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MonynayuoxnHaa 2zeHomuka Hapodos Poccuu
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HayuHo-nccneposatenbCkmMin UHCTUTYT MeANLMHCKON reHeTUKN, TOMCKMIN HaLMOHabHbIA NccnefoBaTeNbCKMn MeanLMHCKNI LeHTp Poccuinckon
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MonynAuMoHHaA reHOMIKa YenoBeKa ABNAETCA MOLYHbIM COBPEMEHHBIM MOAXOLOM B MONYALMOHHON reHeTuKe, 6asupyroLiemca
Ha TEXHONOTNAX FTeHOMHOIO CEKBEHMPOBaHUA, 6UOMHGOPMATUKM U aHann3a 6onblUKX JaHHbIX. [EHOMHBIN aHann3 reHeTUYecKoi
BapuabesibHOCTW B NoNynALuaAx ABnAeTca pyHAamMeHTaNbHOW OCHOBOW reHeTUKM 60ne3Hel 1 pa3paboTKuy NyTei KX ANarHOCTUKY,
Tepanuu 1 npodunakTukn. B paboTe npefcraBneHbl COGCTBEHHbIE AaHHbIe O FTEHOMHOM aHaM3e reHeTNYeCKoro pasHoobpasus
HaceneHua Poccun. MokasaHo, YTo reHopOH[ COBPEeMeHHbIX HapoaoB Poccuy GopMUPOBancs Ha NPOTAXKEHUV MHOTUX TbiCAY NIeT
B XO[l€ COBOKYMHOIO BAVAHUA MUFPaLuiA, N301ALMMN PaccToaHeM, 3GPeKTOB OCHOBaTeN:A 1 ectecTBeHHOro ot6opa. Chopmmpo-
BaBLUVECA B XOA4E MUKPO3BOIOLMN FeHOMHbIE MaTTePHbl COBPEMEHHbIX MONYALMIA B CYLLECTBEHHOW Mepe OnpeAensaioT KOMMNo3u-
LMI0 reHeTMYeCKmX GaKTOPOB Kak YacTbiX XPOHNYECKMX, TakK U PefKUX MOHOTEHHbIX 3aboneBaHuii.
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Human population genomics is a powerful modern approach in population genetics based on technologies of genomic sequenc-
ing, bioinformatics, and big data analysis. Genomic analysis of genetic variability in populations is a fundamental basis for the
genetics of diseases and the development of ways for their diagnosis, therapy and prevention. The work presents the own data on
the genomic analysis of the genetic diversity of the Russian populations. It is shown that the gene pool of modern populations of
Russia was formed over many thousands of years by the combined effects of migrations, isolation by distance, founder effects and
natural selection. The genomic patterns of modern populations formed during microevolution substantially determine the com-

position of genetic factors of both frequent chronic and rare monogenic diseases.
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[MonynsumoHHast TeHOMMKA YeJIOBEKa pellaeT 3a1aun
TIOJITHOTEHOMHOTO OIMMCAaHMS TeHETUIECKOro pa3HOOOpa-
31 IOMYJISIIIUIA, BBISIBJICHUST CTPYKTYPBI TeHO(OHIOB, UX
TIPOVCXOXICHNS ¥ 9BOJIIOINI; CBI3U TeHETUIECKOTO pa3-
HOO0Opa3us ¢ 6oyIe3HIMU YestoBeka. Kak oTMeuar KilacCuK
MOMYJISILMOHHONM TeHeTUKM YenoBeka [ 1], rirybokuii aHa-
JI3 HOPMAaJIbHOM TeHeTUIEeCKOI BapruaOeIbHOCTH SIBIISICTCS
HEOOXOIMMBIM YCIOBUEM MOHUMAHUS TeHETHIECKIX OC-
HOB 0oOJIe3He, a, cIemoBaTeIbHO, UMEET OTPOMHOE 3Ha-
YeHUEe B MEIUIIMHCKON TeHEeTUKE Il TIOMCKA MyTel MX

