Poccus B renoMHOM Janamadte Mupa

Hapexna MapkrHa

Hacrosinee u 6yayiiiee CCIe0BaHUI POCCHICKUX TEHOMOB 00CYka1och Ha KoH(epeHimn B CKOJIKOBO

IManuTpa reHoMHBIX HccaeqoBannii B Poccuu paznooopaszna. Co3aorcs reHeTH4ecKkne 6100 aHK, HCCaeayeTcst
reHeTHYECKOe Pa3HooOpa3ue MOy JsIuil, B TOM YHCJIe TeHeTHYeCKIe BAPUAHTDI, CBSI3aHHbIE C 3200JIeBAHUSIMH B
Pa3HLIX NOMYJSIUAX; POCCHICKHE CENHAJHCTHI BOBJIEYEHbI B OJHOT€HOMHbIE HCCJIe/I0BAHNUsI, H HA KapTe MHpa
MOCTENEeHHO MOSBJISIOTCS CeKBEHHPOBaHHbIe reHoMbl U3 Poccun. B To ke BpeMmsi, IpH OrpoOMHOM reHeTHYE CKOM
pa3nooo6pasuu Cesepnoii EBpa3un Bce HCCJIeI0BAHIS — TO TOJbKO Hayaj 0 nmyTu. BaskHo 3aymaThcsi 1 0 cTpaTeruu
Oyayuiero — cJejiaTh CTaBKy Ha HapamHUBaHue 00'beMa JaHHbIX WM HA NPOPHIB B aHAJU3€ H 0000meHnn?

«['eHom Poccum» — KoH(epeHIus Mo TaKMM I'POMKMM HasBaHWeM mporuia 14 anpens B CkonkoBo. B creknsaHoM ['nnepky6e oHa
coOpaJia ClieMAIICTOB, KOTOPBIE padoTaloT Ha TO, YTOOBI 3aKpacKuTh OeJioe MATHO Pocchy Ha TeHeTHYEeCKOH KapTe MUpa. A OHO Bce
elle OCTaeTcsl TAKUM, Tak Kak Poccust He Bomuia B ri100aibHblid MpoeKT «1000 reHoMOB», (puHAIBHBIE pe3yJIbTaThl KOTOPOTO ObUIH
OIyOIMKOBAHKI B 9TOM rofly. Peub HjieT 0 CeKBEeHHPOBAHUH MOJHBIX TeHOMOB. XOTs1 Hellb3sl CKasaTh, 4To Poccusi— aGcomoTHO Geroe
MSITHO — B Pa3HBIX CTaThsIX YXe OMyOIMKoBaHa MH(OpMaLHs 0 53 IMOJHBIX TeHOMaxX ¢ TEPPUTOPHHM HAILeH CTPaHBI, a B OykaiimemM
OyaylieM Ux cTaHeT HamMHoro OoJblie. Ho Bce paBHO 3TO KaIuld B MOpE, YUUThIBasA OTPOMHYI0 TeppuTopHIo Poccuu u sTHHYecKoe
pasHooOpasue HacesteHus (1o gaHHeM 2010 rona — 195 sTHuueckux rpymim). CrienuanucTsl CYUTAIOT, YTO Hallla CTPaHa A0JUKHA TTOUTH
TO IyTH MHOTHX JIPYTHX, B KOTOPBIX OCYIIECTBIIEHB! HAIIMOHAJIbHbIE TEHOMHBIE ITPOEKTHI.

Poccuiickne reHomMbl BOJIBIOTCS B T€HOMBbI MHUpa
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HasbiBaeTcsi «Poccuiickie reHoMbl» (dutaiTe Matepral Ha ['eHodoHI.pd), ero npeacTaBiIeHUI0 ObLTU MOCBSIIEHB! TPH IEPBBIX
nokiaana. O6 opraHU3alOHHON cocTaBisomer poekTa nporHpopmuposai npodeccop Cepreii IIaBaosuu TyHuk, mpopekrop
no Hay4Ho# pabote Cankt-IletepOyprckoro yauBepcutera. OCHOBHaAS 3aJa4a IPOEKTa — CO3/IaHUE OTKPBITOH 6a3bl JAHHBIX 110
MOJIHOTEHOMHBIM TocseoBaTenbHOCTAM He MeHee 2500 uenosek, xurteneil Poccuiickoit ®enepanuu. Koopaunatop npoekra- LieHTp
reHoMHo# 6ronHpopmatukn um. @.I". lo6pxanckoro CnoyY, B nccie1oBaTeNbCKUHA KOHCOPLIMYM BXOJSAT T€eHOMHbIE JIA00OPaTOPUH BO
BCEX PErnoHax, OCHOBHOH CIIOHCOP TpoekTa — CaHKT-IleTepOyprckuii yHUBEPCHUTET.



http://xn--c1acc6aafa1c.xn--p1ai/?page_id=475

K.0.H. Bnagumup Bproxun (Lentp renomHoi 6uontgopmaruku um. @.I". [JoOpkaHCKOro)

