTOpble onpegenstoT matepuHcTeo [30]. MNpn ge-
neuun 3TOro reHa B runoTanamyce MaTepu, HO He B
nnaueHTe unv Nnoge Unu Tonbko B MraueHTe, MHorve
acnekTbl heHoTMNa MMenu YHKUMOHANBbHO CXOXMWe
NnocneacTBuA — Yy Matepu NpouCXOAUT HapyLleHune 3a-
6oTel 0 moTomcTBe. Takum o06pasom, MO-BUAMMOMY,
AeNCTBME 3TOr0 reHa COBMECTHO afanTMpOBaHO B M-
notanamyce mMaTtepu 1 nnaueHTte. Takke U3BeCTHO eLle
0 TPEeX MMMNPUHTUPOBaHHbIX reHax (Necdin, Peg1/Mest n
Magel2) co cxoxeln ¢ Peg3 HEAPOSHOOKPUHHON (OYHK-
LMeln, CBSA3aHHOW C YycnelwHblM MaTepuHcTeoM [31].
OTCyTCTBME 3KCMPECCUN OLHOMO U3 3TUX FEHOB Y MbILLM
NPUBOAUT K CHUKEHMIO YPOBHSI OKCUTOLIMHA B HEMPOHaX
[32], Takxe kak npu runepmeTunuposaHun Peg3, Tak
KaK 3TW reHbl B HOpME MPOU3BOASAT FOPMOHbI, BaXKHbIE
ans pogos u 3a6otel 0 notomctee [33]. Kpome Toro,
npoayktel reHoB Peg3 u Necdin B3avMogencTByOT C
Hifla v Amt, nocnegHuin npounssogut HLH-PAS 6enok,
KOTOpbIV cBsi3biBaeTca ¢ SIM1, Tem cambiM y4acTBys B
pasBUTUN OKCUTOLIMHEPrMYECKNX HEWPOHOB runoTana-
myca [34]. Hifla n Arnt Taioke UrpaloT BaXHy ponb B

pasBuTUM MraueHTbl, y4acTBys B AuddepeHumpoBke
TMraHTCKUX KIEeTOK, KOTopble NPOM3BOASAT nraueHTap-
Hble TFOPMOHbI, PerynupyoLlmne MaTepuHcTBO. BaxHo
OTMETUTb, YTO rMnoTanamyc nroga u nnaueHTa passu-
BalOTCA BO BPEMS, KOTOPOE SBMSETCA KPUTUYECKUM
nepvogoM Afs MraueHTapHOro KpoBOCHabGXeHUs, Tem
cambim obecneumBasi nNUTaHWe nnoga W BblpaboTKy
nnawueHTapHbIX FOPMOHOB, KOTOpbIE PErynvpyrT rmno-
Tanamyc matepu. Takum obpasom, nnaueHTa y4acTeyeT B
pa3suTUM rMnoTanamyca nnoga, a rurnoranaMmyc Matepu
npefocTaBnsaeT pecypcbl Ana 3toro. B aTom koHTekcTe
WHTEPECHO, YTO MnaLeHTapHbIe CTBOMOBbLIE KIETKM MOryT
anddepeHumpoBaTtbcsi B HelpoHbl [35]. Takasi cBsi3b
KoaganTtaumu nnaueHTbl U MaTEPUHCKOro Mo3ra rapaH-
TUPYET, YTO MOTOMCTBO, KOTOPOE MMENO «XOopoLueex
MaTEPUHCKOE BocnuTaHve, ByaeT Takke xopollo obec-
NeYeHo 1 reHeTUYeckn NpPeapacronoXeHo K hopmMmnpo-
BaHWIO rynotanamyca, KOTopbli onpeaenseTt xopoluee
MaTEPWHCTBO U B criegytoLlem nokonexHun [36].

Mo3sr mnekonutarowmux npeTepnen 3HaYuTerNbHbIN
3BOJIOLIMOHHBINA POCT MO CPaBHEHUIO C APYrUMU NO3BO-
HOYHBLIMW, 1 3TO MPOAOITPKAETCA B TEYEHNE 3BOOLMU,
pocTturas nuka y Gonblumx o6esbsH n romuHup. He-
oKopTekc (HoBas Kopa) — 370 Hambornee pasBuBaroLlas-
Cs B 3BOMOLMM KOpa rONoOBHOro Mo3ra, KoTopas y HuU3s-
LIMX MIEKOMUTAIOLMX TOMbKO HaMmeyeHa, a y Yenoseka
COCTaBIAeT OCHOBHYIO YacTb Kopbl. HoBas kopa pacno-
naraeTcs B BEPXHEM Crioe MonyLiapvin Mo3ra n oTeeya-
€T 3a BbICLUME HEpPBHblE (PYHKUMM — CEHCOpPHOEe BOC-
npusTMe, BbINOMHEHNE MOTOPHBIX KOMaHZ, OCO3HaHHOE
MbILLIEHNE W, Y MoAewn, pedb. HeokopTekc B nepsyto
oyepefb pas3BMBaETCs MOCNe pPOXAEHUs, Korga Bce
MIiekonuTaroLe HaxXo4AaTCa B TECHOW CBA3W C UX Ma-
TEpbI0 M C UX coumanbHbiMy rpynnamu. OH cogepxuT
[ABa OCHOBHbIX TUMa KMeToK: nMpaMmupanbHble HeApPOHbI
(npumepHo 80%) M ramma-amvHOMAacrsiHast KucroTa-
aprudeckme (FTAMK-aprudeckne) MHTEpPHENPOHbI Kopbl
Moa3ra (npubnunautensHo 20%).

FAMK-peuenTopbl — rpynna KrneTo4HbIX pelenTo-
poB raMmMa-aMUHOMACISAHOW KUCMOTbl, OCHOBHOMO TOp-
MO3HOr0O MeAnaTopa B HEPBHOW CUCTEME MO3BOHOYHbIX.
Mpn BbIGpoce TAMK B crHanTU4ecKyto Lernb Nponcxo-
AVT aKTUBaLUMS MOHHbBIX KaHamnoB, NpUBOAALAs K WHIM-
OupoBaHuto HepsHoro umnynbca. Hapywenus FAMK-
3PrUYECKMX WHTEPHENPOHOB MOXET OblTb MPUYMHON
anunencun, WwWn3odpeHnn, aytmama, cuHgpoma PeTra,
OMMNONAPHOro paccTpoicTBa, a Takke HapyLleHus oby-
YeHusa 1 namaTy [34].

HeokopTtukanbHble TAMK-apruveckme HenpoHbl SB-
NAIOTCA HEOTLEMIEMOW YacTbio Pa3BUTUS HEOKOPTU-
KanbHOW LUMTOApXMTEKTYpbl. Ha paHHWX cTagusax am-
OpuoHanbHOro pasBUTUS OHU AEMONAPUIYIOT OCHOBHbIE
HElpOHbI, TEM CaMbiM YBENUYMBAS BHYTPUKIETOYHbIN
KanbLWI, KOTOPbIA UMEET BaXXHOE 3HaYeHne Ans pocTa
HEMPOHOB 1 ux aunddepeHumpoBkn [37]. OHM Takxke
npoayuUMpPYT PUNWH — FIMKONPOTENH, KOTOPLIA pery-
nvpyeT mMurpaumMio 1M NO3ULMOHMPOBAHME HEPBHbIX
CTBOMOBLIX KNETOK B Mepuop beTanbHoro U paHHero
NoCnepoAoBOro pasBuUTUsS, HeobxoauMmbI Ans  HOp-
ManeHOro OpPMUPOBAHUS KOPbl U APYTUX CTPYKTYP
ronosHoro mosra. Bo B3pocrnom mosre punuH perynu-
pyeT no3vUMOHUPOBaHWE HEWPOHOB, 0bOpasyembix B
npouecce B3pOCIOro HeWporeHesa, a TakkKe BHOCUT
BKNag B paboTy MexaHW3MOB NamsTh U oby4eHus, Mo-
AYNVPYS cHHaNTUYECKYK NMNacTUYHOCTb, YCUIMBas U
NoAAepXKvBas [ONTOBPEMEHHYIO NOTEHUMALMIO, CTUMY-
Npys pasBuTe OEHOPUTOB.
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MeCP2 (Xq28) — sapgepHbii 6enok, Heobxoanmmblia
AN HOPMarbHOW (PYHKUMU HepBHbIX KneTok. OH 3Kc-
npeccupyeTcs Ha BbICOKOM ypoBHe B TAMK-apruyeckmx
HelipoHax U SBMSETCA BaXKHbIM MeAnaTopoOM curHana
METWUNMPOBaHUs, cBs3biBascb ¢ MeTun-CpG-gomeHamu
N TMCTOHOBbIMM Genkamu, TeM CamMbiM BMUSS Ha 3KC-
npeccuio reHos. Mytaummn B MECP2 4yenoseka OTBETCT-
BEHHbI 3a cuHApoMm PeTTa, a MMEHHO 3a AMCHYHKUMIO
namaTy n HapyLueHme oby4deHns [38].

MIMNpUHTMPOBaHHBIA 1 3KCMPECCHPYIOLLMIACA TOMBbKO
Ha oTuoBckoM romornore reH Necdin saBnseTcs cynpec-
COpPOM poCTa NMOCTMUTOTUYECKMX HENPOHOB. MnomeTu-
NpPOBaHWe 3TOrO FreHa y MbILLE NPUBOANT K YMEHbLLIE-
HUO nonynauum knetok HeokopTtekca (FAMK-spruve-
CKUX HENPOHOB) U BOCNIPUNMYMBOCTY K CyA0pOram.

eH UBES3A vMNpYHTUPOBaH Yy MbILLW 1 YenoBeka 1
3KCNPECCMPYETCA UCKMYUTENBHO C MaTEPUHCKOro an-
nens B MO3XeYKoBbIX kneTtkax [lypkuHbe n HerpoHax
rmnnokamna. 'mnepmeTnnMpoBaHue 3TOro reHa, npueo-
Asillee K OTCYTCTBUIO SKCMPECCUU, SBMNSETCS NMPUHMHON
cvHpoMa JHrenbMaHa u crneuynduyeckux Ans 3Toro
CYHOpPOMa MPU3HaKOB — 3afepXKe MCUXMYECKOro pas-
BUTUS, SNUNENCUX, aTakcum, YacTbiM NpuUcTynam cMmexa,
CTEPEOTUMNHBLIM [ABWKEHUAM PYK, OTCYTCTBUIO PeYn U
ayTn3mMy, COMpoBOXAAAChb rNyOOKOW YMCTBEHHOW He-
goctatoyHocTbio [39]. MpoayKT 3TOro reHa yyacTByeT B
perpagjaunn 6ernkoB B KreTkax, TeEM caMblM YyAanss
NOBPEXAEHHBIE UINN HEHYXXHble 6ernkn 1 nomoras nog-
AepXunBaTb HOpMarbHbIe PYHKLMM KNETOK.

Takum 06pa3om, reHOMHbI WMMPUHTUMHT B XOA4e
3BOJIIOLIMKN 3aKPENUICH Y CymyaTbiX W NnaueHTapHbIX
mnekonuTarowmx. Ero cobctBeHHas ssonoums wna B
HanpaeneHun perynauum 3MOpMOHanbHOrO M HeoHa-
TanbHOro pocTa, a TakkKe PasBUTMSA FONOBHOMO MO3ra.
C nepBbIM HanpaBneHWEM CBS3aHO pasBUTME MnaueH-
Thl, @ 3HAYUT, XNBOPOXAEHUSA, KOTOpOE HABMAETCH Mo-
TEeHUManbeHO PUCKOBaHHOW cTpaTernen, n nwobble npo-
Onembl B pa3BUTWM NPEACTaBMSAOT Yrpo3y He TOMbKO
Ana GyayLlero NoKofeHns, HO U ANs CamMOn maTepu.
Onsa atoro sponouus BbipaboTana XecTKuiA KOHTPOmb
Haf perynauMen reHoB 4epe3 MOHOanmnenbHyl 3KC-
npeccuio, T.e. Yepe3 reHOMHbI MMNPUHTUHT. BTopoe
HanpaBneHne HeOTBLEMIIEMO CBS3aHO C pas3BUTUEM
HeoKopTeKca B KOpe rorioBHOrO MO3ra, KOTOpbIA OTBET-
CTBEHEH 32 BbICLUME HEPBHble (PYHKUMU — CEHCOPHOE
BOCNPUATME, BbINOMHEHUE MOTOPHBLIX KOMaHZ, OCO3-
HaHHOe MbllUIeHHE, A Y MoAen u 3a peyb. Hannume ru-
notanamo/nnaueHTapHON COBMECTHOM Koagantaumm u

BaXXHOCTU MMMPUHTUPOBAHHbIX FEHOB, KOTOPbLIE CO-
BMECTHO BbIpaXeHbl B 3TUX CTPYKTypax, obecnevmsaeT
yCneLlHoe npoxoxaeHne 6epemMeHHOCTU, a 3HAYUT AM-
OpuoHanbHoe pa3BuTME M 3a0OTy O MOTOMCTBE U WH-
TennekTyanbHoe pa3BuTne pebeHka.

Paboma ebinonHeHa npu ¢buHaHcosoUl noddepxkke
Pocculickoeo Hay4yHo20 ¢poHOa (20cydapCcmeeHHbIll
koHmpakm Ne 14-15-00772).
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O BO3MOXXHOCTU UCIMOJIb3OBAHUSA CMNUCKOB TENE®OHHbLIX ABOHEHTOB O5151 OLIEHKU
FrEEHETUYECKUX COOTHOLUEHNU CPEAU HACEJNEHUA BENrOPOACKOU OBJNIACTU

U.H. CopokuHa

Beneopodckuli eocydapcmeeHHbIl HayUOHa lbHbIU uccrnedosamesbcKull yHueepcumem, 2. benzopod

Mpu npoBegeHUn NONYNALNOHHO-TEHETUHECKUX WUC-
CcnefoBaHUiA UCMOMb3YHTCA pasnuyHble TUMbl MapKepoB:
KNacCU4ecKkme reHeTu4ecKkne, MOINeEKyNsSpHO-reHeTnYe-
CKue, KBasureHeTM4eckme Mapkepbl. B kauectse kBasure-
HETVYECKUX MapKEPOB BbICTyMalT daMunuum un psg
nonynsAUMOHHO-geMorpadmyecknx  xapakrepuctuk.  Kak
CBUAETENBLCTBYHOT pe3ynbTatbl paboT 3apyOexHbIX uc-
cneposartene, ogHMM €3 3(PPEKTUBHBIX WUCTOYHMKOB
MHGOopMaUmM 0 PaMUnNUax HacereHuss MoryT SBMNSATbCA
TenedoHHble cnpaBoyHuku [1-3]. OaHako BO3MOXHOCTb
MCMOMb30BaHNa damunuii TenedoHHbIX aboHEeHTOB B
nonynAUNOHHO-TEHETUYECKNX UCCNEeA0BaHUSX HAceneHus
Poccum k HacTosilemy BpemeHn He m3yyeHa. B cBsasm ¢
3TUM Uenb paboTbl — MPOBECTU OLIEHKY BO3MOXHOCTU
MCMonb30BaHUS amunnmnii TenedoHHbIX abOHEHTOB ANs
OLIEHKN TeHeTn4eckor audpdepeHumaumm HaceneHns
Benropoackoin obnactn. B paHHoit paboTe B kayectse
6asbl MHpOPMaLMM 0 haMUnMsix UCNOoSb30BarCs HOBbIN
WCTOYHUK — CMCKN TenedoHHbIX aboHeHToB. MpoBoawun-
ca aHanua 25 367 dpamunuin cpeam 159 842 TenedoHHbIX
aboHeHToB. OuUeHKa reHeTUYECKUX PACCTOSHUA U TaKco-
HOMMWYECKMIA aHanM3 NpoBeAEH Ha ypOBHE parioHa (ane-
MeHTapHas nonynsauus [4]) cpeam Bcero HaceneHust ben-
ropogckoi obnactu (20 paiioHoB), a Takke [pucTeHcKkoro
parioHa Kypckoi obnact n PenbeBckoro paioHa Bopo-
HeXXckol obnacTu.

