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COOpPHYK TE3NCOB YCTHBIX AOKI1G408

HA 3ATTA 1 BOCTOK OT IOKHOI'O YPAJIA:
OCOBEHHOCTHU T'TEHO®OHA TATAP IIOBOJIXKbS U 3AIIATHOM CUBUPH

A.T. Armxosin, A.Jl. IlagrokoBa, P.A. Cxaasxo, M.K. Kabarun
DI'BHY « MITHI]»

Mmuoroo6pasue Tarap EBpazum (Kak aHTPONOJOTMYECKOE, TaK M KYJIbTYpHOE) H
oOmmpHas Ttepputopusi ux paccenenusi (3amannas Cubupb, I[loBomkbe, CeBepHbIH
[Tpukacnuii u KpeiMCKuii 10JIyoCTPOB) MO3BOJISIOT pacCMaTPUBATh UX KaK MOJMCHUCTEMHYIO
OOLTHOCTh €O CIOXHOW HcTopuei (gopmMupoBanus. CeBEpHOE «IOJIyIIApUE» TEPPUTOPUU
paccelieHds. 3TOW CJOXKHOM OOIIHOCTH MPEACTABISIIOT momnyiasuuu Tatap [loBomkbs u
3amagHoit Cubupu. I'eorpaduuecku 3T J1Ba PETMOHA PACIOJIOKEHBI MO 00€ CTOPOHBI
VYpansckoro xpebra. Hacenenune u IloBomkbs, u 3amagHoir Cubupu Xapakrtepusyercs
CBOCOOpa3ueM HTHHYECKOT'O0 COCTaBa: IO CHEKTPY M JIMHTBUCTUYECKUX TPYII, U
AQHTPOIIOJIOTHYECKUX THIIOB. B 1TaHHOM HCCIEeNOBaHMHM OCHOBHOM 3aJadyedl  CcTall
CPaBHHUTENbHBIN aHaIN3 TeHO(GOHIOB 7 TPYIMI MOBOJDKCKUX U CHOMPCKUX TaTap Kak JAPYr €
JIPYroM, TaK U B KOHTEKCTE OKpYKaroliX HapoaoB EBpa3zuu.

[TpoBeneno renotunupoBanue 6onee 600 oOpasuoB IHK npeacrasutenei 7 rpynn
tatap [loBoKbs (Ka3aHCKUE TaTaphl, MUIIAPU U KpslieHbl) U 3anaaHoid Cubupu (Toboso-
UPTHILICKUE TaTapbl: SICKOJOMHCKUE, SIYTOPOBCKHE, MCKEPO-TOOOIBCKUE U HIUTIKCKO-
torysckue) no nanenu 40 SNP mapkepoB Y-xpoMocombl. AHaIN3 TeHOGOHIOB MOIYJISIIHA
tatap [loBomxbs u 3anagnoit Cubupu B KOHTEKCTE Hapo10B EBpasuu mpoBeieH MeTo1aMu
MHOTOMEPHOM CTAaTUCTUKU M KapTorpagum Kak Ha OCHOBE TMOJYYEHHBIX YacTOT
raruIorpyII, TaK U ¢ MPUBJICYCHUEM HHPOPMALUH U3 0a3bl JaHHBIX «Y-Dasey.

CrexTpsl ramtorpynn Y-XpoMOCOMBI Uil TIOBOJDKCKUX M CHOMPCKUX TaTap B LEIOM
pa3IUyYHbI, XOTSI HEKOTOPble BapHAaHTHl BCTPEUYAIOTCA C pPa3HbIMM YacTOTaMU B 00OHMX
pernonax (ramorpynnsl N1C u Rla). Tlamiorpymnmbl WM couyeTaHds Trariorpym,
npeo0aarolero B reHo(oH/Ie BCEX UCCIEA0BAHHBIX IPYII TaTap, He OOHAPYKEHO.

Pe3ynbTaThl aHanM3a Kak CeKkTpa HauboJjee 4acThIX raliorpynn Y -XpoMOCOMBI, TaKk
U CyMMapHOTO pa3HoOoOpasus A TpeX TPYMNI MOBODKCKHX TaTap YKas3bIBAIOT, YTO HX
reHooHa cPOopMUPOBAIICA C y4ACTUEM T€HETUYECKHUX KOMIIOHEHTOB MOIYJSIIUI (pUHHO-
Yropckux Hapoaos [Ipuypanbs U TIOpKOA3BIYHOIO HACEJIEHHs cTenHON EBpasuu.