NUAaTHOCTUKU, Tepanuu 1 npodunaktuku. nst Poccun,
XapaKTepU3YIoIIeiics OTpOMHOM TeppUTOPUEH 1 TUTAHT-
CKMM Pa3HOOOpa3reM HapOIOB ee HACSISIONINX, TaKas 3a-
Jlaya UMeeT 0COOYIO aKTyanbHOCTh. [IpakTiyecKast 3HaUN-
MOCTh T€HOMHBIX W TTIOCTT€HOMHBIX MCCJICIOBAaHUI B TI0-
ITYJISIIMSIX OTIPEIEIISICTCST BO3MOXKHOCTBIO BEISIBICHUS Ha
Pa3TUYHBIX YPOBHSIX peaan3allii HACICACTBEHHOM WH-
dopmarur HakTOPOB, OMPEICIISIONINX Pa3BUTHE PACIIPO-
CTpaHEHHBIX 00JIe3HEH B MOMYIISIINSIX PA3IMIHOTO 3THH-
YeCKOTO IMMPOUCXOXICHMST; HEOOXOMMMOCTBIO BBISIBJICHMS
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OCOOEHHOCTE MOJIEKYISIPHON 3MUAEMUOJOTMU MEH e~
JIEBCKUX OOJIE3HE! U UX yyeTa B MOJIEKYJISIPHOI JUarHo-
CTUKEe Takux 3abosieBaHuii. C 6osiee (pyHIaMEHTAIbHBIX
MO3UIIMIA TOHUMaHUe 3aKOHOMEPHOCTE! (hopMUpoBaHUS
TEHETUYECKOTo pa3HOOOPa3usl B TOMYJISLUSIX B XO/I€ 9BO-
JIIOLMM U paccesIeHUs YeJJoBeKa MOXKET IMPOJIMTh CBET Ha
MPUYMHBI TTOSIBJIEHMS 00JIe3HEN U MEXaHU3MBbI UX PacIpo-
CTpaHeHUs B MOMYJISLUSIX — 3aa4M, pelIaeMble B paMKax
KOHIIEMIIMIA 3BOIOUMOHHON MeauuuHbl [2]. B HUWMI
Tomckoro HUMII PAH ocyiectsisieTcst psii COOCTBEH-
HBIX ¥ COBMECTHBIX C PSIIOM KPYITHBIX KOHCOPLIMYMOB TPO-
€KTOB, HalpaBJIeHHBIX Ha MOJHOTEHOMHYIO XapaKTepu-
CTUKY T€HETMYeCKOro pazHooOpa3ust HaceaeHus: Poccuu
U Ha TTIOVCK 2BOJTIOLIMOHHO 00YCIOBJCHHBIX MEXaHU3MOB
pa3BuTus 6ose3Heit [3—5].

Ma‘repvnanbl n metoabl

T'eHOMHBII aHAJIM3 TeHETUYECKOTO Pa3HOOOpa3usl ObLIT
MpoBeJeH Ha COOCTBEHHOM MacCHUBE TaHHBIX, BKJTIOYal0-
meM okoJjio 1000 mosHbx reHoMOB U 6osiee 2000 obpa3z-
1IOB, OXapaKTepU30BaHHBIX Ha BbICOKOMIOTHBIX SNP-
yumnax, u3 83 nomnyassuuii HaponoB Poccuu u 6JIMKHETo
3apy0eKbsl.

Pe3yn bTaTbl N BbiBOA4bI

OO111as1 CTpyKTypa reHeTUYECKOTo pa3HOOOpa3usl Ha-
cesenus Poccrn IeMOHCTPUPYET COOTBETCTBHE reorpadu-
YEeCKOMY PacHOJIOKEHUIO Ionyisuii. OOIee reHeTHye-
CKO€ pa3HOOOpa3ue CTPOro KOppearupyeT ¢ pacCTOSTHUEM
MEXIY TTOIYJISIIUSIMU M MeeT KIIMHAJIBHOE pacrpeneie-
HUE C YMEHbIIIEHNEM pa3HOOOpa3usI ¢ I0ro-3araia Ha ce-
BEpO-BOCTOK. JIByMepHOE M TPEXMEPHOE ITPOCTPAHCTBO
tSNE no3BosisieT Takke pas3aessTh 1aKe OYeHb TECHO CBSI-
3aHHBIC TTOMYJISIIIVN.