Mo uvactotam damunuii TenedoHHbIX aboHeHTOB
Obln NPOBEAEH pacyeT MaTpuLpbl FrEHETUYECKNX PaCCTOs-
HUI. Ha ee ocHoBe C 1Cnonb3oBaHWEM KNacTEPHOro aHa-
NnM3a MoCcTpoeHa AeHAporpamma, Xapakrepusyrowjas re-
HETUYECKNEe COOTHOLUEHMS Mexay 22 wuccrnegyemMbiMu
3MNeMeHTapHbIMK nonynaumamMn (panoHamu). AHanormy-
Has npouenypa Obina NnpoBegeHa HAaMU paHee Ha OCHOBE
YactoT damunuin nsbupatenei [5]. Matpuua reHeTuye-
CKUX PacCTOSIHWI, MOnyYeHHasa no pamunmam Tenedox-
HbIX aGOHEHTOB, B 3HAYUTENBHON CTEMEHN COOTBETCTBYET
aHanorn4yHoM maTpuLe, pacCiMTaHHOM Ha OCHOBE 4acToT
damunuin - n3bvpatenent:  Ko3IPUUMEHT  KOppEnsLmmn
Cnupmera wmexgy Mmatpuuyamm coctasun  p = 0,81

(p < 0,001). Cornacytotcs mexay coboit 1 cpefHue reHe-
TUYECKNe PacCTOSHUSA MeXZy 3MeMEeHTapHbIMU Monyns-
umamun tora LlenTtpansHom Poccun, oueHeHHble no da-
Munmam  mnsbupateneln n  TenedoHHbIX aboHEeHToB
(koachdmumeHT koppensauun CnpmeHa mexay CpeaHMU
rEHETUYECKUMM PacCTOSHUAMM, MOMyYEeHHbIMK No damu-
nmam TenedoHHbIX aboHEHTOB U u3bupatenein no 20
parioHam, coctasun p = 0,78; p < 0,001). B cooTBeTCTBUM
C AaHHBbIMW KIacTEPHOro aHanvaa NocTpoeHa Cxema re-
HeTMYecKoro naHgLwadTa BCEX aHanU3vpyemMbIX Nonyns-
un (puc. 1). SKBMANCTaHTHbIE NHWM BbiNM NPOBEAEHbI
yepes 0,5 eguHuupbl reHeTuyeckoro pacctosiHus. [po-
CTPaHCTBEHHOE PaCMOrOXeHe pe3ynbTaToB KNacTepHoO-
ro aHanmsa (puc. 1) nokasano HanvMuvMe Ha TeppuTopuUn
Benropogckoi obnactu onpefeneHHon cCUcTeMbl rpynmnu-
POBKM 3NeMeHTapHbIX MOMyNSAUMA Ha YeTbipe Knactepa.
PaloHHble nonynsumm, pacnonaratolmecss Ha ceBepe ”
toro-BocTtoke benropopckoi obnactu, nocnepgosaTenbHO
obpa3yloT ABe camble KpynHble rpynnbl. lNapannensHo
C 3TUM MAeT obbeanHeHe Apyrux NOACUCTEM, pacrnona-
raloLmxca Ha 3anage u Boctoke obnactu. Cnegyet oT-
METUTb, YTO MOCTPOEHHbIE MO pe3ynbTaTtam KracTepHOro
aHanu3a 22 parioHOB 3KBUAUCTaHTHbIE Urypbl HE nepe-
CeKaloTCsl U OMKMCbIBaOT pearnbHoe reorpaduyeckoe no-
TNOXEHWE N3YyYEHHBIX PaioHHbIX nonynsuwia. MNpu cpasHm-
TENMBbHOM  aHanmM3e  «reHeTMYeckoro  naHawadTay,
nony4eHHoro no damunuam TenedoHHbIX aboHeHTOB
(puc. 1) n unsbupatenen (puc. 2) [5], yctaHOBNEHO, 4TO
«reHeTMYecknin nanawadT» 6enropofckon nonynaumm,
BbISIBNIEHHBIA HA OCHOBE (haMunuii TenedoHHbIX abOHEH-
TOB, B 3HAYWTENbHOW CTEMEHN COOTBETCTBYET aHanormy-
HbIM pe3yrnbTaTam, NoflyYeHHbIM Mo damunusm nsbrpa-
Tenein. HekoTopble pasnuMuus Mexgy 3STMU  OBYMSi
CXeMaMU 3aKMo4alTCH B CMELLEHUN TpaHuLbl MeXay
LiEHTpanbHbIM U tOro-BOCTOYHBIM KracTepamiu nonynsiuui
K toro-Boctoky. 1o chamunuam TenedoHHbIX aboHEHTOB
LLle6eknHCKMIN paioH BXOAWT B HOrO-BOCTOYHbIN KnacTep
(puc. 1), a no amunuam nsdnpatenen — B LeHTpanb-
HbIA knacTep (puc. 2) [5].
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Puc. 1. Cxema reHeTu4ecknx COOTHOLLEHNI palioHHbIX nonynauuii benropoackoi obnactu, MpucteHckoro paroHa Kypckoii obnac-
Tn, PenbeBckoro paiioHa BopoHexckoi obnacTu (mocTpoeHa no yactotaM paMunuii TenegoHHbIX aboHEHTOB)
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Puc. 2. Cxema reHeTU4eCcKMX B3aMMOOTHOLLEHWIN paiioHHbIX nonynaumin benropoackor obnactu (Mo AaHHbIM O pacnpeaeneHun
Bcex hamunnin nsbupatenein)

MocTpoeHHble No damunuam TenedoHHbIX abo-
HEHTOB 3KBUAWUCTaHTHbIE PUrypbl OMUCLIBAKOT peanb-
Hoe reorpadunyeckoe MoroXKeHne U3yYeHHbIX 22 pan-
OHHbIX NOMynAUMIA (KO3MPULMEHT KOoppenauum mexay
MaTpuLen reHeTUYecKMx paccTosHWA no damMunmam
TenedoHHbIX abOHEHTOB, C OAHOW CTOPOHbI, U MaTpu-
e reorpadnyecknux PacCTOSHUA MEXAY PanloHHbIMN
nonynsumamn — c gpyron; p =0,36; p<0,001). Otn
pe3ynbTaTbl COOTBETCTBYIOT aHanoOrM4HbIM AaHHbIM,
nonyyYeHHbIM C Mcrnonb3oBaHnem damunuin nsbupare-
nen (koadpdumumeHT Koppensumm CnvpmeHa wmexay
MaTpuULEn TeHEeTUYECKUX PaCcCTOAHUNA, PacCYUTaHHbIX
no chamunuam nsbupartenen, n maTpuuen reorpacuye-
Ccknx pacctosiHui pasHsetca p = 0,60; p < 0,001).
Opyrne metoAbl MHOrOMEPHOWCTATUCTUKN — dpakTop-
HbIl aHanM3 W MHOrOMEpPHOe LUKanupoBaHWe rfoka-
3anM pesynbTaTbl, MOMHOCTbIO COOTBETCTBYHOLUME
AaHHbIM KNacTepHoro adanusa, npoBeAeHHOro no
cnuckam aboHeHTOoB.

Takum ob6pas3om, B pesynbTaTte NPOBEAEHHOrO
TakCOHOMMYECKOro aHanmsa pPanoHHbIX NOMynALWNA
Benropoackoii obnactv nokasaHo, 4YTo hamunuu Te-
NedOoHHbIX aboHEHTOB MOryT ObiTb 3EKTUBHO WUC-
nonb3oBaHbl AfA OMUCAHWA FEHEeTUYECKUX COOTHOLLE-

HUIN Mexay SnemMeHTapHbiMu  nonynauuamm - rora

LieHTpansHom Poccuu.

Paboma ebinonHeHa npu ¢buHaHcosoUl noddepxkke
epaHma PIFH® Ne 14-16-31010 «M13ydeHue cmpykmypsbl
e2eHoghoHOa HaceneHusi benzopodckol obnacmu u e2o
Mecma 8 cucmeme pyccko2o eeHoghoHOa LlieHmparnbHou
Poccuu (no 0aHHbIM aHMPOMOHUMUKU)».
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CTPYKTYPA rANNOTUNOB U BO3PACT MYTALIUUA B FTEHE DMPK'Y AKYTOB

C.K. CtenanoBa', M.T. CBapOBCKaﬂz' : AB. Mapycm-lz, Al ny0Mﬂc03a1,
H.P. MaKCMMOBa1'4, B.A. CTenaHoB”

1 Akymckull HayyHbIU UeHmp KOMIMIIEKCHbIX MeOuyuHckux npobnem CO PAMH, 2. Akymck
2 HU meduyuHckoli eeHemuku CO PAMH, 2. Tomck
3 Cubupckull 2ocydapcmeeHHbIl MeOUUUHCKUU yHusepcumem, 2. TOMCK
4 Cesepo-BocmoyHbili hedeparnbHbill yHusepcumem um. M.K. AMmocosa, 2. SIkymck
5 HayuoHanbHbIl uccnedosamenbckuli ToMckull eocy0apcmeeHHbIl yHusepcumem, 2. TOMCK

N3BecTHO, uTOo Ha Tepputopum Pecnybnuku Caxa
(Axkytna) (PC (A))c BbiCoKO 4acTOTOW BCTpevalTcH
Tak HasblBaemble AKyTCkme 60onesHun, B YMCIO KOTOPbIX
BXOAMT MOHOreHHoe HeripogereHepaTtueHoe 3abonesa-
HUe MuoToHu4veckasa auctpodusa (MA) | Tuna [1-5]. Me-
XaHU3MOM BO3HWKHOBeHUA M[ siBnsieTcs akcnaHcus Tpu-
HYKNeoTuAHbIX MOBTOpOB. PacnpoctpaHeHHocTs M B
pasHbIX perMoHax MU STHUYECKUX rpymnax CUbHO Bapbu-
pyeT. B cpegHem no mupy BCTpPE4aeMoCTb UCCrenyemon
natonorun coctaensietr 4-5 3aboneBwmx Ha 100 TbiC.
HaceneHus [6]. MakcumanbHas vactota M 3adwmkenpo-
BaHa B Keebeke (KaHaga) — 189 cnyyaeB Ha 100 ThbiC.
HaceneHus [7]. B HOro-BoctouHon Asum 3aboneBaHue
KpaiHe peako, B KOxHol n LieHTpanbHo Adpurke onmcaH
€AMHCTBEHHbIV Cry4yai B HArepuinckon cembe. B nonyns-
Lummn skyToB Yactota M fgocturaeT mMakcumanbHOro 3Ha-
YeHWs1 B CpaBHEHUW C Apyrumu nonynsuymsmu Poccum
(21,3 Ha 100 TbIc. YyenoBek) [8], 4uTO onpenenseT akTy-
anbHOCTb €ro N3y4YeHns B JaHHOM PErvoHe.

MwuoTtoHunueckas guctpodpus (M4, OMIM:160900) —
ayTOCOMHO-AOMWHAHTHOE MHOrocuctemHoe 3abonesa-
HVE, XapaKTepu3yHLLEEeCs LUMPOKOW BapuabenbHOCTbO
MaHudecTaumm, KNMHUYECKUM MONMMOPU3MOM U TS-
XKECTbI0 TeYeHUHA. [NaBHble KMMHUYECKME NPOSIBNEHUSA:
MbilleYHas cnabocTb, KaTapakTa, aputMunM cepgua,
obnbiceHne co nba, HapyLleHHas TONepPaHTHOCTb K FIto-
KO3e, YMCTBEHHasi oTcTanocTb. PesynbTaThl nccneposa-
HWUIA HOPMArbHOro NonMMopduamMa reHa MUOTOHUYECKON
avctpodmm B nonynaumax PC (A) kocBeHHO cBupeTens-
CTBYIOT O TOM, YTO HaKOMieHve AaHHoro 3abornesaHus
obycnoBnueaeTcsa adpekTom ocHoBaTens. B HacTosLee
Bpemsi B reHe DMPK onucaHo 6onee 500 SNP [9], uc-
CrnefoBaHUsl KOTOPbIX MPOBOAWMMUCH B monynsiuusix Tai-
BaHsa [10], AnoHum [11], Bcbmonum [12], KOxHoM Adpmku
[13], Cepbun [14], UpaHa [15], KuTas [16], Tannanga [17],
Kopewn [18], 3anagHon EBponbl [19]. 3T AaHHbIE OEMOH-
CTPVPYIOT 3HAYUTENBHBIE MEXMOMNYNALUMOHHBIE OTINYNSA B
Yyactotax rannotunoB B rnokyce DMPK n HakonneHve
oTAenbHbIX rannoTunoB y OonbHbix M. PesynbraTthl
nccrnefoBaHWii HopMarbHOro NonMMopduamMa reHa Muo-
TOHW4eckon anctpodun B nonynaumax PC (A) kocseHHO
CBMAETENbCTBYIOT O TOM, YTO HaKonmeHne AaHHoro 3abo-
nesaHus obycnoenusaetcs 3MPEKTOM OCHOBATENS.
BoamoxHo TaKke, 4to npoucxoxaeHne ML y sikyToB cBs-
3aHO C eBPOMEOUAHBIM KOMMOHEHTOM reHOhoHAa, TaK Kak
3aboneBaHve BCTpevyaeTCcs NpenmyLieCTBEHHO B €BpO-
neoungHbIx nonynaumsix [20].