['enodong yeTpIpex rpynmn ToO0NO-UPTHIIICKUX CHOUPCKUX TaTap B LIEJIOM OJIDKE K
Haponaam 3anagHoit Cubupu, yem [Ipuypanesa. BosMoxxHO, 3T0 cBsizaHO ¢ (popMUpOBaHHEM
NOMYJISAUUI TOOOJIO-UPTHIIICKUX CHOMPCKHUX TaTap BO B3aWMOCBSA3U C OKPYKAIOLIUMU
Hapojgamu 3anagHod Cubupwu, Onmarojgapst yemMy B MX TeHO(QOHAAX COXpaHWIUCH 0OIIne
TeHEeTUYECKUE KOMITIOHEHTHI

Uccnenosanue noanepxxano rpantom PODU Nel3-06-0670-a.
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COOpPHYK TE3NCOB YCTHBIX AOKI1G408

HNCCIIEJOBAHUE JUCTAJIBHBIX ®OPM IIM/l B BBIBOPKE BOJIBHBIX U3 P®

bynaax M.B., PerxkoBa O.1I1., Taganu E.JL., Pynenckas I'.E., Iloasikos A.B.
OI'BHY «MI'HIL»

[TosicHO - KOHEYHOCTHBIE Mporpeccupyromue Mmbieunbie auctpodhun (IIKMI) —
HamOoJiee pacmpocTpaHeHHas TpyIa KIMHUYECKH TMOJUMOP(HBIX U TEHETUYECKU
rereporeHHbIX [IMJ], xapakTepu3yrmuxcs MPEUMYIIECTBEHHBIM TOPAKECHUEM MBIIIIT
Ta30BOro u miedeBoro mnosicoB. Cpeau [IKM/I BeiiensroT aBe quctaibHbie hopmbl - [IKM /]
2B u IIKM/J] 2L, oOycrnoBnennsie mytamusimu B reHax DYSF u ANOS, cooTBeTcTBEeHHO.
Uccnenoanuii nanupix 1ByX dopm IIKMJl B PO panee He mpoBoauiock. Ha ocHoBaHUM
aHanmM3a JHUTEpaTypHBIX AaHHBIX M 0a3el LOVD 06w oToOpanbl 2 Hambonee dacTo
BCTpeyaromuecs B eBporeiickoi nonynsuuu myrtaiuu reHa ANOS u 14 myranuii rena
DYSF nnst ckprHHPYIOIIETO MCCIEIOBAaHUS Ha HAJIWMYHME BHIOPAHHBIX MYTAIMH B BBIOOpPKE
350 6ompubIX [IKMJI u3 P®. B pesynbraTe mpoBeneHHOro mccienoanus B rene DYSF
Obuta BeIBIeHa Mytanus C.3191 3196dup CGGAGG y 14 uenosek (13,2%) nHa 14
xpomocomax (13,2%). pyrux mytamuit B rene DYSF ne oOHapyxeHo. [lo pesynbratam
OnomH(pOpMAaTHYECKOTO0 aHaiM3a ObUIO TokazaHo, uyto  C.3191 3196dup CGGAGG
apngerca noaumopdusmom. Mytauuu c.191dupA rena ANOS oOGnapyxkeHO He ObLIO.
Muccenc-myranust ¢.2272C>T(p.Arg758Cys) B rene ANO5 o6Gnapyxena y 4(1,14%)
6onpHBIX Ha 5 xpoMocomax(0,71%). Ilpu ganpHe#IEM HUCCIETOBAHUM BCEH KOAUPYIOMIEH
nocnenoBarenbHocTu TeHa ANOS y reTepo3uroTHeIX HocuTeneu mo mytaruu ¢.2272C>T, B
OTHOM ciy4yae Oblia oOHapyxkeHa HoOHceHc-myTamus c¢.412G>T (Glyl38Stop). B
uccienyemMoil Bbibopke OonbHBIX fonisg 60apHBIX [IKMJI 2L Tuma cocraBuiia He MeHee
1,16%. boasubix [IKM/] 2B BBISBICHO HE OBLIO.

Jlnst moatBepykaeHust matoreHHoctu mytanuu ¢.2272C>T rena ANOS Obu1 TipoBeicH
ee MOMCK B BbIOOpKe 764 HeoOCIeqOBaHHBIX KUTENEeH pa3nudHbiX peruoHoB PD. Yacrtora

reTCpO3UroTHOTO HOCUTCIILCTBA JIaHHOﬁ MyTalluu B BI)I6OPKC coctaBuia 1:191.
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COOpPHYK TE3NCOB YCTHBIX AOKI1G408

MOJIEKYJIAPHO-TEHETHYECKASA IUAT'HOCTUKA BOJIBHBIX ®KY C LHEJIBIO
X MMOCJIEAYIOIETI'O JIEYEHUA ITPEITAPATAMMU BH4

I'ynpoposa I1., CrenanoBa A.A., [lonskos A.B.
Jlaboparopus IHK-nuarnoctuku ®I'BHY «MI'HL»