O Hay4HO¥ COCTABJISIIOIIEH MTPOSKTa paccKasall BeyIMil HayaHbi coTpyaHuK LleHTpa [JoOpxkaHckoro K.0.H. Biaagumup
Bopucosuu Bproxun. O6pasupt JHK 6ynyt coOpaHBl y TpeX Kateroprid HaceJeHUs: 9TO PYCCKHe U3 CeIbCKOW MECTHOCTH, U3
CaMBIX pa3HBIX PETMIOHOB CTPaHBbI, IPEICTABUTENN KOPEHHOTO Hace eHusT U3 24 STHUYECKUX T'PYII U, HAKOHEL], TOPOJICKOe HaceJleHue,
COCTaBJISIIOIIEEe «MUKC-TIOMYJIAIMIO». Cpeu 1esned mpoekTa — 0OHapyKeHHe HOBBIX TeHETUYECKUX BApHUAaHTOB, CIELIU(DHUYHBIX /TSI
STHUYECKUX M PETHOHAIBHBIX TPYIIIT; OMHMCAHNE T'€HETHUYECKMX BapUaHTOB, ACCOLMMPOBAHHBIX C PA3/IMYHBIMU 3200JIEBAHUSIMH, OLIEHKA
«MYTaLMOHHOTO Ipy3a»; co3gaHue KapTel ramotunos (HapMap) poccuiickoro Hacenenus. I1ockonbKy B paMKkax IpoeKTa OyayT
CEKBEHUPOBAHbBI «TPHA/Ibl», TO €CTh ITEHOMBI 000X poauTesiell u peOeHKa, To OyoyT N3y4eHbl 3aKOHOMEPHOCTH PEKOMOVHALIUY
raIuIOTUIIOB, XaPAKTEPHBIX U1l STHUYECKUX U PETMOHAIBHBIX IpyNIl. VIHBIMU ClIOBaMHU, KaKMe peKOMOMHAIIMOHHBIE COOBITHUS
MPOM30LUIM B FEHOME, KaKhe KOMOWHAIMHM (TaIIOTHIIBI) B UTOTe BOHUKJIN U OTJIMYAIOTCS JIM TH TallIOTUIIB B PA3HBIX PETHOHAX U
STHUYECKUX rpynnax. [InaHupyercsi cocTaBUTh KaTalor CleAyoMUX pasHOBUAHOCTEH TEHOMHOTO Pa3HOOOPa3us: OXHOHYKJICOTUIHBIH
noymmMopdusm (SNP) — Bapuarmym pa3iMyHBIX HYKJIEOTHAOB B MOJMMOP(MHBIX CalTax TeHOMA; WH/IENB! (MHCEPLUH — BCTABKH U
Jenenyu — BoimaaeHns yaactkoB IHK); Bapuarn urciia KONz — pa3indusi IO YMCITy KOIui oBTopsomuxcs pparmentos [JHK.



npo¢. Crusen O’Bpaiien (Llentp renomHoit 6ronHdopmatrky um. O.I". [JoOpxkaHCKOro)

Ipodeccop Ctusen O’Bpaiien, mipektop no Hayke Llenrpa [JoOpkaHCKOro, MOAYESPKHYJI, YTO MUCCHUS TPOSKTA — BOCHIOJIHEHUE
npobesna B reHoreorpacuu Poccuu He TOJBKO B MEUIIMHCKOM, HO ¥ B ICTOPUYECKOM PaKypce — MHTEPIpeTalyis TeHOMHOTO
pa3sHOoOOpa3usl HaCeNIeHUs 11 PEKOHCTPYKIIUU UCTOPUIECKUX IyTeil Murparuii Ha Tepputopun Poccuu. Ha 2016 ron HamedeHsl
3agaun: codpats 2500 obpasios JJHK u npoeecTr noHoreHoMHoe reHotunuposanue 600 oopa3ios. CuibHas cropoHa lentpa
JHo6pxanckoro — 6uonHopMaTnieckuii aHauu3 AaHHbX. CtrBeH O’BpaiieH npeacTaBiil HOBbI HHCTPYMEHT [IsI 9TOr0 —
GWATCH - web-cepsuc st 00pabOTKH AaHHBIX 110 UCCIIEJOBAHUIO NIMPOKOreHOMHbIX accorparmil (GWAS) (To ectb Horcka Beex
CalTOB B T€HOME, ACCOLMMPOBAHHBIX C KAKMM-TO MPU3HAKOM, HATIPUMED, C O0JIE3HBIO) U TIOJTHOTEHOMHBIX CUKBeHCOB. [Iporpamma
obecrieurBaeT aBTOMaTHYECKHUI aHAJIM3 Y BU3YAIIM3ALIMIO JaHHBIX (MbI JBHKEMCS 10 XPOMOCOME Kak 110 XaiiBeto u Buaum Bce SNP,
npeAcTaBiIeHHbIe B BuAe Manhattan plot ), a Takike BBIYMCIISAET pa3nuaus Mexay rpynmamiu. [Ipoekt «Poccuiickue reHoMbl», CIuTaeT
KOOP/MHATOP, IOKEH MPUBECTH K TOMY, 4To Poccust npucoeauHuTces K riaodanbHoMy npoekTy « 1000 reHoMOB», HO3TOMY OYeHb
Ba)XHO 00ECHEeYUTh Ka4ecTBO pabOThl 1 CBOOO/IHBIN IOCTYIT K Pe3yJIbTaTaM.

®akrt: renom n3 Poccun cekBeHHpPOBaH B NMEePBOIl 1eCATKE

HpOGKTy OCTa€TCA MOXKEJIATh Yaa4uu. Hy a O TOM, 4YTO YK€ BO3JACJIaHO Ha I10JIE TEHETHUYECKUX HCCIIeIOBaHUI pOCCPIﬁCKOl"O HacCeJICHUA
Y4aCTHUKHU KOH(I)CPCHI.[I/II/I Y3HaJIU U3 CJIEAYIOIINX OTOKJIad0B.



1.6.H. Erop Bopucosuu [Tpoxopuyk (Llentp 6uonrxenepun PAH)

Csoum ornbiToM nozeniics A.6.H. Erop Bopucosuy IIpoxopuyk (Llentp 6rontkenepru PAH). CBoe BbICTyIUIEHHE OH HAYas C
(pakra, koTOpHIE Masio KOMY M3BecTeH: «B 2009 rony Ha 6a3e KypuaTtoBCKOro MHCTUTYTa Mbl CEKBEHHPOBAIM TIEPBBIN POCCHICKHI
T€HOM, ¥ OH CTaJl BOCbMBIM CEKBEHHPOBAaHHbIM '€HOMOM B Mupe. To ecTh, Mbl BOLIIM B NIEPBYIO iecATKY». Mccnenys
reHeTHYecKoe pazHooOpasue HaceneHus: Poccuu, uccnenosareny codpaiy KoJUeKIuio u3 5565 o6pasiioB, reHoTUIpoBaiti ux mo 200
ThicssyaM SNP mapkepam. OiMH U3 BaXXHbBIX PE3yJIbTATOB UCCIIEA0BAHNS — BBISIBJICHUE YYACTKOB FEHOMOB, KOTOPBIE HMEJIN MPU3HAKU
TMOJIOKUTEIFHOrO 0TOOpA B Pa3sHbIX STHUYECKUX rpymmnax. M, copepiueHHo Heoxunanuo, Erop IIpoxopuyk npusHajcs, YTO UCTOPUS UX
paboTHI CTajla B KAKOW-TO CTENEHH UCTOpUel pazodapoBaHuil. [IpudnH ToMy Heckosibko. He Bcerna yiaercst HAWTH B3aMMOIIOHUMAHUE
¢ OMoMH(pOPMaTHKaMH, KOTOPBIE «MHOT/A JeJIAloT He TO, YTO HYKHO, a TO, YTO OHU caMu XOTST». CKOpOCTb aHaJIM3a MOpor
CTAQHOBHTCSI KJIOUEBBIM (hbakTOpoM. V 1oKa cTaThsi FOTOBUTCA K MIEYaTH M POXOJUT PELIEH3UPOBAHNE, MOSIBIISIOTCS] HOBbIE METObI
CTaTHCTUYECKON 00pabOTKH JAaHHBIX, TAK UTO C/leNlaHHAs paboTa ycrapeBaeT. Takasi TOHKa — OCHOBHAS IPHUYKMHA Pa304apOBaHHI.