3agayamu HacTosilen paboTbl GbINO OUEHUTb re-
HeTnyeckoe pasHoobpasve nokyca DMPK y sKyTOB,
GonbHbix M, n B TeppuTopuanbHbiX BbiOOpKax sKyT-
ckux nonynsaumin Ha coHe HaceneHusa CesepHon EBpa-
3UM, BbISBUTb CMEKTP CBSA3aHHbIX ¢ M[ rannotunoB y
AKYTOB B CpPaBHEHMU C MWPOBbLIMK MONyNAUMAMYK, a
Takke onpefenvTb BPeMS pacrnpoCTpaHeHUs MyTauuu,
B AkyTun.

MaTtepuan n metoabl

B pa6oTte ncnonb3oBaHbl o6pasubl AHK 88 6onb-
Heix M, npoxusatowux B PC (A). CeepgeHns o Gonb-
HbIX 6bIMn nonyyeHsl M3 PecnybnmkaHCKoOro reHetmye-
CKOro peructpa HacnegcTBeHHONW U BPOXOEHHOW
naTonorum MeauKo-reHeTUYECKOW KOHcymnbTaumm [BY
PC (A) PB Ne 1-HLIM, a Takke B npouecce akcrneguum-
OHHbIX Bble340B, NMPOBOAUMbBIX COBMECTHO C COTPYOHU-
Kamn PIBY «AKyTCKUA Hay4HbIA LIEHTP KOMMIEKCHbIX
MeaunumHckmx npobnemy» CO PAMH (r. AkyTtck). MNony-
nAunMoHHasn Bblbopka 340POBbIX MHAMBMOOB MPencTaB-
NleHa KOPEHHBLIMU XXUTENAMU AKYTUU, NPOXMBAOLLMMU B
Tpex aTHoreorpaduyeckmx panoHax PC (A): ueHTpanb-
Hom (128 yenosek), Buntoickom (100) M ceBepHOM
(100). CeBepHas EBpasusa npeacraBneHa Gypstamy 13
r. YnaH-¥Yaa (50 yenosek) n noc. Xypomwa (50) (Byps-
Tns), pycckumu (100) n3 Tomckol obnactu, xaHTamu
(100) u3 g. Pycckurckasa Cyprytckoro parioHa (XMAO),
ketamu (38) 13 noc. Kennor (TypyxaHckuin panioH Kpac-
HOSPCKOrO Kpasi), FoXHbIMU kuprudamu n3 r. Owa (50) n
ceBepHbIMU kuprusamu 13 noc. Keretsl (50) (Pecny6bnu-
ka KbiprbicTaH). 3abop Owuonoruyeckoro marepuana
(BEHO3HOW KpOBUM) NMPOU3BOAWMAM MOCME MEAULMHCKOro
ocMoTpa ¢ obsi3aTenbHbIM MUCbMEHHBIM UHAOPMUPO-
BaHHbIM COrfacemMm Ha NPOBEAEHME WCCrnefoBaHus.
OTHWYeckasi NPUHAANEXHOCTb UHAMBMAA YYuTbiBanach
[0 TPETbEro NOKONEHNS.

AHann3 O4HOHYKNEOTUAHbIX NONMMOPd3MOB NPo-
Bogunca metogom [MUP-MAP®. [Ona aTtoro 6binm
nogobpaHbl wectb SNP-mapkepoB, paBHOMEPHO pac-
npepeneHHeix no reHy DMPK (tabn. 1). AHanu3 guHyk-
NeoTUAHbIX MapKepoB MPOM3BOAUIN HA FEHETUYECKOM
aHanunsatope ABI PRIZM 3730 (Perkin-Elmer), ncnonb-
3ysi cTaHgapTbl AnuHbl dparmeHToB GeneScan-500
TAMRA n GeneScan- 500 LIZ. AHanu3 pa3mepa cpar-
MEHTOB M TEHOTUNUPOBAHWE NPOBOAWMN C MOMOLLbIO
nporpammHoro  obecneveHnss GeneScan  Analysis
(Perkin-Elmer).

Ta6nuuya 1

XapakrepucTtuka NMUP-NOP® nccnegoBaHHbIX OAHOHYKNEOTUAHBLIX MapkepoB nokyca DMPK

Ref SNP ID (rs) | Nonumopduam | Jlokanusauus B reHe | HykneotugHasi nosuumsa | PepmeHT, ucnonbayemsiii npu MUP-MNOP®
rs2070736 G/IT TEL oT uHTpoHa 46286714 Dralll
rs572634 GIT WHTpoH 4 46282503 AccB1I/Hphl
rs1799894 CIT WNHTpoH 5 46281745 AspLEIl/Hhal
rs527221 C/G OksoH 10 46275976 Bse11/Bmpl
rs915915 GIT WHTpoH 11 46274972 Fnu4H]I
rs10415988 D19S463 15kbCEN 46246704 Taql
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MwukpocatennutHele (STR) mapkepsl 6binv nopo6-
paHbl Takum obpa3om, YToObl paBHOMEPHO C 00eux CTo-
poH dnaHkupoBaTb TpuHykneoTuaHele CTG-noBTOpPbI
B reHe DMPK. dusunyeckas 1 reHeTnyeckasn rokanvsa-
LUMsi, TEHETUMYECKOe pacCTOsHWE MeXAY COCeLHUMMN
Mapkepamu Obinv nogobpaHbl C MOMOLLbI FEHETUYe-
ckoln 6a3sbl gaHHbix Marshfield (tabn. 2). O6was dusu-
yeckas MPOTSKEHHOCTb bnaHKMPyemoro pernoHa co-
cTaBwuna okono 8 Tbic. kO.

Ta6bnuua 2

MMKpocaTennMTHble MapkKepbl, UCNONb30OBaHHbIE

B uccrnegosaHuu

HasBaHune | XpomocomHasi nokanusauusi | nanasoH gnuH

Mapkepa Ha dumsmyeckon kapte, cM annenemn, n.H.
D19S408 67,37 122-146
D19S903 69,50 132-166
DMPK 70,14 72-129
D19S219 70,14 160-190
D19S412 70,14 89-113
D19S606 72,72 172-190
D19S879 75,41 217-265

lMpoBepky pacnpeneneHns reHoTUNoB MO WCCRERo-
BaHHbIM MONMMOPMHBIM BapuaHTamMm Ha COOTBETCTBME
paBHoBecuo Xapan—BaliHGepra npoBoguny ¢ NOMOLLbIO
KpuTepus xz. YacToTbl rannoTunoB onpesensanncb ¢ no-
mMoLbto EM-anroputma. [na aHanusa accoumauummn map-
KEpoB MCCriefyembiX NonmMMopdHbIX BapuaHToB ¢ 3abo-
neesaHnem M[ cpaBHMBanu 4YacToTbl annenen u
reHoTUNoB B rpynnax 60nbHbIX 1 340POBbLIX WHAUBWUAOB,
UCMOMb3ys KpUTEPUiA X°. YpOBEHb FEHETUYECKOrO pasHo-
obpa3ns 1 MexXnonynsauMoHHon auddepeHumaumn Bbl-
YMCNANM METOAOM aHanv3a MOMeKynspHoW Bapuabenb-
Hoctu (AMOVA). TleHeTuMdeckoe pacCTosiHUE Mexay
nonynAumMsaMN paccumTbianm no metoay Hes [21], duno-
reHeTV4Yeckoe APeBO MOMyNSAUMA CTPOMIA C MOMOLLbO
anroputMa  OObeAVHEeHVsI  «BrvbKallmMx  Cocepein»
(neighbor joining), peannsoBaHHOro B nakeTe mporpamm
PHYLIP. ns pacyeTta Bo3pacta MyTauuu MCnonb3oBarn-
Csl MOOXoL «rEHEeTMYECKMX 4YacoBy» [22], oLeHMBaroLMiA
KONMUYECTBO MOKOMEHUA g C MOMEHTa MOSBMEHNS MyTa-
LM B MONynsaumMm OO HACTOSALLEro BPEeMEHW, UCXOAA U3
N3MEHEHUS1 HEPaBHOBECKS MO CLENIEHMIO NOUMOPMHbIX
MapKepoB C FTIOKycoM 3aboneBaHns 3a 3TOT Nepuog, Bpe-
MeHu [23]. [1ns oueHkn Mepbl HepaBHOBECUSI MO cuense-
HIO ANS NONMMOPHBIX MapKepoB B rpynne G0nbHbIX
MCronb30Banu nokasartens o [24]. Pa3nuuus aByx cpae-
H/BaEMbIX BEMUYMH CYATaNU LOCTOBEPHbIM MpW LOCTW-
XeHUN ypoBHS 3HaummocTn p < 0,05.

Pe3ynbTtathbl U o6cyxaeHue

FeHemuueckas eapuabenibHOCMb U CMpPyKmMypa
u3yqeHHbIx nonynsyut no wecmu SNP e 2ceHe DMPK

[MpakTnyeckn no BceM Mapkepam BO BCEX MOMyns-
UMAX pacnpepernieHne reHoTMMNoB COOTBETCTBOBAro
paBHoBecuio Xapau—BanHGepra (OTknoHeHne Habnto-
Aanocb nuwb no rs572634 B nonynauum skyTtos). Mu-
H/MarnbHOe 3Ha4eHWe 4YacToTbl MWHOPHOrO annens
(15%) no nonumopdHomy nokycy rs2070736 6bino 3a-
(UKCUPOBaAHO B MOMyNAUMMA KETOB, @ MakcUmanbHoe
(38,1%) — B nonynsuum skyToB. lNpn cpaBHeHUn Gonb-
Heix M ¢ nonynsiunoHHol BbIGopKol AKyTOB Habnoaa-
N1 3HaYMMble Pa3nMuust B YacToTax anmnernen no noky-
cam rs1799894 wn rs10415988. OTHoWeHUZ LwaHCOB
(odds ratio (OR)) passutua ML y npepcrtasutenei
AKYTCKOW MOMynAumMM Mo 3TUM NOKycaM OKasanucb A0-
BOJIbHO BbICOKM M oueHumBanucb kak 4,99 (95%-n Cl

3,36-7,42) n 5,07 (95%-n Cl 3,44-7,48) cooTBETCTBEH-
Ho. py nonapHOM MOMOKYCHOM CPaBHEHWW NOMynsAum-
OHHbIX BbIOOPOK MO YacToTam annenein Havbonee 3Ha-
YAMblE OTNMYMA  BbISABMEHbI MeXAy MonynsuusMm
AKYTOB 1 KETOB (MO BCEM LLECTU UCCIEA0BaHHBLIM JTOKY-
cam). MNonynsiumm sikyTbl — XaHTbl, OypPSATbl — KETbI 3Ha-
YMMO pasnuyanncb B 4acToTax asfienei no YeTbipem
nokycam. Camoe 60mbLLOe 3HaYEHNE reTEPO3NroTHOCTM
Habnoganock B rpynne 6onbHbIX SKyToB no rs1799894
(73,3%) n rs10415988 (77,6%). HanbonbLumin yposeHb
reHeTV4YeCcKoro pasHoobpasus Mo COBOKYMHOCTM LUECTU
nccrefoBaHHbIX FrEHETUYECKMX MapKepoB Habnwogancs
B nonynauum ketoB (0,43), HAaUMeHbLUMIA — B NONyNSUun
akyToB (0,29). B ocTanbHbIX NonynsuMsax 3TOT Nokasa-
Tenb 6bin B gnanasoHe ot 0,33 go 0,39. Huskuir ypo-
BEHb FEHETMYECKOro pasHooOpa3snsi BHYTPU SIKYTCKOro
3THOCA, HEOAHOKPATHO MOKa3aHHbIA pasHbIMKU aBTopa-
MU Ha pasHbIX MapkepHbix cuctemax (MTOHK, Y-xpomo-
coma, nonumopduam CTG-nosTopoB B reHe DMPK) B
nonynaumax Axytum [25-27], xapakTepeH Ans v3onu-
POBaHHbIX 3THWYECKUX TPYMM, MPOUCXOASLUUX OT He-
OonbLIOro KoNMMYyecTBa MPeaKkoB, YTO MOXET CBUAe-
TEnNbCTBOBATbL O HanUuum adpekTa ocHoBaTens.

KonnyecTBeHHbIN nokasaTenb MNoApasfeneHHOCTH
nonynsumn Fst onpegensnu cpean Tpex Tepputopu-
anbHbIX rPynNn AKYTOB (LEeHTpanbHbIN, CEBEPHbIA N BU-
TIOVCKNA paioHbl) 1 wectu nonynauuin CesepHon Es-
pa3un (SKyTbl, KETbI, pyCCKue, KNprnsel, OypsTel, XaHTbl).
3HaueHve reHeTnYeckol agnddepeHumanm nonynsaumn
Nno COBOKYMHOCTM Bcex uccnepyembix SNP-nokycos ans
ceBepo-asmaTckux Bblbopok coctaBuno 9,9%, 4to Ha
nopsiAoK BbIlE, YEM ANS TPEX SKYTCKUX MONynsuuia
(0,97%), 4TO LBEMOHCTPUPYET HEOAHOPOOHOCTb Hace-
nenus nonynauuii CesepHoi EBpasun no cpaBHeHMto ¢
nonynauMaMy, MpoXuBaKLWMMN Ha Tepputopumn Pec-
ny6nvkn Caxa.

AHanu3 2eHemu4ecKux 83aUMOOMHOLWEHU
U3yYeHHbIX nonynsayud

B paboTe 6bina npoaHanuaupoBaHa CTEMEHb re-
HeTn4YecKkor 6rmM3ocTu Mexay Tpems SKyTCKUMU nony-
NAUMAMK, a TakKe MeXAy BCEMMW W3YYEeHHbIMW Momny-
nsumsamu CeBepHoi EBpasum no 4yactotam reHoTUMNoB
uccrnenoBaHHblx wectu SNP-BapnaHToB reHa DMPK.
[nsa noctpoeHns geHaporpaMmMbl reHeTUYECKMX B3aun-
MOOTHOLLEHMA UCNONb30BanM MaccuB AaHHbIX, B KO-
TOpLIA BoOWM monynauun OypsT, KAPru3os, XaHTOB,
KETOB W PYCCKMX, @ TakkKe TpWU SKyTCKUE Nonynsauum,
pasgeneHHble Mo paloHaM MNPOXMBAHWUA: LEeHTpalb-
Has, BUNiiickasi, ceBepHas. Ha pucyHke npuBegeHa
KOHCEHCYCHasi AeHAporpamMmma, oTpaxatrollasi reHeTu-
YecKkne B3aVMOOTHOLLEHUS MeXAy BOCEMbHO MOMNyns-
UMAMKM Ha ypoBHE FreHOTMNOoB, KOTopad HarnagHo Ae-
MOHCTPUPYEeT TreHeTU4eckyro OnmM3ocTb  AKYTCKMX
BbIOOPOK M B3aMMHOE pacrnofioXeHue NATM APYrux
nccnegoBaHHblx nonynauuin CesepHon EBpasuu.