OCHOBHBIE CTPYKTYpHBIE KOMITOHEHTHI TeHO(pOHIa
B TIOITYJISIIUSIX Poccrn MOXKHO oXapaKTepHu30BaTh KaK 00-
IIMe 3aITaJHO- WM BOCTOUHO-eBPa3UiiCKIe, a TAKHE CIIEIl-
ndudeckre, TakKue Kak IIPOTOYPATbCKU KOMITOHEHT,
COXpaHUBIIUIICI, HAIIpUMEp, Y CUOMPCKUX XaHTOB; IIa-
JIe0a3MaTCKUil, 0OHAPY:KMBACMBINA Y KETOB W UYJIBIMIICB;
OEpUHTUIICKIIA B KAUeCTBE OCHOBHOT'O KOMITOHEHTA B Uy-
KOTCKUX U KOpsiKckux nonyasanusax CeBepo-BocTouHoit
Azuu. OueHb HepaBHOMepHoOe pacripeneieHre ROH B mo-

TTYJISIIUSIX YKa3bIBaeT Ha BbIpakeHHbINM 3¢h(eKT OCHOBA-
TeJis1 B OosibIIMHCTBE Tonyasiuuii CeBepHoil Asun, Kas-
Kasza U B HEKOTOpbIX nomysiius Boaro-Ypanbckoro pe-
ruoHa. PacnipeneneHue KopoTkKux ApeBHUX 0J0koB IBD
MEXITy TTOITYJISIIIUSIMU BBISIBJISIET TIPU3HAKM OOIIIETO TIPO-
HUCXOXIEHNST HEKOTOPBIX CUOMPCKUX TTOIMYJISIINI, a TaK-
K€ TPAaHCYPaJIbCKUE CBSI3U MEXIy (PMHHO-YITOPCKMMU Ha-
ponamu CeBepHoii EBporibl 1 A3uu.

AHaJIn3 TeHOB pacIpoCcTpaHEHHBIX O0JIe3HEN B ITOITY-
JISILIMSIX TTIOKA3bIBaeT, YTo HacesieHue Poccrn BBICOKO mud-
(epeHIIMPOBaHO B OTHOIIEHUH YaCTOT aJljiesieil, accouu-
MPOBAHHBIX ¢ MHOTO(GaKTOPHBIMU 3a00JIeBAHUSIMU, YTO
JIOJKHO TPUBOJIUTE K OTPENEIeHHOM CTeTIeH! TIOTyJIsI-
LIMOHHON CITelIM(UYHOCTU HACENCTBEHHON KOMITOHEH -
Te1 M®3. B psine monyssiimii KaBkaza, Cubupu u Bos-
ro-YpajybCKOTO peruoHa B crry 3((eKToB OCHOBATEST 1/
WA BBICOKOW DHAOTaMUU TaKxXe HaOJII0JaeTCsl HAaKOTUIe-
HHUE HEKOTOPBIX MYTallMii, MPUBOISIINX K PEIIECCUBHOMN
MOHOTEHHOI TTaTOJIOTMH, a TaKKe MOTEHIIMAIbHO MMaTo-
TeHHBIX BADUAHTOB B TeHaX MEHICJIEBCKIX 3a00JIeBaHUIA.

Takum 00pa3oM, cIoXKHasi TeHeTUYeCcKast UCTOPUST Ha-
ponoB Poccum, opMupoBasiiast ux reHO(OHI Ha TIPOTSI-
>KEHUW MHOTHUX THICSY JIET B XOJIe pAHHUX MUTPALIUii, MO-
CJIETYIOIIETO PACCENECHUS U MEXITOIY/ISILIMOHHOTO MTOTOKa
TeHOB, U30JIILIMEN paccTosIHUEM, 3(peKkTaMu ocHOoBaTe-
JISI M €CTECTBEHHBIM OTOOPOM, TIPUBEJIA K CYIIIECTBYIOITUM
MOJIEJISIM TEHOMHOT'O pa3Ho00pa3us B rmomyJsiiusax Cepep-
Hoit EBpazuu. ChopmupoBaBiInecs B X0Ae MUKPOIBOJIIO-
LMK TEHOMHBIE TIATTEPHBI COBPEMEHHBIX MOITYJISIINIA B Cy-
IIECTBEHHOI Mepe OIPeIesISTIOT U KOMITO3UIIUIO TeHeTHYe-
CKUX (haKTOPOB KaK YaCThIX XPOHUYECKUX, TaK U PEAKUX
MOHOTEHHBIX 3200JIEBAHU.
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