IIpoekT TaTapCcKHX 9K30MOB

O macmurabHOM npoekTe nog aruzoit KazaHnckoro rocynapcetseHHoro yusepeuteTa «2000 3x30M0B» pacckasaia TatbsHa ['puropseBa
(MHctuTyT (byHAAMEHTAIBHON OMOJIOrMH U MeIuLIMHbI, KazaHb). Y 9TOro npoekra, 0 HEMpocTou cyib0e KOTOPOro MOXHO IPOYUTATh
Ha HallleM caiiTe, 4YeThlpe acleKTa: STHUYECKUI, UICTOPUIYECKHIA, MEIMIIMHCKUIA U (papmakosoruueckuii. Ero nenbs — nogpodHoe
n3ydeHre reHooHa TaTap Ha OCHOBE JAHHBIX 00 M3MEHUYMBOCTH SK30MOB U1l PEKOHCTPYKIIMM STHUYECKOW UCTOPUH, MIOMCKa
MapKepoB, aCCOLIMMPOBAHHBIX ¢ 3a00JIEBAHMSIME U C peaKLUel Ha JISKApCTBEHHYIO Teparuio. [lnanupyercs cocTaBUTh
reHoreorpaduueckuil aTiaac reHooHaa TaTap 1 APYrux Hapoaos Poccuy, viccneqoBaTh YacTOTY BCTPEYaEMOCTH T€HETHIECKIX
BapUaHTOB, ACCOIIMUPOBAHHBIX C 3a00JIEBAHIAMY, U TIOMOYD B «PACITyTHIBAHWH CJIOKHBIX Y3JIOB U TTEPETETUI STHUUECKOH HCTOPHI».
OpHa 13 33724 — (papMaKOreHOMHOE TUIIMPOBAaHKE, TO €CTh BHISIBJIEHHE B TeHOME CaliTOB, aCCOLIMMPOBAHHBIX C PEaKIvel Ha IeHCTBIe
Pa3IMYHBIX JIEKAPCTB — MYTh K NI€PCOHATN3UPOBAHHOMY JICUSHHIO MAllEeHTA.



Oner I'yce (uentp RIKEN)

00 s1OoM 3xe HanpaBiennu yromsnayn Ouer I'yceB, crapimii ncciieopaTesns SIOHCKOro uccienoBarebekoro nuenrpa RIKEN. B
cotpyaHudectBe ¢ Tarapckumu ucciepopatesisiMu RIKEN nHavan npoekt «Papmako-OAHTOM». [1poekT HarpaBiieH Ha BbIsIBJICHUE
nomMopdu3Ma, CBSI3aHHOTO C TIPEPACIIOIOKEHHOCTHIO K 3a00J1eBaHusIM B onyJisaiusax Tarapcrana. Okazanoch, 9TO B pa3HBIX
STHUUYECKUX MOIYJISIIUAX TAaKUE MyTallil MOTYT ObITh pa3HbIMU. Tak, cHeKTp MyTaluil MpeIpacrioioKeHHOCTH K PaKy rpyay B
TaTapCKOU U pPyCCKOM MOMYJIALMAX He COBIAAET.

Ananranuu K KJIMMaTy 1 HE TOJBbKO

ITpo uccnenoBaHUe reHETUYECKUX aalTAlMi YeJoBeKa K YCJIOBHAM OKpY:Kalollel cpesibl pacckaszana 1.6.H. CBeTJaHa
AnekcanapoBHa Bopunckas (MOI'en PAH) Ha npuMepe HECKOJBKHX ajllesield, 9acToTa KOTOPHIX 3aBUCHT OT reorpacduu. K Hum
orHocuTcsl TeH Oenka TepmorennHa (UCPI), KOTOpBIiA CUHTE3UpyeTCs B KIIeTKax Oyporo xupa v odecrieunBaeT BHpaOoTKy Teruia. B
NPOMOTOpE TOr0 I'eHa eCTh OJMMOP(HbIE YYACTKH, KOTOpbIe odecredrBaioT donee 3peKTHBHYIO (aiensb A) 1 MeHee
a¢ppextusnyio (amens C) padoty reHa. MccnenoBanue mokasaso, YTO 4acTOTa ITUX ajljiesiell KOppelIupyeT co CpeIHeroJoBOM
TEMIIEpaTypoi, TO €CTh 3aBUCHUT OT IIMPOTHl MECTHOCTH NIPOKMBAHUS JIIO/IEH: B O0Jiee BHICOKHX IIUPOTAX BBIIIE YaCTOTA
«corpesamoero» amiens A. O6beIMHIB COOCTBEHHBIE U OITyOJIMKOBaHHbIE JaHHbIE, MCCIIEIOBATENN CO3aIM KapThl pacipeeseH st
ajuiesiell reHa TEpMOTeHMHA U HECKOJIbKUX Apyrux: reHa jgakrtassl (LCI), anonmunonporenna E (APOE) u ankorosbaeruaporeHasst
(ADHI1B). YacroTsl ajiienieil Bcex 3TUX reHOB B MOMYJISAIUU KOPPETUPYIOT ¢ (PaKTOpaMu OKpy:Kaoliei cpeapl. Tak, anseisb
LCT*-13910T, obecneunBaiomuii padoty (epMeHTa JaKTa3bl U CIOCOOHOCTh B3POCIIBIX JIIO/IEH IMTh MOJIOKO, PaCIpOCTpaHeH B
HOMYJISALMAX, U1 KOTOPHIX XapaKTepHO MOJIOYHOE KUBOTHOBOACTBO. Yacrora npeakosoro aienss APOE e4, Bnusioniero Ha oOMeH
JIMIXZIOB, BBILIE B HOMYJIALMSAX, B KOTOPBIX COXPAHMICSA BBICOKMI BKJIAJ OXOTHI M COOMPATENbCTBA.