Cmpykmypa SNP-zannomurnos e eceHe DMPK
y 6onbHbix M u e nonynayuoHHoU ebibopKe SKymos

B rpynne 6onbHbix MD 6bino BeisBneHo 29 SNP-
ranfoTunoB, BcTpevatowmxcs ¢ vactoton ot 0,1 go
39,9%. Haubonee pacnpocTpaHeHHbIMU OKa3anuch
rannotunel TTTCTC (39,9%) n GTCCTT (16,3%).
B nonynsiumoHHoi BbIOOpKe sIKyTOB ObINo HangeHo 37
ranfnoTunoB, 4YacTtoTa KOTopbix Bapbuposana ot 0,002
no 0,252. [1ga rannotuna Habnwganuck ¢ Makcumarb-
Hol yacTtoTtoli — GTCCGT (24,8%) u TTCCGT (24,8%).
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[eHeTuYeckne B3MMOOTHOLLUEHUS MexAy BOCEMbiO Monyns-

umamu no uccneposaHHblM SNP-mapkepam: Sev yak — skyTbl

ceBepHoro ynyca; ch yak — skyTbl LieHTpanesHoro ynyca; vil yak —

AKYTbl BUMIOckoro ynyca; bur — 6ypsaTsl; kir — kuprusbl; kek —
KeTbl; kha — xaHTbl; rus — pycckme

B Tabn. 3 gaHa xapaktepucTuka oOWux rannotu-
noB, obHapyXeHHbIX y 6onbHbIXx MO 1 B monynsumnoH-
HOl BbIOOpPKE AKYTOB, @ Takke pe3yrnbTaTbl MOMnapHOro
CpaBHEHMS 4acToT 3TMX rannoTtunos. [pu cpaBHEHWM
rpynnbl 6onbHbIX M v nonynsuMOHHON BbIOOPKN SKY-
ToB 6bIno 3adukcmposaHo 19 obwux rannoTunos. 3Ha-
YMMblE OTNNYMS MO YacTOTe BCTPeYaemMocTu Habnoga-
nmce no natm  rannotunam: TTTCTC, GTCCTT,
TTCCGT, GTTCGT, TGCGGT. Bce atu rannotunbl
ABMAIOTCA acCOLMMPOBAHHBIMUA C MWOTOHUYECKON AunC-
Tpodmen | Tuna B akyTckon nonynauum. I3 H1x B ponu
npegpacnonaraowunx k MJI mMoxHo paccmaTtpuBaTb
rannotunel TTTCTC (OR =19,88; 95%-un Cl 11,04—
36,19), GTCCTT (OR =5,94; 95%-1 Cl 3,09-11,50) u
GTTCGT (OR = 6,49; 95%-n CI 1,02-51,37), a B kaye-
cTtBe npotektmBHoro — rannotun TGCGGT (OR = 0,14;
95%-1n C1 0,01-0,98).

Ta6nuua 3

YacToTbl rannoTMnoB u pe3ynbTaTbl NONAPHOro
cpaBHeHusi 6onbHbIX M ¢ nonynsiuMoHHOM BbIGOPKOM

AAKYTOB
YacToTa rannotuna, %
[annoTun | BonbHble M| Monynsauus x2 P OR
(88 yenogek) | (280 yenosek)
TTTCTC* 39,9 3,2 166,56 0,000 19,88
GTCCTT* 16,3 3.2 37,22 | 0,000 | 5,94
TTCCGT* 7.7 248 23,79 | 0,000 | 0,24
TTCCTT 55 54 0,01 |0,922|0,96
GTTCGT* 2,2 0,4 3,94 | 0,047 | 6,49
TTTCTT 21 3,7 0,50 | 0,480 0,60
TTTGTC 1,9 0,2 3,29 | 0,069 |9,69
GTCCTC 1,8 0,7 0,54 | 0,460 (2,41
TGCGTT 1,7 0,9 0,24 | 0,625 (1,92
TTCCGC 1,6 2,5 0,11 |0,745|0,68
TTTCGT 0,9 2.1 0,29 |0,592|0,52
TTTGGT 0,8 0,4 0,09 | 0,768 |1,59
TTCCTC 0,6 0,7 0,10 |0,749|0,79
GGCCGT 0,6 27 1,90 | 0,168 | 0,21
GTTGGT 0,5 0,2 0,00 0,971 3,19
TTTCGC 0,5 0,4 0,09 | 0,768 |1,59
TGCGGT* 0,5 3,9 3,95 | 0,047 |0,14
TGCCTT 0,3 0,2 0,00 0,971 3,19
TGCCGT 0,1 1,3 0,12 |0,731]0,45

*YacToTbl CTaTUCTMYECKM 3HAYMMO OTNMYalOTCsH npwu
p <0,05.

CpaBHeHVe Nony4YeHHbIX ranfnoTUNNYECKUX AaHHbIX
C MUPOBBLIMW AEMOHCTPUPYET, YTO Ma>KOPHbIA rannoTun
TTTCTC BcTtpeyvaeTcs y 6onbHbix M B pasHbix cTpa-
Hax MPUMEPHO C TaKoOW XXe YacTOTOW, Kak U B JAHHOM
nccnenosaHumy (tabn. 4).

Tabnuua 4

YacTtoTbl (%) rannotunos no wect SNP-nokycam reHa
DMPK'y 6onbHbix M

Kanapa | AnoHusi | TansaHb| Kopes AkyTel
Fanno- (Neville, | (Yamaga- | (Pan, | (Kwon, (RakHoe
™n 1994) | ta, 1998) | 2001) | 2010) |“CCneAO"
BaHue)
TTTCTC 49 30 41 41,4 39,9
GTCCTT - - - - 16,3
GTCCGT 27 - 11 20,4 5
TGCGGT 16 10 15 10,5 1
TTCCGT 8 53 21 19,7 7,7
TTCGGT - 4.8 4 6,6 -
TTCCTT - - - - 54
TGTCTC - - - - 34
GTTCTC - - - - 23
GTTCGT - - - - 2,1

Tpw rannotuna Habnrogatotes y 6onbHbix M pas-
HOrO 3THUYECKOro MPOUCXOXAEHUS C BNMU3KUMK YacTo-
Tamu. MNannotnn GTCCTT, 3acuKkcMpoBaHHbIN B HaLLEM
nccrnepoBaHUn, XxapakTepeH TOnbko AN 60mMbHbIX AKy-
TOB.

Ananu3 STR-2annomurnos 8 u3y4yeHHbIX
8bIbopKax sIKymoe

B pesynbTate aHanusa MukpocaTensMTHbIX NOBTO-
poB Obino 3admkcupoBaHo 14 annenbHbIX BapuaHToB,
BCTpeyvarowuxca ¢ yactotor ot 0,005 go 0,655. Yucno
annenemn no Kaxxaomy Nokycy Bapbuposarno ot 4 fo 12.
Mpun rannoTunuyeckom aHanuse 6GonbHbiXx MO 6bino
npoAeMoHCTpupoBaHo 114 ranmnoTunoB, YacTOTbl KOTO-
pbix BapbupoBann ot 0,6 go 8,8%. lNopaensiowee
OonbLWMHCTBO rannoTunoB (76%) Habnwganuce ¢ Mu-
HUMarnbHOW YactoTon. C MakcmarbHOW YacToTon Obin
3acukcmpoBaH rannotun 8-3-6-9-1-2. Pe3ynbTathl ran-
TNOTUMMYECKOro aHanuMsa Mno3BONUNM BbISBUTb Hambo-
nee obLWuiA, Tak Ha3blBaeMbl MPEOKOBbIA ranmoTum,
KOTOpbLIV 1 paccMaTprBancs B AanbHeENLIEM Kak ransmo-
TMN ocHoBaTens. B nonynsumoHHon BbiGopke Habnio-
ganu 123 rannotuna, BCTPEYaKLMXCA C 4acToToh OT
0,7 po 2,6%.

[nsi oueHKn HepaBHOBECUS MO CLENEHNO G Obl-
1o nNpoBefeHo nccregoBaHme wectu STR-mapkepos
Ha 80 xpomocomax c MyTauven m 154 xpomocomax
3[0,0pOBbIX UHAUBMAOB W3 SIKYTCKOW nonynsuuu. Hau-
OonbluMe 3Ha4yeHUs1 MokasaTens HepaBHOBECUSI MO
cuenneHuto ¢ 6binyM NonyyYeHbl ANs MapKepoB, pac-
MOMOXEHHbIX AUCTaNbHO MO OTHOLUEHMIO K obnactu
CTG-noBTopoB. OcnabneHne cuenneHnsi, COOTBETCT-
BEHHO, HabngaeTca No Mepe oTaaneHust ot obnac-
T myTauuu (Tabn. 5).

Ta6nuua 5

3HauyeHuUsA HepaBHOBECUS MO cuenseHuto (o)
ANS «NPeaKoBbIX» annenen

Annenb o

0,0605
0,1872
0,4930
0,4241
0,25
0,0871

N —=©O0Owo
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OueHka so3pacma mymauuu 8 eceHe DMPK
8 ssIKymckouU nonynsayuu

B paboTte Gbin npou3BeneH pacyeT Bo3pacTa My-
Taumn B reHe DMPK nytem aHanu3a pekombuHaumm
MeXZy W3yYeHHbIMM LUECTb0 MUKpPOCaTENUTHBIMU
Mapkepamu, hnaHKMpYRLWUMN MyTaHTHY0 obnactb y
AkyToB, 6onbHbIX M. CpenHee 3HayYeHWe Yncna noko-
TNEeHUiA, NpoLledwwnx nocrne Havamna pacnpocTpaHeHus
uccnegyemonn mytaumm B reHe DMPK, coctaBswuno
158,95 roga. cxopos v3 npogomKUTEnbHOCTU OOHOro
nokoneHnsi 20 neT, BpeMs, 3a KOTOPOE NPOU3OLUO Ha-
KonnexHue mytauum, coctasuno 3 179 ner.

Bospact myTauum, OLEHEHHbI B UCCnenoBaHUW,
NCYUCIIAETCA HECKOMNbKMMU ThICAYENEeTUAMM N CBA3aH C
OOKYPbIKAHCKMM (FYHHCKMM) nepruogoM hopMUpoBaHnS
AKYyTOB (KOHey | TbicayeneTns fo H.3) [28]. BosHukHoO-
BEHWE MyTauuu, MNO-BMOUMOMY, MPOU3OLLNO HaMHOro
paHblLUe MacCOBOro 3acerieHus npegkamu sikyToB Tep-
putopumn cospemerHon Axkytum B XI-XII BB. [29], a Bpe-
MS Hayana pacnpocTpaHeHus myTauum, Takum obpa-
30M, MPOM3OLUNO B [O3THMYECKOM nepuoge. Hawum
AaHHble JEMOHCTPUPYIOT OYeHb ApPEBHEE MPOVCXOXAe-
Hue n3ydaemon myTtauum B reHe DMPK, cBsa3aHHoe, no
MHEHUIO UccnefoBaTenen sKyTCKOro aTHoca, C CyLlecT-
BOBaHMEM Ha TEPPUTOPUN COBPEMEHHON HAKYTUN W,
BEPOSITHO, 3a ee Npefenamn HECKONbKMX ONM3KOPOACT-
BEHHbIX MnemeH. WcTopusi BO3HWKHOBEHUS MyTaLuu
COBMafjaeT C NepUoaoM CMeEHbl PaHHEHEONUTUYECKOW
NCAKOBCKOW KynbTypbl CepoBcKom u kutowckon [30].
Hanbonee BepoATHbIMM KaHAWgaTamMyu Ha 3Ty pornb
NPeacTaBnAlTCA MPedKn COBPEMEHHbIX HKarmpos w
POACTBEHHbIE UM naneoasmartckue nnemeHa. OT Koro
13 ApEBHNX NPEAKOB yHacrnegoBaHa MyTauus, npeano-
naraTb Ha CErogHsiLUHWN OeHb AOBOMbHO CMOXHO, MO-
CKOINbKY MPOUCXOXAEHWE [aHHOW MyTauum B APYrux
3THUYECKMX Fpynnax NpakTU4Yeckn He n3yvanochb.

OueHka Bo3pacTa, NpoBeAEeHHas B AaHHOM paboTe,
BbISBUNA OAHY U3 CaMbIX OPEBHMX MyTauui cpeau ns-
BECTHbIX 3THOCNEUMMDUYECKUX «SKYTCKMX OonesHeny,
pacnpocTpaHeHHbIX Ha Tepputopumn Pecnybnukm Caxa.
Tak, B nccnepgoBaHuax mytaumm B reHe SCA7T cnvHoue-
pebennsipHoi aTakcum 1-ro Tuna pacyeTbl nokasanu, YTo
cMeHunochb 37 MOKOMEeHWn nocre npeaka, BHECLUEro My-
Taumo, n ee Bo3pacT coctaensetr 915-1 110 net [31].
MoacunTaHHbIN BO3pacT AByX MyTaumn 4582insT B reHe
CUL7 n G5741—A B reHe NAG coctaBnsieT (1645 +
+248,25) n (1 052 + 640,25) roga cooTBeTCTBEHHO [5].
Hanbonee BeposATHbIA Nepuog Havana 3KcnaHcum ran-
notuna ocHosaTtensa ¢ mytauven q.-3179IVS1+1G>A B
reHe CJB2, npuBOAsALMA K HEWPOCEHCOPHON HECWH-
ApOMarnbHOW TYroyxocTu, B MOMyMNsSLMU SKYTOB OLIEHU-
BaeTcs B cpegHem (2 400 = 780) net [32]. Bpems pac-
npocTtpaHeHus mytauum ¢.806C>T B reHe CYB5R3 npu
HacneacTBEHHOW SH3UMOMAaTUYECKON MeTremornodu-
Hemum B AxkyTum coctasuro (285 + 135) net, nepwog
Hayana pacnpocTpaHeHWs MyTauunm COOTBETCTBYET
kKoHuy XVII — Havany XVIlIB. (1715 + 135 net) [33].
AHanua rannoTunoB XPOMOCOM, HECYLLUMX OaHHYH My-
Tauuo B nonynauum AkyTuM Hapsily C BbICOKOW 4acTo-
TOW reTepo3nroTHOr0 HOCUTENbCTBA MyTauun y 6onb-
Hbix M B 3TOM e pervoHe, no3BonseT NPeanonoXuTb
gencteue adpdekTa oOCHOBaTENSA B €€ MPOUCXOXAEHUU
N pacnpocTpaHeHuun.

Takum obpa3oM, aHanu3 rannoTUNMYECKOW CTPYK-
Typbl LIECTN OOHOHYKNEOTUAHBIX MONMMOPMHLIX Bapu-
aHToB reHa DMPK y 60MbHbIX MOTOHUYECKON ANCTPO-

e u3 AKyTCKOW nNonynsaumn BbISBUNT C  BbICOKON
yactoToit (39,9%) rannotmn TTTCTC, accounmpoBaHHbIN
c OonesHblo, a Takke psag rannoTUNoB, MMEKLMX Kak
npeapacnonararLLlyto, Tak U NMPOTEKTUBHYK porb B OT-
HoweHun M. BbisiBneH yHuKanbHbIA Ans 6onbHeix ML
skyToB rannotun GTCCTT. lNokasatenb reHETUYECKON
andpdepeHLmaLmm Tpex nccnegoBaHHbIX SIKYTCKMX MOomny-
NAUWIA OKasarncs Ha NopsifoK HUXKEe, YeM cpeaun Hacene-
Hua CesepHowi EBpasum (0,97 n 9,9% COOTBETCTBEHHO).
Bospact n3yyaemon mytaumm B reHe DMPK, oLueHeHHbI
B JaHHOM mUccrneaoBaHun, coctasun 3 179 ner.
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3BONIOLUMA U ®UNOMEOCIPA®USA NIMHUKU Y-XPOMOCOMbI B MONYNALUAX CUBUPU

B.H. Xapbkos" 2, B.A. CtenaHoB" 2

"HUM meduyuHckol eeHemuku CO PAMH, e. Tomck
2HayuoHanbHbii uccnedosamenbekuil Tomckuil eocyOapcmeeHHbIl yHusepcumem, 2. ToOMCK

M3yyeHune pasHoobpasus reHodoHaa YernoBevecT-
Ba Ha MOMNyNSLMOHHOM, 3THUYECKOM, PErMOHarbHOM,
pacoBOM ¥ BUOOBOM YPOBHSIX OpraHuMsaumm siBrsieTcs
OAHVM M3 Hauboriee BaKHbIX HaMpaBeHU uccrepo-
BaHWA, CTOALLMX Nepes COBPEMEHHON reHeTUKOM Yero-
Beka. B HacTosiLee BpeMsi MHOXECTBO HayYHbIX KOn-
NEKTVBOB MO BCEMY MVPY NMPOBOASAT aHanu3 CTPYKTypbl
reHopoHAOB pasnMyHbIX NonynsiuuMii. AKTUBHO pas3Bu-
BalOTCHA U MeXAyHapoAHble MPOEKTbl MO aHanusy pas-
HooOpa3us nonynauuin yenoseka — Human Genome
Diversity Project, HapMap Project, The Genographic
Project, The 1000 Genomes Project. CoBpemMeHHbIe
MOIEKYIIAPHO-TEHETNYECKNE MOAXOAbl [alT WUCCneno-
BaTeNsiM MHOXXECTBO WHCTPYMEHTOB ANA aHanus3a 3Bo-
noumn reHocpoHaa YenoBeyecTBa, €ro agantauuMu K
pasnuyHbIM KnuMaToreorpacpuyeckumM ycroBusiM, curo-
rEHETUYECKUX PEKOHCTPYKLUMWIA, reHoreorpadvn pasnmy-
HblX MapkepoB. B TeueHue nocrnegHero AecsTuneTvs
Mpou3oLLEN HAaCTOSALLWIA MPOPbIB B UCCMEAOBAHUN reHe-
TNYeCcKon BapnabenbHOCTV YernoBeYeckrX NonynaLui Kak
no HewTpanbHbIM Mapkepam, Tak U B 0bnactv MeguumH-
CKOW FEHETVKM, rae B HaCTosILLEee BpeMsi PyTUHHbIMW CTa-
nm paboTbl MO MOMHOFEHOMHOMY MOWCKY accoumaumi
pasnuyHbIx 3aboneBaHuii ¢ COTHSIMU Thicsid SNP.

Y-xpomocoMa SIBNSIETCH YHMKaNbHbIM WHCTPYMEH-
TOM AN M3YYEHUs1 CTPYKTYpPbl reHOPOHAOB U 3BOSIOLM-
OHHOWM MCTOPMM MONyNAuUMA Yenoseka. B cBs3n ¢ Tem
YTO 3HAYUTENbHAsH YacTb STOW XPOMOCOMbI HE y4acTBy-
eT B npoueccax pekombuHaumm (NRY), oHa nepenaet-
CSl UCKITHOYMTENBHO OT OTua K CbiHy. [laTpunuHeiHocTb

obecneymBaeT nocrnenoBaTenbHOE HaKOMMeHne MmyTa-
uuiA, B pesynbTaTe 4yero Y-xpomocoma npepcrasnset
coboWi [OCTaTOYHO NPOCTYIO MapKepHyl cucTemy Ans
nccrefoBaHNsA reHeTUYECKON CTPYKTypbl NMONynsaumn, a
Takke AN PEKOHCTPYKLMUN SBOMOLMOHHBIX N3MEHEHUIA,
MUrpaLMOHHbIX 1 ApYrnx Aemorpaduyeckmx npoLeccos
B nonynauunsx Yenoseka [1-4]. AHann3 NRY ogunHakoBo
3PPEKTMBHO NPUMEHNM KaK Afsi PEKOHCTPYKLMMN COObI-
TWUI FEHEeTUYECKON UCTOPUMN OTAENbHbIX MNONYNAUUA, TaK
U Ana mMacwTabHbIX PUIOoreHeTn4ecknx n dunoreo-
rpadu4eckux WUCCnefoBaHMn MOHOUNETUYECKMX Nu-
HuA Y-xpomocombl [5-10]. 3a aBa nocnegHux Oecsitu-
NeTUS HaKOMMEHO OrpoOMHOE KONMWYEeCTBO [AaHHbIX,
NonyyYeHHbIX NpY aHanu3e HepekoMOUHMPYHOLLER YacTu
Y-xpomocombl. WMepapxuyeckun aHanu3 rannorpynn,
onpefensieMblX Ha OCHOBAHUW TEHOTUNUPOBAHUA AW-
annenbHbIX MapKepHbIX CUCTEM W MUKPOCATEMMUTHBIX
rannotunos OHK Y-xpomocombl, siBNSieTCs OOHUM W3
Hanbonee COBPEMEHHbIX U pe3ynbTaTVBHbLIX METOA0B
N3y4YeHns NonynaLMOHHO-TEHETMYECKOro pasHoobpasuns
pasnu4HbIX MOoNynauui Yenoseka. Beicokas mHbopma-
TMBHOCTb MapKepoB, 3HAYUTENbHbIE MEXMOMYMALMOH-
Hble pas3nuyua Mo rannorpynnamM, pasBuTbIA annapat
CTaTUCTUYECKOro aHanm3a MUKPOCATENIUTHOrO PasHo-
obpasns MoHoduneTnyecknx knactepos [11-13] oby-
CMNOBMMBAIOT aKkTyanbHOCTb 3TOr0 NMOAXOAA U €ro LUMpo-
KOe MpUMEHEHNEe MNpPaKTUYeCKN BCEMMU KOMMeKTuBamu,
3aHumaroLwmmncs npobnemamu aTHoreHeTukm [14, 15].
Monynsauun kopeHHbIX aTHocoB Cubupu npepcras-
NSIOT 3HAYUTENBHBIN MHTEPEC AN Takoro poga muccne-



74 Pa3zden 2

AOBaHUA B CUmy cneuynguyHoCcTn ux reHooHA0B, pas-
BVBABLUUXCH 3a4acCTyl0 B YCIOBUAX AMUTENbHOW reHe-
TUYECKON U30MALMUN. YHUKANbHbIN reHOOHA KOPEHHOTro
HaceneHus Cubupu npencraenseT cobol LeHHbIA Uc-
TOYHUK FEHEeTUYECKON WHdOpMaLuW, BaXKHbIA Kak Ans
BbISICHEHWSA 3BONOLUMN reHodoHAa HaceneHus Espasun
n AMepuku, Tak 1 ANs aHanmM3a MOJNEKYNSIPHOW 3BOIto-
LMy MHOrMX rannorpynn Y-XpOMOCOMbI, YTO BaXkHO A4St
PEKOHCTPYKUMM TEHETUYECKOW WCTOPUM YeroBeka B
Lenom.

Llenblo HacTosiLlero mccrnepoBaHnWs siBUANach Xa-
pakTepucTrka CTPYKTypbl reHOPOHAOB KOPEHHbLIX 3THO-
coB Cubupu, cunoreHeTUHeCKON CTPYKTypbl ranmnor-
pynn Y-XpOMOCOMbI, @ Takxe ux dunoreorpaduyeckuii
aHanuM3 1 PEKOHCTPYKUMUS MOMEKYNSIPHOM 3BOMHOLMM
rannoTunos.

Martepuan u metoabl

Matepuan gns nccnegosaHns coctaBunm obpasupl
OHK, BblaeneHHble n3 NenKkoumMToB KPOBU MY>KHYUH, Npu-
Hagnexawux K pasnm4HbIM 3THAYECKUM rpynnamM Hace-
nexnva Cunbupw, OanbHero Boctoka, CpegHen Asum u
BocTouHoi EBponbl. OxapaktepusoaHo 6onee 50 no-
NyNSUMOHHBIX BbIGOPOK, MpUHaanexawmx K 24 aTHuqe-
ckum rpynnam. O6Llas YMCNEHHOCTb CYMMapHOMN Bbl-
Oopku coctaBuna 2 729 obpasuos. B uccneposaHue
Obinn BkntoveHsl 97 SNP n 36 STR-mapkepos (DYS:
19, 385a, 385b, 388, 389l, 389ll, 390, 391, 392, 393,
426, 434, 435, 436, 437, 438, 439, 442, 444, 445, 448,
456, 458, 462, 504, 505, 525, 531, 537, 552, 635,
YCAlla, YCAIllb, GATAH4, YGATAA10, GGATT1BO07).
FeHoTMNMpoBaHne STR npoBOAMMM C MOMOLLBIO Kanwus-
NAPHOro renb-anekTpodopesa Ha reHeTUYeCKNX aHanum-
3aTopax ABI Prism 3130xI n 3730.

Pe3yn bTaTbl U chququue

Ob6wasi cmpykmypa eeHoghoHOa

PesynbTaThl NnpoBeAeHHOro aHanv3a CBUAeTeNbCT-
BYIOT O MHOFOKOMMOHEHTHOCTM reHooHAa KOPEHHOrO
HaceneHns Cnbupwn, B KOTOPOM MpeACcTaBreHbl ranmno-
rpynnbl 3anagHoO-eBpPa3vMNCKOro M BOCTOYHO-€BPa3uii-
ckoro npovcxoxaeHusi. CoctaB M 4acToTbl rannorpynn
Y-XpOMOCOMbI SBASIOTCH 3THOCMeundUYHsiMu. Pervo-
HanbHas CTPYKTYpPUPOBAHHOCTb CYMMAapPHOro reHoOoH-
Ja cBsA3aHa C yAernbHbIM BECOM B €ro COCTaBe eBpo-
NeongHoOro M MOHFONOMAHOIO KOMMOHEHTOB, a TaKxe
ypanbCckoro reHeTmndeckoro cybcrpaTa, KoTopble Map-
KMPYHOTCSt COOTBETCTBYHOLLMMU ransiorpynnamu.

OtHudeckue rpynnbl 3anagHor u KOxxHon Cubupwn
XapaKkTepusyrTCs HannunemMm 3HauuTenbHon Aonuv 3anag-
HO-eBpa3vNCKON (OpEeBHEEBPONEONAHON) FeHETUYECKon
KOMMOHEHTbI, YacToTa KOTOPON CHUXKAETCs C 3anada Ha
BOCTOK [16—18]. B nonynaumsx BoctouHon Cwubupu u
[anbHero Boctoka He 3apermcTpupoBaHO 3anagHo-
€BPa3nNCKUX NVHWA 1 HabnogaeTcd AOMUHMPOBaHWE
aBTOXTOHHbIX BOCTOYHO-€Bpa3miickmx rannorpynn [19].

OCHOBHbIMK (hakTOpamu, OMNpPeAensoWMMN reHe-
TUYECKMNE B3aVMOOTHOLLEHUS KOPEHHbIX 3THOcoB Cnbu-
pu, ABNSIOTCA pa3nUYHOe COOTHOLLEHME B UX reHOMOH-
Aax 3anagHo-espasumnckux (R1ala, R1b1b1, R1b1b2,
J2a, 1, 12a, E, G) u BocTouHo-eBpasunckunx (C3*, C3c,
C3d, D, 02, 0O3a*, 03a3c*, O3a3c1) rannorpynn Y-
XPOMOCOMbI M CTEMNeHb MpeAcTaBNeHHOCTU yparbCKo-
camoguiickoro komnoHeHTa (N*, N1b, N1c1) n naneo-
NNTUYECKoro reHeTudeckoro cybertpata (Q1a*, Q1ag3,
Q1a3a1).

OTHockl, 6nuskne reorpaduryeckn, NPOABAAT ©
6rnm3ocTb Mo cocTtaBy M 4Yactotam rannorpynn Y-
XpomocoMbl.  3anagHo-cmbupckas rpynna  3THOCOB
(XaHTbl, MaHCKn, HeHUbl, CenbKyrnbl) XapakTepusyeTcs
npeobnapganvem rannorpynnsl N1b » npakTtunyeckn
MOMHbLIM OTCYTCTBUEM BOCTOYHO-EBPA3UNACKMX TNHWUIA
knag C3, 02 n 03. KOxHo-cnbupckas rpynna (cesep-
Hble U tOXHblE anTaiubl, TeneyTbl, Xakacbl, LUOpLbl,
TYBWHUbI, CMBMpCKNe TaTapbl) OTNNYAETCA NPUCYTCTBU-
€M 3Ha4yMTernbHOW [0nW 3anagHO-eBPasvMNCKUX NIUHUA,
MapKUPYHOLLMX €BPOMEOVAHbIA KOMMOHEHT B COCTaBe WX
reHocoHgoB. Hambonblumm KonmyecTBOM ranmorpynn
npeacTaBrneHbl MONYNALUMOHHbIE BbIOOPKM TYyBUHLIEB.
OTO MOXeT CBUAETENLCTBOBaTL O HaMbonee NHTEHCUB-
HbIX MWUrPaLMOHHbIX MOTOKaX Ha AaHHOW TeppuTOpuM.
BocTo4HO-cnbupckne 3THOCHI (3BEHKM, 3BEHbI, AKYThl,
YYK4M, KOPSIKW, HUBXW U YASrelLbl) XapakTepuayTcs
3HaunTensHon Yactoton nuHui C3 n N1cl1 B pasHom
COOTHOLLEHVMN W MNPaKTUYECKM MOMHbIM OTCYTCTBMEM
€BpPOMNeonaHOro KOMMNOHEHTA.