1.6.H. C.A.Bopunckas (MOI'en PAH)

Aenb, 00ecreYrnBaoIMi 3aMeHy OJJHOW aMHUHOKUCIIOTH B (hepMeHTe ankoroJbaeruaporeHase (His BMecto Arg), obnagaer
3AIIUTHBIM JISHCTBUEM MPOTUB AJIKOTOJIM3MA, TAK KaK MPUBOJIHT K Oojiee ObICTPOi paboTe aJIKOroibIeruapOreHassl u 6ojee ObICTPOMY
HAKOIUIEHUIO TOKCHYHOTO TPOIYKTa METa00IM3MA AJIKOTOJIS (TI09TOMY YeJIOBEKY CTAHOBUTCSI TUIOXO OT aJIKOTOJISI, M OH HE MOXET
BBHITUTH MHOTO). YacToTa 3amutHOro ajiens Beicoka B I0ro-Bocrounoii AsunTak B Kurae ero yacrora 6osiee 70%, a B HOMYJIALUAX
pycckux — okono 5%. [o-sumumomy, B FOro-BocTouHO! A3uu 3TOT ajUieslb HAXOUTCS TIOJT ICCTBHEM TIOJIOKUTEILHOTO 0TOOpA.
O06CyXIal0TCs1 pa3Hble MPUYKMHBI 3TOTO OTOOPA, HO MOKA TMITOTE3bl HE TIOATBEPKICHBI.

[MTokazaHo, 4TO y PYCCKUX MYXXYMH HOCHTEJIbCTBO 3aIIUTHOTO aJUlesisl TeHa AJIKOTOJIbIeTHPOreHasbl CHIKAET MoTpedIeHne aaKoros
Ha 20% w uckovaet 3arou. VcciiepoBaHue 3TOro reHa BhISIBUIIO M APYTHe MHTEpecHble 3akoHoMepHocTH. Kora ero usyuwnu y
JIOJIeH C BBHICHIMM 00pa30BaHUeM 1 €3 HEero, BhISICHUIIOCh, YTO CPE/IM JIIO/ICH C BBICIIMM 00pa30BaHUEM MPUCYTCTBHE 3aLIUTHOTO
aJieNst COMPOBOK/IAETCSI MEHBIIIMM YpOBHeM crpecca. Ha 3Toil 3akOHOMEPHOCTH MOXKHO CTPOUTH MPEAIONIOKEHHSI O CBSI3U CTpecca U
noTpedieHnsT aJIKoroisi — uto nepeuyHo. Cy/is 10 pe3yJibTatam, 1o KpaHed Mepe, Y JIIofiei ¢ BBICHIUM 00pa30BaHUeM, CHIKEHHE
MoTpedieHne aJTKOroJisl He YBeJIMYMBAET CTPECC, a CHUKAET. Y Jojeit 0e3 BhICIIero 00pa3oBaHus MOJOOHON 3aKOHOMEPHOCTH He
Ha0Omomaercs.

C.A.BOPI/IHCKEUI OCTaHOBHWJIACh U HA MMPOCBETUTEJIbCKOM XapPAKTEPE '€HOMHbIX I/ICCHCHOBaHI/Iﬁ, TaK KaK CeroaHsIIHUNA YPOBEHb 3HAHUK
O I€HETHUKE B 06H1€CTBC OCTaBJIACT KEJIaTh JIYUIICTO. HOKEB&TCHLCTB& — BBICKA3bIBaAHUA KaK MECTHBIX JINACPOB («FGHCTI/IKI/I 3aCTaBJIAIOT
6ann<1/1p MEPENUChIBATLCS B TaTap»), TaK U MUHUCTPaA KYJIbTYPHI, O6”I)HBI/IBIJ_ICFO, 4TO y pyCCKOro Hapoja €CTb JIMIIHAA XpOMOCOMa.

MyTamm, CBA3aHHBbIE C 3360JleBaHl/lﬂMl/I, STHOCHEI.H/I(l)I/l'-IHLl

B noknane a.6.H. Dab3bl XycHYTAMHOBOM (HCTUTYT OMOXMMUM M reHeTHKH Y huMCKoro HayyHoro 1ieHtpa PAH) ¢ pesynsratamu
HOITYJISIMOHHO-TeHETHYECKHX McciIeloBaHui Boiro-Y panbckoro peruona, KaBkasa n CuOupy ObUIO CeNaHO MOAPOOHOE ONUCaHHe
cyOBeTBell HEKOTOPBIX TAILIOrPYIII, CASIAHHOE B TOM YHCIIe Ha OCHOBE ITOJIHOTO CEKBEHHPOBaHHs Y -XpoMocoMbl. [1po3ByYai BHIBOJ,
Y10 GOJIBIIAS 10T MYXKUMH, )KUBYIIMX B apKTUYECKUX M YMEPEHHBIX 30HaX 3amnaaHou 1 Bocrounoit EBpasuu, nmelor odimero
NIPEJIKa, U 3Ta MYy’KCKasl JIMHUSI OOBbEAMHSET CUIILHO OTJIMYAIONIHAECS JIMHIBUCTUYECKHE BeTBU. Bbl Takske caesnaH BeiBoz o FOxHO-
CurOUpPCKOM MPOUCXOXKAEHUN BCEX TIOPKOSI3BIYHBIX HAPOIOB M — CHOBA O TOM, UYTO ISl KaKJJOM STHUUYECKOM TOMYJISIIMK XapakTepeH
CBOM CIIEKTP MYTallMii, aCCOLMMPOBAHHBIX C 3200JIeBaHUSAMH (3TO KacaeTcsi KAK MOHOTEHHBIX, TaK M MOJUTeHHbIX Oosie3neit). st
KaXJIO0r0 peruoHa XapaKTepeH CBOM CMEKTpP U YacToTa MyTallui.