B nonynsaumax HOxHoii Cubupn Habnopgaercs CHu-
XKEHMEe CyMMapHOW 4acToTbl 3anafHOo-eBPAa3sUACKMX ran-
fiorpynn B HanpaBneHWX C 3anaja Ha BOCTOK: Makcu-
MarbHble 3Ha4eHUs1 oBHapy>eHbl Ha AnTae (y CeBepHbIX
N IOXHbIX anTanueB 1 TeneytoB 66—-68%), B casiHCKow
rpynne nonynsauui (xXakacbl U TyBUHLbI) OTMeYaeTcs
ymeHblueHne go 18-30%, B 3abainkanee y OypsATt yac-
ToTa He npesblwaeT 5%. Y-XpOMOCOMHbIE reHOOHAbI
3anagHo-CNOMPCKMX XaHTOB U BOCTOYHO-CMBUPCKUX
3BEHKOB U SIKYTOB TaKKE XapaKTepU3YTCA 3HAYUTENb-
HOWM Y4acToTOW 3anapHo-eBpasuickux rannorpynn (15,
30 n 4%, cooTBeTcTBEHHO). B nonynsuusix Cesepo-
BocTtouHon Cnbvpwn n JansHero BocTtoka HabniogaeTcs
OTCYTCTBUE 3amnafHO-€BPa3nACKOro KOMMOHEHTA.

B nonynsaunax BoctouHon Cubupu, 3a UCKNOYEHU-
eM sKyToB, npeobragalymMn BapuaHtamy Y-Xpomo-
COMbI SBMAIOTCA NMHUM BOCTOYHO-EBPA3UACKOW KNagbl
C (C3* n C3c). AkyTbl e XapaKTepu3ylTCs YpesBbl-
YalHO BbICOKOW 4YacToTo (okorno 90%) rannorpynnbl
N1a1. B nonynsunax JansHero Boctoka HabntogaeTcs
co4yeTaHue Bbicokor yactoTbl C3*, N1c1 n npucytcteue
Y-xpomocom, oTHocswmxes Kk knagam O, D n Q. lo-
cnegHsis npeobnagaeT y 3CKMMOCOB, COCTaBnsasA Gonee
80% wnx Y-XpOMOCOMHOro nyna, a Takke OTHOCUTENbHO
yacTo (11%) BCcTpeyaeTcs y Yyk4en.

[anbHEBOCTOYHbIE YYKYM M KOPSKU OnM3KM K BOC-
TOYHO-CMBMPCKMM MONYNAUMAM MO HanMyuMi 3TOW ran-
norpynnbl (61 n 24% cooTBETCTBEHHO), @ CPEAMN uccre-
[OBaHHbIX BbIOOPOK HUBXOB M yA3reiLeB 3Ta Y-XpoMmo-
COMHas NVHUSA BCTPeYaeTcs C 4acTtoTon mMeHee 5%.
Huexn Hapsay c Kopskamu, yasrenuamy xapaktepuay-
I0TCS HambonbLUel cpean UcCrnefoBaHHbIX MONyNALUMia
yactoTon rannorpynnel C3* (71%). [Ise atu rannorpyn-
Nbl COCTaBMSAOT OCHOBY BOCTOYHO-CMOUPCKOrO reHo-
doHaa. O6BbeaUHSIET KOPSKOB, HMBXOB, YyKYel N 3BEH-
KOB 1 oBHapy>xeHHas Tonbko y Hux rannorpynna Q1a*
(Q1axM346).

[aHHble o vacToTax rannorpynn Y-XpOMOCOMbl B
NCCMNEeAO0BaHHbIX MOMYNSALMOHHBLIX Bblbopkax Gbinu uc-
nonb30BaHbl AN BbIACHEHNA DUNOreHeTUYECKnx B3au-
MOOTHOLLUEHUA MeXAy PasnuyHbIMA CUOUPCKMMU STHO-
camu. AHanu3 4acToT rannorpynn ¢ NoMoLlblo MeToAa
rMaBHbIX KOMMOHEHT MoKasarn, 4To CuOWMpCKMEe STHOCHI
noapasfensoTCa Ha HEeCcKonbko AnddepeHUMpPoBaHHbIX
rpynn reorpadudeckn 6nusknx nonynauuii: 1) antarcko-
CasiHCKYI0 (CeBepHble W IOXHble anTailbl, TeneyThl,
TOMCKME TaTapbl, Xakacbl); 2) BOCTOYHO-CUOMPCKYHO
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(BypATbl, 3BEHKM, SAKyTbl); 3) YYKOTCKO-KaM4aTCKyto
(4ykuM 1 KopsiKM); 4) OanbHEBOCTOYHYK (HUBXM, yOo-
reiubl). KeTbl, XaHTbl 1 anTaMcKkMe Kasaxu xapakrtepu-
3ytoTCst cneumduryecknMmn ocobeHHocTAMY reHodoHAa
N He KnacTtepusyrTcs C ApYyrumMu uUccnefoBaHHbIMU
3aTHocamu (puc. 1).

0,8
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0,4 3BEHKN
0,2 IR v Kazaxy AnTtas
[P o * ackupocel
v Mapy iRl
[ oD *aKachb .
| \ XaHTbl
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Puc. 1. lNMonoxeHune nccnegoBaHHbIX 3THOCOB B NPOCTPAHCTBE
rNaBHbIX KOMMOHEHT YacToT rannorpynmn Y-XpoMoCcoMbl

AHanus koppensumMm MaTpuL, reHeTUYeCKUx, aHTpo-
NMoOnornyYecknx, NUHIBUCTUYECKUX U reorpadryecknx
AVNCTaHUMI BCEro MaccuBa AaHHbIX C MOMOLLbIO TecTa
MaHTensa nokasan, 4Tto, HECMOTPS1 Ha OTCYTCTBME 3Ha-
YAMOWN  KOPPENAUUM TreHEeTUYECKUX PacCTOAHWA C
aHTPOMONOrMYECKNMM, JIMHIBUCTUYECKUMU, Treorpadu-
YECKUMW AUCTaHUMUSIMU, MaTpuua reHeTU4eckmx pac-
CTOSHUIA MO YacToTam ranmorpynn KoppenupyeT c reo-
rpadven C ypOBHEM  3HAYMMOCTM, OnuM3KUM K
noporosomy (r=0,2116; p =0,0728). Jons reHeTu4e-
ckoll BapuabenbHOCTW, 0ObsicHsemas reorpaduven,
Takke B HECKONbKO pa3 MpeBOCXOAUT aHTpOnonornye-
CKUE W TMHIBUCTUYECKNE XapakTepuctuku. MoxHo ro-
BOPUTb O TEHAEHUMM K (DOPMMPOBAHMIO 3HAYUMbBIX KOp-
penauuii, YTo BMONHE COOTBETCTBYET MOMYMSALMOHHO-
reHeTn4eckon cneunduke Y-XxpoOMOCOMHbIX JIMHWUNA, CBS-
3aHHOM C BbICOKOW MNOABEPXEHHOCTbIO 3ddhdhekTam
apenda n naTpunokanbHOCTbIO.

Ha pervoHansHOM ypOBHe oOpraHusauuy nonyns-
LMiA 3HaYeHne KoadurumeHTa KoppensLumm Bo3pocro B
HecKkonbko pas, npuyem B nonynsaumsax FxHon Crnbupm
n OanbHero BocTtoka reorpaduueckuii aktop getep-
MUHVPYET TEHETUYECKNE pasnnyns ropasfo  3Hauu-
TenbHee, Yyem B BoctouHon EBpone. Ctatuctmyecku
3HauYMMble pes3ynbTaTbl MOMyYEHbl NULb A4S HXHO-
cnbupckoro pervoHa. [Ons BOCTOYHO-EBPOMENCKOro 1
[anbHEBOCTOYHOTO PErvoHOB YPOBEHb 3HAYUMMOCTU
Koppensaumum TeM He MeHee okasancst 6nmskum K nopo-
rosomy. PesynbTaTbl aHanusa cBUAETENLCTBYOT O 6o-
nee 3HauyUTeNbHOM BKNafe B KapTUHY FeHEeTUYecKmx
pasnuuuin reorpacmyeckoro aktopa M 0 MEHbLUEN
pOonv aHTPOMOMOMMYECKNX U JIMHIBUCTUYECKMX XapaKTe-
PUCTMK NOMynAuMiA B AETEPMUHALMN UX TeHETUYECKON
BapuabenbHocTy.

FeHemuyeckoe paszHoobpasue

Cunbupckme nonynsaumm xapakTepusyroTcs OTHOCU-
TeNbHO HU3KAM YPOBHEM FreHeTU4ecKoro pasHoobpasms
no rannorpynnamM Y-XpoMOCOMbI MO CPABHEHUIO C €BPO-
nenckuMKn, CpegHeasnaTCKMMM U BOCTOYHO-a3MaTCKUMM
nonynaumami. dPopmrpoBaHne reHodoHA0B BonbLUMH-

cTBa CMOMPCKMX 3THOCOB mpoucxoauno Ha 6ase He-
0onbLIOro Yncna reHeTnyeckux KoMnoHeHT. Hanbonb-
wee pasHoobpasue ranmorpynn u YSTR-rannotmnos
HabnopaeTcs y HKHO-CMOMPCKMX 3THOCOB, YTO OTpa-
XaeT ux ¢opMMpOBaHME Ha reTepOreHHoO OCHOBE.
BocTouyHo-cubunpckne 1 panbHEBOCTOYHbIE 3THOCHI Xa-
pPaKTEPU3YOTCS 3HAYUTENBHO MEHBLLUNM YPOBHEM reHe-
TUYecKoro pasHoobpasnsi No mapkepam Y-XPOMOCOMbI.
MakcumaneHbivMm ans Cmburpy nokasatensmmn pasHoob-
pa3usa kak no yactotam rannorpynn, Tak u YSTR-ranno-
TUMNOB XxapaktepuaytoTca TyBuHubl (H = 0,854/0,494),
aBeHkn (H=0,810/0,501) wn TOMCKME  TaTapbl
(H=0,862/0,549), 4TO0 cBsi3daHO C HOPMUPOBAHNEM
3TMX HApOAOB Ha OCHOBE Pa3HOPOAHLIX MO MPOUCXOX-
OEHUIO NPeaKoBbIX rpynn HaceneHus. MuHumansHbIM
reHeTUYECKUM pas3HoobpasneM OTNMYalTCsH  SKYThI
(H=0,176/0,206), ona KOTOpbIX 3TO SABMSETCHA cren-
CTBUEM CUINbHOro 3dpekTa OcCHOBaATENs, KeThbl
(H=0,297/0,338) n HuBxm (H = 0,486/0,470), coxpa-
H/BLLWE WMCXOAHO HebonblIoe 4YMCro PenuKkToBbIX Y-
XPOMOCOMHbIX NIMHWIA.

reHemuyeckas dughgbepeHyuayus

[MokasaHo, 4To cubmpckmne nonynsauMmn BelENSTCS
Ha ¢boHe Opyrux eBpasuCKMX 3ITHOCOB 3HAYUTESbHO
0onee BbICOKAM YPOBHEM MEXITHUYECKON N MEXPErno-
HanbHOW reHeTnyeckon AauddepeHUmaumm: obLmin
YPOBEHb FeHeTUYECKMUX pasnuyuii no rannorpynnam Y-
Xpomocombl coctaenseT ana Cubupu 25,11%. Kopeh-
HOe HaceneHue pasnuyHbiX panoHoB Cubupu pasnuya-
€TCA NO CTEeMNeHn reHeTMdeckon AauddepeHumnaumm:
HanmeHee AuddepeHumnpoBaHbl 3THOCHI HOxHoM Cu-
Ovpun (15,05%) v OanbHero BocToka (21,57%), a Hau-
fonblume 3HadeHUss Fst BbiSBNEHbI CPean Nonynsuuin
BocTtouHoit Cnbupm (43,13%).

MpuunHamun Gonee BLICOKOrO YPOBHSI Mogpasne-
neHHoctn B Cubupwn, oyeBmaHO, sBnstoTCA Gonbluas
TepputopuaneHas YyAaneHHOCTb pPasfnuyHbIX 3THOCOB
3TOr0 OrPOMHOTO PErroHa WM Hamu4yme reorpadryecknx
fapbepoB, CNeACcTBMEM YEro CTaHOBUTCS M30MMpPOBaH-
HOCTb OTAENbHbIX PErnoHarnbHbIX FPYNMn HaceneHus, a
Takke HebonbLon pasmep 3hPHEKTUBHON YNCIIEHHOCTU
KOpPEHHbIX nonynauuin. Kpome Toro, KOpeHHble Hapogbl
Cnbvpn cUnbHO pasnnyatTCcs No CTENEHN BHYTPUITHU-
Yeckon reHeTudeckon auddepeHumaumn. Mexnonyns-
LUMoHHas anddepeHumnaumsa TyBMHLUEB U SKYTOB MO
AaHHbIM YacToT rannorpynn Y-XpOMOCOMbl AOBOMbHO
Hn3ka (2,10 n 0,24% COOTBETCTBEHHO), y XaKacoB
(19,89%), xaHTOB (28,41%) M BypaTtos (29,15%) ypo-
BEHb FEHETMYECKOW MoApa3feNeHHOCTU 3HAYUTENBHO
BbILLE.

QunozeHus u ¢punozeoepacgpus eannoepynnsl N1c1

lannorpynna N1c1 Ha Tepputopun Cubupn sB-
naetca Hambonee 4yacTton, ee gona B obLljem reHo-
doHae coctaBnsieT 6onee 30%. JNluHns N1c1 pacnpo-
CTpaHeHa NpakTUYeckn y Bcex CUBUPCKNX STHOCOB, HO
OTCYTCTBYET Cpedu KOpPeHHbIX nonynsumi Hosoro
CserTa [6, 10], cnegoBaTenbHO, €€ HOCUTENW AOCTUT-
nn reorpadunyeckoro MCTOYHUKa Murpaumin B AMepuky
— HOxHon Cunbupm n LleHTpanbHo A3un nosgHee,
Yem nocriefHue MUrpaHTbl HanpaBunucs B bepuHruo.
Haunbonbwas yvactora rannorpynnsl N1c1 xapakTep-
Ha ans skytoB (4o 90%) u BOCTOYHbIX OypAT (Ao
85%). 3HauuTenbHa ee gons Takxke y 4dykden (61%),
KopsikoB (24%), TeneytoB (29%), aBeHkoB (34%) un
TyBuHUeB (19%) (puc. 2).
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Puc. 2. dunoreorpadus rannorpynnel N1c1 B nonynauunsx Espasum

MokasaHo, 4to rannorpyna N1c1 xapakrtepusyetca
HanM4MeMm HECKOIbKUX CECTPUMHCKMX CYOnuHWIA, onpe-
aensembix cooteeTcTByoWmMMU SNP-mapkepamu. Hau-
Oonee pOpeBHSs BEeTBb, OnpedensemMas MapKepoMm
M178, B HacTosiLLlee BpemMs MMEEeT OYeHb Y3KWIA apean
Ha Tepputopun HKOxHo Cubrpu 1 BbisIBRiEHa NULLb Y
TyBMHLEB, XakacoB u wopues. K ee npomssoagHon, on-
peoensemon mapkepamu L708 n L839, oTHocATCH BCe
ocTanbHble MWCCNefoBaHHble 06pasubl rannorpynnbl
N1c1. 3Ta OocHOBHas NWHWSA, B CBOK o4yepedb, npea-
CTaBrneHa HEeCKONMbKMMW naparnnenbHeiMy cybrannorpyn-
namu, Kaxgasi U3 KOTOpbIX MMEET OYeHb CrneunduyHY
dunoreorpacuto. Bce paHHne dunoreHeTnveckme BeT-
B/ N1c1 oBHapyXnBalTCH NPaKTUYECKN UCKIIOYUTEb-
HO cpeayn 06pasLoB, NpYHaANEXaLMX KOPEHHbIM Mony-
naumam  Cubupun, 4TO noaTBepxgaeT runotesy o6
a31aTCKOM MPOUCXOXKAEHUM STOW rannorpynmbl.

K nuHum N1c1-F3271-F4205 npuHagnexaT Bce OT-
HocAwmecs Kk N1c1 obpasubl BypsiToB, GomnbLUMHCTBA
TYBMHLEB, TOMCKMX Tatap W kasaxoB. JluHuma N1ici-
M1979-M1991 pacnpocTpaHeHa WUCKMHYUTENBHO cpeaun
9BEHKOB U SKYTOB. FKYTCKO-3BEHKUIACKAsA MWHWSA OTnm4a-
€TCA N OYeHb BbICOKOCMELMMUYHBIM COCTABOM FannoTu-
noB, CBMAETENbLCTBYOLWMM 00 O4eHb CUNbHOM 3dhdekTe
ocHoBatens. JInHnm N1c1-L708-L839* n N1¢1-L392 pac-
npocTtpaHeHbl n B Cnbupu, n B Eepone. Hanbonee uHte-
pPeCHbIM OKasanocb pacnpoctpaHeHue nuHum N1ci-
L392*, koTopas obHapyeHa C HU3KOW 4acTOTOWN B €BpO-
NemncKkMx Nonynaumax, a Takke y KopskoB U vykyen. MNpu-
4YeMm y cMOMPCKMX Maneoas3vaToB OHa SIBHO MMEET [AoCTa-
TOYHO [JpEeBHEEe nNPOUCXOXOAEHNEe W He cBfA3aHa C
MeTucauvei. OcTanbHble eBponelickme obpasupl, npu-
Hagnexawme k N1¢c1-L392, pacnagaroTtcs Ha ABe naparn-
nenbHble cybrannorpynel: N1c1-VL29 n N1c¢1-Z1936.
MepBasi pacnpocTpaHeHa ucknouMTensHo B EBpone,
BTOpasi BCTpeyvaeTca u Ha Tepputopun 3anagHon Cubu-
pY, MapKUpysi OTHOCUTENBbHO HEAABHIOK MUrpaLyo HOCK-
Tenen cybknagbl N1c1-Z21034 13 Esponbl B Crubupb.

OTHocneunduyHble MeanaHHble CeTW ransioTUNnoB
CBMAETENbCTBYIOT O peLlaroLLein ponu reorpaduyeckomn
n3onaumMm nonynaumi B oopmMmpoBaHnn COBPEMEHHOW
KapTWHbI reHeTUYeckoro pasHoobpasus no nuHusam Y-
XpPOMOCOMbI Ha Tepputopun Cunbupu. 310 OTpaxaeT
HanvMyve B MPOLUMOM Pa3fMYHbIX MUTPALMOHHbBIX BOJH
Ha TEPPUTOPUU COBPEMEHHOIO pPacnpoCTpaHEHNs 3TOW

rannorpynmnbl 1 foKanbHbIX pa3HOBPEMEHHbIX addek-
TOB OCHOBAaTenNst BHYTPU 3TON NuHWMK. lNonyyeHa 3Haun-
TenbHasi reHeTnyeckas AuddepeHumnauma esponei-
CKUX W a3naTckmx BbIOOPOK. YPOBEHb FEHETUYECKON
AnddepeHumraummn Mexay azmaTCKUMy 3THOCaMmM NoYyTy
B TPV pasa Bbille, YeM Mexay esponenckumu (59,41 n
18,22% COOTBETCTBEHHO).

dunoreorpauryecknin aHanmM3 pasnuyHbIX NUHWIA ra-
nnorpynnel N1¢c1 nokasbiBaeT, 4To cnbupckme nonynsaumm
XapakTepusytoTcs Havboree BbICOKMM OOLUMM YpOBHEM
MOMEKYNAPHOro rannoTUNnYeckoro pasHoobpasus. B 1o
xe BpeMsi y GonblUMHCTBA CMOMPCKUX 3THOCOB Habro-
JaloTCa CBMAETENbCTBA CUMbHOMO adbdekta nonynsum-
OHHOTO «ropribiLka OyThINKU» B UX NOMYNSLMOHHON UCTO-
pvn. MecToM NPOVCXOXAEHUS N NEPBUYHON reHepaumu
pa3Hoobpasusa nuHnm N1c1 sensetca TeppuTtopusa HOx-
Hon Cubupn unm UentpansHon Asuu. MoseneHne aTon
rannorpynnel B cOCTaBe reHOOHAOB BOIO-yparbCKUX
3THOCOB MapKMpyeT MUIPaLMOHHbIE NOTOKM M3 3anagHon
Cwnbupn n Tepputoputo BocTouHo EBponbl 1 cBsi3aHO ¢
pacceneHneM HapofoB yparnbCKoi S3bIKoBOW ceMbU. JTa
NIMHMA MpPOHMKNa Ha TeppuTopuio BocToyHom Esponbl
OTHOCWTENbBHO HEeAaBHO, W rannoTMnnyeckoe pasHoobpa-
31e, NPEeACTaBEHHOE Ha JaHHON TEPPUTOPUN, ABMNAETCS,
BEPOSATHO, BbIGOPKOW M3 Nyna ranfoTvnos, NpeacTaBneH-
HbIX CPEAU a3naTCKMX 3THOCOB.

@unoeeHus u ¢unozeoepacpusi eannoepynnsi N1b

[annorpynna N1b cectpurckas ana N1c1, onpe-
gensemas Mytauven mapkepa P43, penut c ranno-
rpynnon R1ala BTopoe — TpeTbe mecTa Mo 4acToTe
(4yTb 6onee 16% cCymMMapHOW YMCNEHHOCTN CUBUPCKNX
obpasuoB). Cpean cubupckmx 3THOCOB HambornbLuas
yactota rannorpynnbl N1b BbiiBNeHa B HacTosLuen
paboTte y xaHTOB (57% BCex o0bpasLoB), xakacoB (44%)
n TyBuHUEB (25%). [dons sTol rannorpynnbl y ApYyrux
nccnefoBaHHbIX nonynsuuii Cnbupn 3Ha4YMTENbHO HK-
Xe. Y ceBepHbIX anTanueB oHa gocturaet 6% obuiero
yucrna Y-XpoOMOCOM, BO BCEX OCTarnbHbIX M3YYEHHbIX
BbIOOpKax CUOMPCKMX 3THOCOB €€ YacToTa He MpPeBbI-
waet 4%. BoctoyHee Tysbl rannorpynna N1b o6Hapy-
xeHa nuwb y akytoB (1,3%) (puc. 3). K coxaneHuto, B
HacTosiee Bpemst oTcyTcTBytoT SNP-mapkepbl, No3Bo-
NSoWmMe BbIAENSATb AOYEPHUE NUHUM U 3PDHEKTUBHO
anddepeHuymposaTth rannorpynny N1b.
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lannorpynna N1b npencrasnsetr coboli mapkep
JOUCTOPUYECKON CBA3N Mexay CUOMPCKMU U eBponen-
ckMmK nonynaumsimu. BeposiTHO, oHa mapkvpyeT Apes-
HIOKO MONYMSALUMOHHYH OBLHOCTb HaceneHNs yparnougHo-
ro aHTPOMOMNOMM4ECKOro TVNa, 3acensBLUEr0 TEPPUTOPUM
K BOCTOKY W 3anagy oT Ypanbckux rop. Hanbonblias
yacTtoTta rannorpynnel N1b npuxogutcs Ha TepprTOpUIO
3anagHon Cnbuvpu n Antae-CasiHckmin permoH. meHHo
aTa rannorpynna 4OMUHMPYET y BCEX 3THOCOB, NPUHAA-
nexawux K rpynne camoAWNCKMX SI3bIKOB YyparbCKOM
A3bIKOBON CeMbW. 3HauuTenbHas yactoTa STOW rammno-
rpynnbl B KOxHo Cnbupu, B 4acTHOCTU y Xakacos M
TYBMHLEB, BEPOSITHEE BCEro, OTpaXaeT BKNag B UX CO-
BPEMEHHbIA TeHOOH, CaMOLUNCKMX STHOCOB, 3ace-
NSBWNMX 3Ty Tepputopuio paHee. PacnpoctpaHeHve
N1b Ha Tepputopum EBponbl cBsi3aHO C pacceneHvem
npegKkoB COBPEMEHHbIX (PUHHOSA3bIYHBIX HAapPOAOB, MO-
CKOINbKY AaHHas rannorpynna xapaktepHa ans uHHO-
yropckux Hapopos Ypana u [Mosomxbs. [Npucytcteue
rannorpynnel N1b B nonynsuusx tatap, 6awkmp n pyc-
CKMX CBSI3aHO C BKIOYEHMEM B COCTaB 3TUX HapoOAoB
UHHO-YropcKoro reHeTuyeckoro cyberpara.

COBOKYMHOCTb HaKOMIEHHbIX K HacTosLleMy Bpe-
MeHV AaHHbIX no cTpykType N1b Takke cBmgetenscT-
BYET O W HanMyMn CUMbHbIX PErMOHAamNbHbIX Pasfuyuii.
MepunanHasa ceTb N1b-A cocTOUT N3 HECKONBbKUX BETBEN
rannoTtunos. OcHoBHasi BeTBb, cchopMupoBaHHas BO-
Kpyr rannoTuna OocHoBaTens, BkntoyaeT B cebs npen-
cTaBuTenein GonblUMHCTBA CUOUPCKMX HApOAoB (XaH-
TOB, XaKacoB, LUOPLEB, MOHIOMOB, anTaiueB, SBEHKOB,
TohanapoB) u nmeeT Gonee gpeBHEE NPOUNCXOXAEHME,
TO eCTb SBNSAETCH NPEAKOBOW U MO OTHOLUEHUI K OC-
TanbHbIM. BOMBLUMHCTBO 3THUYECKMX U PErmoHarnbHbIX
reHopoHAOB XxapakTepusyrTcs npeobnagaHvem cob-
CTBEHHbIX JlOKarnbHbIX FanfoTUNnoB-OCHOBaTeNen, sB-
NAOLWMXCA MPOU3BOAHBIMWA OT MPEAKOBOro Ans BCeW
knagel N. B Cnbupu rannotunbl pasnuyHbix cybnnHumn
BHYTpM N1b ocobeHHO oT4eTNMBO AnddepeHLmMpyrOTCS
Ha psg 060coBneHHbIX KracTepos.

dunoreHeTnyecknin aHanma rannorpynnsl N1b noka-
3bIBAET Hanuume B Hel ABYX YeTKo AnddepeHLmpoBaH-
HbIX KnacTepoB rannoTuWnoB: «asmaTckoro», Haubonee
pa3Hoo6pa3HOro Mo 4Yucry ranfoTUNoB W Aucnepcun
yncna STR-noeTopoB, U «eBponeickoro». K «asmat-
CKOMY» KnacTepy npuHaanexaT rannoTunbl BCeX Cu-
BUpCcKNX U cpefHeasnaTCKNX 3THOCOB: XakacoB, TYBUH-
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LeB, SKYTOB, anTaiLeB, LUOPLEB, KUPrM30B, MOHIOSIOB,
aHaTONUIACKNX TYPKOB 1 yaMypToB. B BbiGopkax komu u
XaHTOB MpUCyTCTBYIOT rannotunbl kak N1b-A, Tak u
N1b-E. BonbwnHcTBO 06pasuoB XaHTOB U yAMYpPTOB
npuHagnexaTt K «asnaTckoMy» Knactepy, U nullb He-
CKOJbKO — K «eBponeiickomyy. BapnabenbHocts N1b-A
MakcumaneHa B cubupckmx nonynsaumsx, a N1b-E vy
PYCCKMX.

MeganaHHas cetb N1b-E otyeTnmeo nopgpasaens-
€TCH Ha TpW Knactepa ranfoTunoB: NepBbii 0ObeANHS-
€T XaHTOB, MaHCW 1 yAMYpPTOB; BTOPOW BKIOYaET pyc-
CKMX, (PUHHOB W BEMNCOB; K TpeTbeMy npuHagnexar
Mapuilbl. Y KoMy obHapyXeHbl rannoTunbl BCEX TPex
knactepoB. Cyasi mo Bcemy, 3TO OTpakaeT Hanuuve
TPEX OCHOBHbIX LEHTPOB MOMYMALMOHHON 3KCMaHCKm
HocuTtenen N1b-E v Haubonbliyto reHeTnyeckyto 6nm-
30CTb kOMU K Npeakosoit no N1b-E nonynsaumn.

AHanma CTpyKTypbl hurnoreHeTU4eCckoro Apesa ran-
notunoB knactepa N1b-A nokasan Gonee BbICOKWIA ypo-
BEHb rannoTMNMYeckoro pasHoobpasusi, YTo cornacyeTcs
C NPEeACTaBEHMEM O TOM, YTO a3naTckuin knactep Gonee
OPEBHUIA, YeM EeBPOMeENCKUA, NMpUYeM MOoCneaHuni siBns-
eTCq Mpoun3BOAHbIM MnepBoro. lMony4yeHHble B HacTos-
wen pabote akTbl roOBOPAT B MOnb3y runotesbl 06
asnaTtckoM npoucxoxgeHun N1b, 4To nopTeepxpaeT
BbICKa3aHHble paHee npeanonoxeHus [7].

[annotunbl knactepa N1b-A oBHapyxeHbl 1 B no-
Nynsuusx KOMy, yamypToB, PYCCKUX. OTO NOAYEPKMBaET
CINOXHOCTb MPOLIECCOB 3THOreHes3a W, BO3MOXHO, yKa-
3bIBAET Ha TOT PaKT, YTO MEPBUYHON TEPPUTOPUEN re-
Hepaummn pasHoobpasnsi 1 3KCMAHCUM YUCTIEHHOCTM Ans
AaHHoM rannorpynnel Obina Tepputopus Cubnpu (Be-
POATHO, OHa COOTBETCTBYET apearny obuTaHUS XaHTOB,
Yyel reHooHA W NpPeAcTaBneH rannoTunamu, OTHOCS-
LwmmMmcs kK oberm cybknagam). Y XaHTOB M MaHCK Takxe
0BHapy>KeHbl rannoTunbl, NPUHaANexXalmne Kak K eBpo-
nerckoMy, Tak M K a3naTcKoMy KrnacTepy rannorpynnbl
N1b. BeposaTHO, 3T0 MOXeT OblTb CBA3aHO C TECHLIMU
KOHTaKTaMu MeXAy pasfuyHbIMU 3THOocamu. Tak, Ha-
npumep, M3BECTHbl B3aWMMOLENCTBUS MEXAY XaHTamu,
MaHCW 1 KOMW.