70T (haKT APKO MPOJEMOHCTPUPOBaIa Ha mpumepe SIkyTnn meguuuHckuil reneTuk Hage:xxaa MakcumoBa. B nonyssiun sKyToB
OIMCaHbl HECKOJIKO T€HOB PEJKHMX HACIIEICTBEHHBIX 3a001eBaHui: 3 M CHHIOM (SIKYTCKMH CHHIPOM HU3KOPOCJIOCTH), ayTOCOMHO-
pelieccuBHas riiyxoTa 1 A Tuma, HacnencTBeHHast MeTreMornoounemust I tina u gpyrue. [IpiurHbI TOBBIIIEHHON YacTOTH 3THX



MATOJIOTHUYECKHX aJlIesieil y IKYyTOB CHELMaIMCTh CBS3BIBAIOT ¢ UCTOpHel nonmysauuu. SkyTtus Obuia 3acenena B X-XI Bekax npu
MUTpalyy HeOOJIBIION IPYIIbl HACEIEHHUS], IIPU ITOM BO3HHUKAET «3((PeKT OCHOBATEIsH» — CHIKEHHE FeHETHUECKOro pa3HOo0pasus
13-32 MJIOH YUCIIEHHOCTH NOMYJIAIMU-0CcHOBaTe 1. BTopoit (hakTop, criocodcTBYIOMMI HAKOIUIEHHIO MYTAIIMOHHOTO Ipy3a —
JUTHTEITbHAS U30JISIIMS, B KOTOPOM HaXOAMIACh SIKYTCKas TOIMYJISIIKS BIUIOTh 0 BTOPOH BOJIHBI MUTpauuu 3 Poccun.

»
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1.0.H., mpo. C.A.JIumb6opckas (MHCTUTYT MOJIeKyJIsipHO# reHetnkn PAH)

AxyTckylo TeMy npojoskuia A.6.H., npod. CBetyana AuapeeBHa Jlum6opckas (Muctutyt MonekyisipHou renetuku PAH).
SkyThl, TaK xke Kak u apyrue xurenu IOro-BocrouHoi A3uu, 0ojiee YyBCTBUTEIbHBI K TOKCUYECKUM 3 (PeKTaM XUMUOTEPATINH, YeM
eBporeiiipl. Bou nnentudupopanst 232 SNP, Biusonux Ha 0OMeH KCeHOOMOTUKOB, pernapaimio JTHK, KJIeTOUYHBIH UK 1 aloNnTo3
Y PYCCKHX M SIKYTCKHX JKEHIIMH, MOTYYAOIMX XMMHOTEPAIHMIO ITPU paKe IMYHUKOB. BoisicHuock, 4to Bee accouuanuu Mexay SNP u
pe3ysbTaTtaMu JledeHus sSTHocnenupuyaHsl. Kak uror, B rpynmax pycckux 3h(ekT XMMUOTepaIiy U BEBDKMBAEMOCTb ObUTa BBIIIE, YeEM
B IPyIIax sKyTOB.

Cu6upb — NMK reHeTHYECKOro Pa3Hoo0pa3us



1.6.H. Bnagumup Xapekos (HUM menuuHCKO# reHeTHKH, TOMCK)

[MonynsuoHHast reHeTrka HapoaoB Cudbupu 0ObeKT uccieaoBanui 1.6.H. Biraguvmupa Hukosnaesuua XapbkoBa (HUU
MEJMIMHCKON TeHeTHKH, TOMCK), YeMy 1 ObLT TIOCBSILEH ero Jokian. Kopennbie Haponsl CHOMPY OTIIMYAIOTCS HECKOJIBKUMU
UCTOPHYECKHMH OCOOCHHOCTSIMH, KOTOPBIE OKa3aJIK OOJIBIIOE BIMSHHUE HA COBPEMEHHBII reHohoH . JuTenpHas n30Msust
CHOMPCKUX MONYJISILMIA OT OCHOBHBIX MUI'PAlJMOHHBIX TOTOKOB 00ECIIeUrIa COXpaHeH!e B TeHO(OHIE TPEBHHUX FeHETHYECKUX IIACTOB,
XpaHsAIMX MH(OPMAIMIO O 3aCEIeHNH YeJI0BeKOM He Tosibko Crbupu, Ho 1 LienTpanbHoit Asun, EBporsl 1 HoBoro Ceera. B
nonyJisiusix Cubupy Ype3BblUaiiHO BEJIMKO MEKIIOMYJISMOHHOE TeHeTHUECKoe pa3HooOpasue (Kak ckaszan Bragumup XapbKos,
«Mexay coboii OypsITH M UyKUYH OTJIMYAIOTCS ropas/io OoJIblle, YeM pyCCKHe U JaTdaHe»). BMecte ¢ TeM, BHYTPHIIOIYJISIIMIOHHOE
reHeTHYecKoe pa3HooOpaszue CMOMPCKUX MOIYJISIUNA HUKe, 4eM B EBponie. MOIIIHbIN eCTeCTBEHHbI OTOOP K CYpPOBBIM YCIIOBHSIM
OKPY?KaloIllel cpebl IPUBEJ K BOSHUKHOBEHUIO YCTOMUMBHIX aJallTUBHBIX KOMIUIEKCOB. [Ipu KccieqoBaHiy OfHOHYKJIEOTUAHOTO
nomMopdu3Ma BhIsSICHUIIOCh, uTo Tor-1000 SNP B nonysiumsix CuGupy NposiBISIOT CBSI3b ¢ reorpadpryeckoi upoTou, a 450 u3 Hux
UrpaloT poJib B aJaNTally K KJIMMary.

MHKpOﬁl/IOM KaK 4acCThb YeJ0BE€Ka

J.6.1. Asia JIbBoBHa Jlanmnayc (CaHkt-TTeTepOyprekuii rocyIapCTBEHHbIN YHUBEPCUTET) CBOMM JIOKJIAIOM 00paTU/ia BHUMaHKE Ha
OYeHb BAXHYIO YACTh TCHOMA, MPUHAJIICKAIIYIO HE YEJIOBEKY, & €r0 MOCTOSTHHBIM COXHTEIISIM — MUK POOPraHU3MaMm (COCTaBJISIOIIIX
2-3 KuiorpaMMa B OpraHu3Me KakJIoro YesioBeka). DTOT MUKpoOuoM coniepkuT B 200 pa3 GoJibIlie reHOB, YeM I'eHOM YesioBeKa, 1
OKa3bIBaeT rPOMAJIHOE BJIMSIHUE Ha BCIO HAIY KU3HEEeATEIbHOCTD: MUINeBapeHne, IMMYHHTET, CHHTE3 BUTAMUHOB U JIPYTUX BEILIECTB,
a Takxe paboTy Mo3ra — namMsrh, 00y4eHue, HacTpoeHrue. MUKpOOHOM MOKET KOMIEHCHPOBATh BIUSHUE HALIMX T€HOB, TaK MPH
30POBOI MUKPOOMOTE MOTYT He TIPOSIBIIATLCS] HEKOTOPBIE TTATOJIOTMYECKe MYTalliu, U Hao00poT. [ToqpoOHOMY HCCIeI0BAHUIO STOM
HEeBHUIMMOI YacTH HAIIero OpraHu3Ma rnocssieH npoekT Human Microbiom Project.