MpennonoXvTenbHbIM MECTOM BO3HUKHOBEHUS ra-
nnorpynnel N1b sBnsietca 3anagHas Cubuvpb. BeposT-
HO, TeppuTOpUs, COOTBETCTBYHOLLAA COBPEMEHHOMY
apearny xaHToB, Oblfa MepBUMYHBIM O4aroM reHepauumm
pa3Hoobpasns M 3SKCMaHCUW YUCMEHHOCTU MpPEenKOoBOW
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rpynnel HocuTtenen rannorpynnel N1b. Mo mepe pacce-
TNeHUst HocuTenen rannorpynnsl chopMmnpoBanuce BTO-
pVYHbIE OYary reHepauuy pasHoobpasus u aKCnaHcum
YUCINEHHOCTM — Ha TeppuTopun KxHon Crnbnpun n Boc-
TouHoW EBponbl. Hannune rannotunos obonx knactepos
B NOMYNAUMOHHBIX BbIODOPKaX XaHTOB, KOMMW U PYCCKUX U,
KaKk crnefcTeue, BbICOKWA ypOBEHb pasHoobpasusi ram-
NOTWMNOB CBSA3aHbl He ¢ BNMM30CTLIO K MPEAKOBON rpynne,
a ABMSIOTCA Pe3yNbTaTOM UHTEHCUBHBLIX MUMPALIMOHHBIX
npoueccoB Ha Tepputopun 3anagHo Cubupu un Mpu-
ypanbs, VMMEBLUMX MECTO HaMHOro Mo3Xe BpeMeHM
(hopMUPOBaHUS a3MaTCKOro 1 eBPOMNENCKOro KNnacTepos
rannoTvnos B npegenax rannorpynnsl N1b.

QurozeHus u ¢punozeoepacpus 2annoepynnsl R1ala

[annorpynna R1ala 3aHumaeT BTOpoe — TpeTbe Mo
YyactoTe MecTo B 0OOOLUEHHOM CMBMPCKOM reHodoHAe
(16,2%) n siBNSIETCS OCHOBHBIM MapKepOM €BPOMNEOUAHO-
ro KOMMOHEHTA, LUMPOKO NPEACTABIIEHHOMO B MOMYNALMSX
3anagHon n KOxHon Cubrpn. Apean pacnpocTpaHeHus
rannorpynnel R1ala orpaHuyeH Tepputopuen Espasun
[20]. BHyTpu apeana OTYeTNUBO BbIAENAOTCA TPU reo-
rpadmyeckne obnactu, rge yactoTa 3Tol NUHWUKU JOCTW-
raet Hambonbmx 3HadeHun (puc. 4). MNMepas obnacTb
npuxoamuTca Ha TeppuToputo BocTtouyHon Esponbl n
o6beaMHAET MOMyNAUMN BOCTOYHBIX CMaBsH (PYCCKWX,
ykpavHueB n 6enopycos). Bropasa obnacte makcumyma
YyacTtoTbl rannorpynnel R1ala — Antae-CasHckuin peru-
OH. HambBonee wuyactom ata rannorpynna sBRAseTCS
34ecb y anTaiues, TeneyToB 1 xakacoB. MeHbliasa fo-
ns R1ala HabntogaeTcs y TyBMHLUEB, CMOUPCKUX TaTap
1 xaHToB. Hanunune atoi nuHum Ha Tepputopun Cnbu-
PV MOXHO C YBEPEHHOCTbIO CBSA3aTb C APEBHNM €BPO-
NeoVAHbIM KOMMNOHEHTOM.

Mpn obbenunHeHUn Bcex MccnepoBaHHbIX BbIGOPOK
B OAHY rpynny AONS pas3nuuunii Mexagy HAMU cocTaBuna
3,79%. [udbdepeHumauma eBponenckux U HKHO-
cmbupckux nonynaumin 6onee Yem B ABa pasa Bbille
(9,33%). Ho mexaTHnyeckue pasnuyus cpepu rpynmsl
FOXKHO-CMOUPCKUX  MOMYMsAUMIA  NOKa3blBaOT 3HAYeHue
22,81%, MHOrokpaTHO MpPEBOCXOAsLLEe OLEHKY Ans
eBpOonencknx nonynsumii. Pe3ynbTaTbl NpoBedeHHOro
OVCMNEPCMOHHOIO aHanu3a BbISBMAIOT 3HAYUTENbHYO
MEX3THUYECKY0 anddepeHumaumo B KOxHon Cubupn.

Mpn aTom kak eBponenckne, Tak U a3naTckme 3THOCHI
nokasblBaloT O4YeHb HebOonbLUy0 AOM0 reHeTU4eCcKUX
pas3nuymin mexay pasHbiMy BbIGOpKkaMn BHYTPU OAHOrO
aTHoca (meHee 3%).

Kak n rannorpynna N1c1, R1ala npeacraBneHa
HecKonbkMMU cyBrannorpynnamu, UMELMMI pasnny-
Hyto cpunoreorpadpmio, PUNOreHeTUHECKYo CTPYKTYpY 1
3THUYeckyro cneuundumky. KOxHo-cmbupckas rpynna aT-
HOCOB (anTanupl, Xakacbl, TeneyTbl, LWopLbl, TyBUHLbI,
cnbupckue TaTapbl, OypsATbl, 3BEHKM) XapaKTepn3yeTcs
nonHelM npeobnagaHnem cneumnduyecknx asmaTckmx
BapuaHToB R1ala. Mapkep Z93 onpepensieT B npege-
nax R1ala asuatckyto BETBb, K pa3fnyHbiM CybnmHMaM
KOTOPOW NpuHagnexart npaktuyeckn Bce obpasupl B
nonynsaumsax Cubupu n Cpegrein Asun. Onpegensemas
OTCYTCTBMEM MyTauum no mapkepy Z94 Haubonee
ApeBHAs Ha Tepputopum Cubupu npegkoBas NUHWSA B
HacTosLlee BPeEMS UMEET pacnpoCTpaHeHne Yy TyBWH-
LieB, Xakacos, LLOpLEB, anTanues, BypATOB 1 XaHTOB.

B pspe cmbupckux nonynauuia (teneckl, Tybanapbl)
OTMEeYaeTCs NPUCYTCTBME ITHOCMELMMUYHBIX KracTte-
pOB rannoTUNoB, OT/INYAIOLUMXCA OT OCHOBHOIO Maccu-
Ba Cpasy Ha HECKOSbKO MYTaLMOHHbIX LLAroB TOSbKO Mo
otaenbHbiM  YSTR-mapkepam. Bbicokue mnokasatenu
AWCrepcHmn Yncna TaHAEMHbIX MOBTOPOB B TakMX MOMy-
NAUMSAX, CKOpee BCero, He SIBMNAIOTCS CneacTBueM Anu-
TeNbHOCTWN HaKOMMEHUs reHETUYECKOoro pasHoobpasus B
npegenax wW3y4yaemow rannorpynnbl, a, BEPOATHO, OT-
paxalT 0COOEeHHOCTU pPa3BUTUA FeHOOHAO0B NoKarb-
HbIX NONYNALMIA NOA BNUAHWEM crneumduyHoro coyeTa-
HUS  PaKTOPOB MOMYMNALMOHHON AVHAMUKWU:  HU3KON
3PPEKTUBHON YNCNEHHOCTN NOMYMALMIA, BbICOKOWN CTe-
MEeHVW U30NSUMM, IKCMAHCUN YUCMEHHOCTU OTAENbHbIX
noKanbHbIX rPynn HaceneHns 1 BbipaxeHHoro addekra
ocHoBartens. Ha tepputopum KOxHon Cnbupu megnaH-
Has ceTb rannoTunoB R1a1a-Z93 nokasbiBaloT BbICOKYHO
cneundunyHOCTb BHYTPEHHEN CTPYKTYpbl NUHWA Ans
pPa3nuyHbIX rPynn Nonynsaumin, 3Ha4YNTENbHO NPEBOCXO-
OALLYIO TakoBYHO [ANs €BPOMNenckux NOonynsuui, 4To
NoAYeEPKMBaAET MEXITHUYECKME pasnuyns no 3TONM ran-
norpynne B HOXHO-cMbrpckoMm reHocdoHge. MepunaHHas
cetb R1a1a-Z93 nokasbiBaeT reHeTnyeckoe poAacCTBO
TYBUHLIEB, LLOPLIEB 1 XaKacoB, C OAHOW CTOPOHbI, N XaH-
TOB 1 6OMBLUMHCTBA CEBEPHbIX anTanles — C APYrow.
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K nponsBogHoi 3aTon NHWMK, ONpeaenseMon Mapke-
pamu Z94 n Z2124, OTHOCSTCS NMPaKTU4eCKn BCE MCCre-
AOBaHHble obpasLibl TeNeyToB, KMPrM3os 1 BonbLUMHCTBA
OXKHbIX anTanues. Camoe HW3KOe BHYTPUMOMYNSALMOH-
Hoe pasHoobpasve no 3ToW NUHUKM OBHApPYXXEHO Yy Kup-
rm3oB n Teneytos (H=0,23). Y toXxHbIX anTanues, Te-
NeyToB W KMPrM3oB MMEEeT MECTO OTHOCUTENbHO
HefaBHUA addekT ocHoBaTeNs NO AaHHOW rannorpyn-
ne, NOCKONbKY UX MeAMaHHasa CeTb MMEET XapakTepHYHo
3Be34000pa3sHyto PUIoreHeTN4eCKyo CTPYKTypy C npe-
obrnagaHnem no 4acTtoTe MOAAMbHOro ramnoTuna-
ocHoBaTens.

3aknoyeHue

PesynbTaThl dhunoreHeTN4eckoro 1 ANCNEPCUOHHO-
ro aHanusa CBMAETENbCTBYIOT, YTO COCTaB U CTPYKTypa
MUKPOCATENMUTHBIX ranfoTunoB Y-XpOMOCOMbI A4St
BCEX OCHOBHbIX Fanforpynn u ypoBeHb FEHETUYECKOro
pa3Hoobpasvsas ”  BHYTPUSTHUYECKOW TFEHETUYECKOWN
AnddepeHumaumm cMbnpcknx nNonynaumn B npegenax
OTAENbHbIX NUHUA Y-XPOMOCOMbI SBMSAIOTCA BbICOKO-
cneunnyHbiMM Ans Kaxgoro aTHoca. Habnwopaetcs
3HauMTENbHas reHeTnyeckas AuddepeHumaumns mexay
€BPOMENCKMMMN 1 a3naTCKMMK NOoMynauuaMn no ranso-
rpynnam R1a1a, N1b n N1c1. KopeHHble sTHoCchbl Cnbu-
py XapakTepu3yTcst OONbLUMM YPOBHEM MEXITHUYE-
CKOW reHeTu4yeckon guddepeHumanmm no CpaBHEHNIO C
€BPONenCcKNMun.

[MokazaHo, 4TO rammoTunbl, MOCTPOEHHbIE C MOMO-
bt reHoTunmpoBaHust 36 STR-mapkepoB Y-XpoOMOCOMbI
Ana Bcex rannorpynn, obnagatT OrpoOMHOA pacoBOW U
3THUYECKOWN CMNeUMdUYHOCTLI0, YTO Mo3BonseT addpek-
TUBHO MCMonb3oBaTb OTpaboTaHHbIn Habop YSTR-
MapkepoB ans uenei OHK-upeHtudwmkaumm. CreneHb
AeTanusauun 3aBUCUT NPaKTUYECKN NLLL OT KONMYecTBa
YSTR, ncnonb3yembix AN NOCTPOEHUS rannoTuna: ecnu
ANA  BbICOKOPa3peLlalLwero aHanusa WHAMBUAOB Mpu
reHearnorn4eckux pekoHcTpykumsax Tpebyetca ot 30 wu
fonee mapkepos, TO AN NOAPOOHOro onvucaHns nonyns-
LIMOHHOro reHocboHpa gocratouHo 12—15 YSTR. AHanus
CTPYKTYpbl MeAMaHHbIX CETEl rannoTUNOB MOKa3biBaeT,
4TO B Npegenax 6onbLUMHCTBA rannorpynn HabnoaaeTcs
pasgeneHve He TONMbKO Ha 3THocneumuduyeckue rpynnb
rannoTmMnos, HO M Ha Gonee y3kue knactepbl. B pspge
CryvaeB nokasaHa BO3MOXHOCTb YCTAHOBUTL 3THOTEPPU-
TopuanbHOe MPOVCXOXAEHNEe WHAMBMAA BNNOTb A0
HaceneHHoro NyHKTa. BonbLUMHCTBO 3THNYECKMX N perno-
HanbHbIX reHO(POHAOB XapakTepuayrTcs npeobnagaHu-
€M COOCTBEHHbIX NOKanbHbIX FPYNM ranfoTunoB, ABMSH-
LMXCS MPOU3BOAHBIMU OT MPEAKOBOro Ansi KOHKPETHOM
NonynsILMOHHOW ranmorpynbl.

Cunbupckue nonynaumm BbIAENAOTCS Ha OoHe Apy-
rMX 3THOCOB 3HaYNTENbHO Bonee BbICOKMM YpOBHEM Me-
XKITHUYECKOW TreHeTMYecKon anddepeHumaumm kak no
BCEM OCHOBHbIM rannorpynnam, Tak U no CyMMapHOMY
reHodoHay. Mo AaHHBIM O POAOBOM COCTaBe anTailes,
XaKacoB, LLOPLIEB, XaHTOB W TENEYTOB U reHEeTUYECKOM
XapaKTEPUCTUKE OTAENbHbIX POAOB OBHApYXXEHO, 4TO
reHoOHA, 3TUX rPYMN TaKKe AEMOHCTPUPYET BbICOKOCMNE-
umdmyHble knactepbl YSTR-rannotnnos, 4To no3sonset
NPOBOAUTL 3THOTEPPUTOPUAnbHOE OnpeaeneHne NHAW-
BMAA Ha ypoBHe cybaTHoca unu poga. BeibpaHHble Muk-
pocaTennuTHble MapKepbl SBMASOTCS OOCTAaTOYHO BbICO-
KOMHpOPMaTUBHBLIMW AN GOMbLUMHCTBA NMOMNYMALUMOHHBIX
Bblbopok. Takum obpaszom, YSTR-mapkepbl UMEKT or-
POMHbBIV MOTEHUMAn Afs UCMONb30BaHUS B 3THUYECKON
naeHTudukaymm Guonornyecknx obpasLoB.

Paboma ebinonHeHa npu ¢buHaHcoeol noddepxkke
Pocculickoeo ¢hoHOa hyHOameHmarsnbHbIX uccredosa-
Hut (npoekmbi Ne 12-04-00595a, 13-04-02023a).
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