Buo6aHK — riaBHbIA U3 «TPeX KHTOB»

C nepeuncliieHust «TpeX KUTOB», Ha KOTOPBIX AEPKHUTCS U3ydeHHe reHO(POHIOB, Hauajla CBOH IOKJIaj A.0.H., npod. Exena
Baaguvuposaa Bananosckast (MeanKo-reHETUIECKUI Hay4HbIN LIEHTP): 3T0 6a3bl JaHHBIX, OMOMH(OPMATHKA, HO CaMbli TJIABHBIH
— «CaMBblii TSKENbI CUHUI KUT» — co3aHue 0M00aHKkoB. OrpoMHOE 3HaueHHe OMOOAHKOB B TOM, YTO OHH XPaHAT FeHETUUECKOe
paszHooOpa3ue yenoBevecTa. U 310 3HaYeHUE CO BpEMEHEM TOJIbKO PacTeT, IOTOMY 4TO FeHO(OHIBI MHOTHX MaJIbIX HAPOJOB
UCYE3aloT MIPSIMO Y HAC Ha IJ1a3ax.



1.60.H, ipo¢. E.B.bananosckast (MeauKo-reHeTHIeCKUI HAyYHBIA LIEHTP)

JHoxian Ob11 nocsieH buo6anky CeepHoii EBpasuu, co3iaHHOMY KOJIEKTUBAMH JIAOOPATOPUM MOMYJIALMOHHON IeHEeTHKY YeloBeKa
MeauKo-reHeTHYEeCK1iA HayYHbIi LIEHTP U JJabopatopuu reHoMHou reorpacun MHctutyTa obuiei redetik PAH npu yyactun MHOTHX
JPYKECTBEHHBIX HAyYHBIX KOJUIEKTHBOB Poccru u conpenenbHbix ctpaH. CeBepHast EBpasus oTiIMyaeTcs OT BCeX PerHOHOB MHpa
MaKCHMaJIbHBIM I'€HETUYECKUM pa3HooOpa3ueM. MeXIOMy IAIMOHHOE Pa3sHOOOpa3ue ITOro PeruoHa BABOE BbIIIE, YeM BCEX
OCTaJIbHBIX, [0 BHYTPHUIIOMYJISILIMOHHOMY pazHooOpasuio CeBepHast EBpasuisi HAXOAUTCS Ha BTOPOM MECTe, a 110 UX CyMMe 3TOT PErMOH
HACTOJIBKO pa3HO0OpaseH, uTo, 1o cioBaM E.B.BanaHOBCKOM, 9TO HaKJIaABIBaeT 0COOYI0 OTBETCTBEHHOCTh Ha TEX, KTO €ro M3yJaer.

buobank CesepHoii EBpasuu cogepskut 6osee 25 Thicssd 00pas3lioB, NpeacTaBisomux 96 HapooB u3 17 crpaH, TakuM 00pa3oM, 3TO
cambiii OOJIBITIION M3 MOMYJISIIIMOHHO-TEHETHUECKUX OMOOAHKOB TI0 KopeHHOMY HacesieHnio CeBepHoii EBpasun. Ho BaxHee He 00beM, a
KavyecTBO. OrpOMHYIO POJIb UTPaeT 3Tan coopa 00pasiioB, M OH IPOUCXOAUT Ha MPOTsiKeHUH mouTh 20 JIET 10 eIMHON CTpaTeruy,
BKJ'IIO‘IalOH.[CfI IECTb OCHOBHBIX ITPAaBHJI: OXBAT MaKCUMaJIbHOI'O Fr€HETUYECKOT'O pa3Hoo6pa3Mﬂ; MMPUHAJIC)KHOCTD K MTOITYJIALIUU U
STHOCY B TPeX MOKOJICHUSIX; UCKIIIOUYEHHE POICTBEHHUKOB; 00513aTeIbHOEe MH(POPMHUPOBAHHOE COIJIACKE; YUACTHE TOJbKO MY*XUYMH
(MakcuMyM nHGpOPMAIIMH, TaK KaK MOXHO U3y4uTh 1 Y-xpomocomy, u MTTHK, u X-xpomocomy,); B3siTe 00pa3ioB KpOBU
(makcumym [THK). D10 0611me npaBuiia, HO OIBIT KCCIIeA0BATE e TO3BOJISIET UM U BbIpaOOTATh JAOMOIHUTENbHBIE TIPABUIIA IS
paboThl B KaXI0M KOHKpeTHOM peruone. Harpumep, B LleHTpanbHON A31MK OYeHb BaXXHO COOUPATh BHIOOPKY 00pA3IIOB C yU4eTOM
POIOBOI CTPYKTYpHI o0mecTBa. [1o To# ke cTpaTeriu coOpaHsl HIECTh PETMOHAIBHBIX OMOOAHKOB, YacTh 0OPA3LOB KOTOPBIX XPaHSITCS
HE TOJIbKO B OCHOBHOM XPAHWJIMILIE, HO ¥ B pETHOHAX B BHIE «PEIUIMK» OMO00aHKa.

Kak moguepknyna E.B. BanaHoBckast, XoTs1 6M00aHK coOMpaeTcs 1Mo BHIOOPKaM KOPEHHOTO, a 3HAUUT, CeJIbCKOTO HACEJICHHUS], OH JIaeT
BO3MOXKHOCTb PEKOHCTPYUPOBATh ¥ FeHO(POH]T HaceJIeHHs TOPOJOB. DTO MOKHO CAEAaTh HAa OCHOBE IPOCIEKUBAHUS MUTPALIUiA
KkopeHHoro Hacenenus. [1o cnosam E.B.banaHoBcKko#, noydeHHast TAKUM CIIOCOOOM  OLIEHKA reHO(OHa TOPOJICKOTO HaceIeH s
Oyner ToyHee, YeM NpsIMOe ero U3ydeHHe, Tak Kak reHooH/1 TOPOJIOB MEHSIETCS MOCTOSIHHO M 04YeHb ObicTpo: «MMest 6GnobaHk
KOPEHHOT0 HacesleH!s], UMesl JaHHBIe O MUTPALUAX, JeMOrpapueckuX U UICTOPUUYECKUX, U TOTAJIbHBIN CKPUHUHT (haMUIIUIA, MBI
MOJEM CO37]aTh MTHOBEHHBI CHUMOK I'eéHO(OH/1a TOPOICKOTO HACEJIeHHsI, KOTOPBII TOMOKET HaM He TOJIbKO U3YyUUTh
MOMYJISIMOHHYIO TEHETHKY, HO U PelliaTh MEeJUIIMHCKHE TTPOOIIEMBbI».

BbIunCaNTh CIIEKTP NPONCXOKACHNS

HOByIO nporpammy reAdmix, KOTOpasa MOACINPYET I/IHIII/IBI/I)lyaJ'II)HHﬁ TE€HOTUII KaK CMECH IMPEAKOBBIX IT€HOTUIIOB U TEM CaAMbIM



Tarpsina TatapunoBa, pod. YHauBepcureta I0xHo# Kanndopaun

oIpeiesisieT STHUYECKOe MPONCXOXKISHUEe MHIMBH/IA, TIpe/icTaBuiIa OnonH(popMaTHK, npoceccop Yuusepcuteta 0xHo# Kamndopaun
Tarbsina TaTapunoBa, opranuzarop nposejieHust KoHdepeHmn B CKOJIKOBO. B mporpammy 3akjiafpiBaioT TeHOM MHAWBHIA 1
PacKJIafbpIBaeT €ro Ha JIMHEeHHYI0 KOMOMHAIIMIO HECKOJIbKHUX 3THOCOB. [Ipy TecTupoBaHMM ITPOrpaMMBI e CHavyasla IIPOBEPsUIN Ha
UCKYCCTBEHHBIX JaHHBIX, 3aTEM — Ha peasibHbIX reHoMax. [IporpaMMy MCHOJIb30BaIM M B TEHETUYECKOM UCCIIEIOBAHUH KETOB,
STHUYECKOW TPYIIIb, XUBYIel B 6acceiine Exucest (00 3To¥ paboTe MOKHO POYMTATh Ha HallleM caiite). B paborte cobpanu naHHbie
1o 46 HEPOJICTBEHHBIX MEky co00i 00pa3loB KeTOB U 42 obpa3iia ux coceneit no EHuceio (HraHacaHbl, SHIIBL, CEIbKYIIbI) U CPABHIIIM
JIAHHBIE 110 UX TEHOTUIIMPOBAHUIO ¢ KoJuteKiuei nmpoekta Genographic o 130 Teicsiuam MapkepoB. B nporiecce paGoThl ¢ MOMOIIBIO
nporpamMMsl reAdmix BBISICHHUIIOCH, YTO HEKOTOPBIE JIIO/IHM, CYUTAONIMMHU ce0s1 KeTaMH, UMEIOT CMELIAHHOE TIPOMCXOKICHHE MK B UX
TEHOTHIIE TPe0OiIaacT KOMIIOHEHT, CBOMCTBEHHBIN COCEIHUM CeNbKynaM. UTo KacaeTcsi KETOB, TO OHHU, KaK BBISICHIJIA aBTOPbI
paboThI, MPUHAJISKAT K IPYIIIE MOMYJIAINIA, Hanbosee OJIM3KUM K MaJIe09CKUMOCAM.

Eme onpny nporpammy o HasBaauem GPS (Geopraphic Population Structure) npeacrasun Jpan Jaxaiik (Eran Elhaik),
Vuusepcuter lleddunna, Bemmkodpuranus. Dta nporpamma koueeprupyet JHK B reorpaduyeckue koopaunatel. C ee momouiplo,
KaK paccKazall ClIelUAJINCT, YIaIoch JJOKAIN30BaTh IPOUCXOXK/IEHNE EBPEEB alllkeHa3H, TOBOPSIIIMX Ha WML, IPOBEPUB JIBE TUIIOTE3bL:
PEHHCKYIO M Xa3apcKylo. Vcnonp3ys reHeTUYecKUil aHaJIu3, a TakKe JaHHbIe JIMHIBUCTUKY U UCTOPUH, JaHHBIN HCCIIeI0BaTe b CeNal
BBIOOP B TIOJIb3Y Xa3apCKOW THIOTE3bI.

Crparerus Oyaymero: «CKyHnol pbliapb» HJIH Y4eHbIH?



Kparkwuii 0630p MOAXOH0B K UCCIIEIOBAHUI0 TeHO(POHIOB HAPOJOHACEIEHUsI — OT 3aPOK/ICHHUsI IIIKOJIbI OTEYeCTBEHHOMW reHoreorpaduu
JI0 ee pa3BUTHsI B TIOCTIC/IHKE [IBA AECATUIIETUS MPEACTaBII 1.0.H., Ipoc. PAH Ouer BananoBckuii. 3a rociieJHAE roJbl CMEHUIICS
HAyYHBIN apCeHal, UCMOJIb3YeMBIN B 9TON 00JIACTH: eCJIM BHauasie OOJBIIMHCTBO UCCIIeIOBATENe COCPEAOTOUMIIUCH HA
mutoxonapuansaoi JJHK, To 3aTeM LEeHTp TAKECTH CMECTUIICS Ha u3yveHre Y-XpOMOCOMBI M Ha OCBOSHHUE ITUPOKOTEHOMHBIX
MaHeJiei, a cefiuac HACTyMaeT BpeMsl UCIOJIb30BaHMsI MOTeHIMata noyHbix reHoMoB. O.I1.BataHOBCKMI OCTAHOBUIICS U Ha MpodJieMax
B UCITOJIF30BAaHUHU Y -XPOMOCOMBI JUTISI PEKOHCTPYKIIMH UCTOPUH HACEJIeHUs (BHIOOD a/IeKBaTHHIX MapKEPOB, BHIOOP CKOPOCTH MyTaInil
IUTSI JaTHPOBOK ), ¥ HA MTsAX WX pelieHusi. Harmprivep, Ipy MOJHOM CeKBEHHPOBAHHUHU Y -XPOMOCOMBI (rarmtorpymmbl G1) B Ka3axcKon
HONYJISIMN  YJAJIOCh TEHETUYECKU MOJTBEPIUTh FeHEAIOTMYECKOe POJCTBO, MMOKAa3aTh, YTO WIEHBI OJTHOrO POja JACHCTBUTEILHO
BOCXOJISIT K 0OIIEMY TMpeKy. A TIOCKOJIbKY M3BECTHO BpeMsl JKM3HU OCHOBATEJIsl POJa M YKCJIO MIOKOJICHUH, CTAJI0 BO3MOXHO
paccuuTaTh CKOPOCTh MyTUPOBaHUA Y-XpoMocoMbl. OHa MPaKTUYECKU COBMAJIA C BETMYMHOMN, TOJyYEHHOH B APYTUX UCCIEA0BAHUAX
(ucnanacko porocnoBHoi U gpeBHer [JHK).

O.I1.banaHOBCKMiA TIEPEYMCIIIIT STArbl paOOThI C OJIHBIM CUKBEHCOM Y -XPOMOCOMBI JUIsl peKOHCTpYKIMK reHodona. [lepBoe —
CEKBEHUPOBATH CTOJIBKO Y-XPOMOCOM, Ha CKOJIBKO XBaTUT JeHer (B JIydllleM ciIydvae, JecsTKU o0pas3uos). Bropoe — nocrpoenue
(punorenernyeckoro nepepa. 3aTeM Ha KakIyI0 U3 BETBEH 3TOrO JepeBa BHIOMPAIOTCS MApKepPhl, M TSl STUX MapKepOB ITPOBOIUTCS
TOITYJISIMOHHBIA CKPHHMHT, YK€ He JUIsl IeCSTKOB 00paslioB, a Iyis Thicssd. M 1uis Kaxaoro oOpasia OnpeaesisioT, K KaKOW U3 HOBBIX
BETBEH OH OTHOCHTCSL.

1.0.H., mpocd. PAH Oner Bananoeckuii (MOI'en PAH)

Ho rnaBHoe, Ha yto oOpartun BHUMaHue Ouer BananoBckuid, 310 cTparerus Oyaylyx McciaeoBaHud. B BEIOOpe 3TOM cTpaTteriu ecth
JBa noaxona. IlepBblil cOCTOUT B TOM, 4TO Poccru Haio «/10THaTh U eperHaTb AMEpUKY» IO YUCITY CEKBEHHPOBAHHBIX T€HOMOB. JTO
3aj1auya TPyJHOJOCTIKMAMAs], M BO3HUKAET BOIPOC, HyXKHa JIM OHa JUIs HAC KaK IJIs1 yueHbIX. MOKHO MOMTH IO MyTH HapalluBaHUs
JaHHBIX U, TIOJOOHO CKYIIOMY PBILAPIO, KOIUTh 1 KONMTh MH(pOpManuio. Bropas crparerus — HapalusaTh He KOJIMYECTBO TEHOMOB, a
3HAYMMOCTb BBIBOJIOB: «He 0OJIbIlIe TEHOMOB, a 00JIbllie HayKi». IMEHHO Hay4Hast 3a/ja4ya ONpesesisieT, CKOJIBKO U KaK HaJlo coOUpaTh
00pa3sIibL.

CeropHs B pa3HBIX CTaThsAX OIyOJIMKOBAHH yke 53 CeKBEHHPOBAHHBIX TeHOMa U3 Poccuu, HO B OiikaiiieM OyaymieM BBIIYT TpU
crathu B Nature, B KOTOPBIX OY/AyT elle OIMyOJIMKOBaHb POCCHUICKHE TeHOMBI, I TAKMM 00pa3oM, 6Jarofgapss DCHOHCKOMY OHOIICHTDY,
komasje [Ispuna Paiixa (MemunmHckuii 1ieHTp B Boctone), komanne Dcke Buppepcenera (Januss) ux gmcio cocraBut 6osee 350. A
€CJTH YYECTh, YTO ITO FEHOMBI KOPEHHOTO HACEJICHHUsI, TO MBI YKe IeperHaii AMepuKy (TaM ¢ UCCIIeIOBAHUEM TeHOMOB KOPEHHOTO
HaceJIeHVs] BO3HUKAIOT OOJIbIIMe CI0KHOCTH). Ho 0YeHb yacTo Jijisi MUPOBOW HayKu OoJiee IIEHHBIMY OKa3bIBAIOTCS UJIEH, a He cOop
JaHHBIX.

Ceiluac, 1o cyTH, pemaercs, o KakoMy IyTH MOIIYT HallMOHAJIbHBIE TEeHOMHBIE MPOeKThl Poccun. Mbl cTOMM Kak «BHUTS3b Ha
PacItyThe»: MpoLe MONTH 110 SKCTEHCUBHOMY IIyTH U CJIOKHEe NOUTH 1o yTH Hayku. Ho 11t Toro, 4toObl OMTH 1O Iy TH HAYKH, B
Poccun ecth HeMasio IpenMyILecTB: OrPOMHOE F'eHETUUECKOe pasHOOOpasue HaceeHHsl, COOCTBEHHAsl Hay4yHasl IKOJIa, CHJIbHBIE



OrOMH(pOPMATHKY, OTBIT MEXKANCIUIUIMHAPHBIX UCCIIEI0OBAHUN — 3TO TOXKE POCCUICKAs TPAAUIIUSL.

IIlecTs NPpUHIIMNIOB HCCJIE0BATEI€el TEHOMOB

B urorosoii muckyccun akagemuk PAH mupekrop o nHayke HUU menuinckoi renerrku Banepuii Ilasiosny Ily3sipes
MPeACTaBUT

)

CIIEUAJIUCTDI 10 U3YYEHHUIO T€HOMOB, YTOOBI IlO6I/ITI)CH ycnoexa.

EeCTb MPUHIMUIIOB, HA KOTOPLIX JOJIKHBI CTPOUTH pa60Ty

Bort 3T IpUHIMTIBL:

1. TOTOBHOCTH K MapTHEPCTBY (OTKA3aThCsl OT MHIMBUAYAIbHBIX TOCTHKEHUS pay OOLIMX LIENei POeKTa).
2. MakcumasbHblil OOMEH JAHHBIMH.

3. I'tan aHanM3a JAHHBIX.

4. TlpuopuTeTsl pa3BUTHS TEXHOJIOTHA.

5. O0palieHre K COIUATBHBIM MOCIIECTBUSIM OTKPBITHI.

6. BrITh cMesbIM, HO THOKHM.
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