@OeHUIKETOHYpUsT —  ayTOCOMHO-PEIIECCMBHOE  3a00JieBaHME€ W3  TPYIIIbI
(dbepMeHTONATUH, CBS3aHHOE C HapylleHueM oOMeHa (eHmnananuna. Myrtanuu B rene PAH
NPUBOIAT K  CHIDKCHHIO aKTHMBHOCTH WJIM  TIOJHOMY  OTCYTCTBUIO  (epMeHTa
dbennnananuaruapockunasbl (PAIY) u passButuro denunkeronypuu (OKY). Myranum B
reHax cuHTe3a W oOMeHa kodaktopa DAL Terparumpobuontepuna (BH4) spistorces
npuurHamMu runepdpenmwiananunemuit ([®A). B Hactosimee BpeMs pacrpocTpaHseTcs
npaktuka jedeHus 00ibHBIX OKY u 'OA mnpenaparamu terparuapoduontepuna (BH4).
Bbbu10 mpenokeHo MCMoab30BaTh 3TH MpENapaTbl HE TOJBKO MPH JICYEHUU MAllMEHTOB C
runeppeHnnataHuaeMusiMi, ¢ mytanmusamu B reHax PTS, QDPR, GCH1 u PCBD, HO 1
nanueHToB ¢ MyrtauusmMu B reHe PAH. IlokazaHo J0CTOBEpHOE CHMIKEHUE YPOBHS
(deHnnanaHuHa B KPOBH MAI[MEHTOB, MCIOIB3YIONINX JIaHHBIE MperapaThl, €CIU UMEEeTCs
ocrarounas akTuBHOCTh DAT. [lpuuem, yem OoJbllle OcTaTO4YHAss aKTUBHOCTH (PEPMEHTA,
TeM Oouibiie YPQPEKT OT JeUCHHUS.

Bri6opka HEpOJCTBEHHBIX OOJIBHBIX C HampaBisomuMu auaraozamu OKY u 'OA
coctaBmia 435 yenosek u3 13 peruonoB Poccutickoit denepanum.

JIHK npoGanioB u3 BbIOOpPKM Obla MpoaHAIM3UPOBaHA Ha Haiauuue 19 yacThix
myranuii B reHe PAH wmeromom MLPA: R408W, P281L, R261Q, RI158Q, R252W,
IVS4+5G>T, 1S10-11G>A, IVS 12+1G>A, exbdel, L48S, A403V, Y414C, E280K, E390G,
R243Q, R243X, R261X, IVS2+5G>A, IVS2+5G>C. ¥V vactu npobaHa0B ObLJIO MTPOBEACHO
npsimoe cekBeHupoBanue 1o Cenrepy renoB PAH, PTS, QDPR.

B pe3ynbrare ananu3a ObLIM MOJCYUTAHBI CYMMAapHBIE aJlJIEIbHbIE YaCTOTHI TSKEIBIX
U JIETKUX MyTaluil B pa3Hbix peruoHax P®, B cpennem onu coctaBuiu 64,8% u 13,3%
cooTBeTcTBeHHO. Ompesenena amienpHas yactota myranun R408W B kaxxom permone, B
cpenHeM 1o BbIOOpKe OHa paBHa 49,9%. BrIgBieHBI MalMEHTHI-OTBETUMKU Ha JICUCHHE
npenaparamu BH4 (3%), cpenn KOTOpBIX Kak MpoOaHIbl ¢ ABYMsI MSTKMMH MYTallMsSMU B
rene PAH (8 gen.), Tak ¥ manueHThl ¢ MOATBEPKAECHHBIM nuarHo3oM [ DA u myTanusmu B
redHax PTS (4 yen.) u QDPR (1 ugen.). Onpenenena rpymnmna naiueHToB, He OTBEYAIOIIUX Ha
neyenne, B cocraBe 193 yenoBek. Cpenn Hux 122 npobanna ¢ renorunom R408W/R408W,
TaK)K€ BBISIBJICHBI JPYTHE «TSAKEIbIE) T€HOTHUIIBI.

BrisiBiieHa rpymna manuMeHToB ¢ HEM3BECTHBIM 3¢ ¢dekToM oT sedeHus (229 uein.),
pa3paboTaHa TaKTHKa aTbHEUIIETO UCCIIETOBAHMS STOW TPYIIIbI.
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COOpPHYK TE3NCOB YCTHBIX AOKI1G408

BYPATHI B CTPYKTYPE TEHO®OH/IOB HAPOJIOB I0KHOW CUBUPHU U
IEHTPAJIbHOM A3UH

JAuouposa X./I. !, Banaranckas 0.A.%, Kabarun ML.K.%, YyxpsieBa M.HI.!
1J1a60paT0pI/I$1 nonyasinuoHHoN reHeTukn yenoseka ®I'BHY «MI'HI», Mockaa,
2OI'BYH HNuctutyt obmieit renetuxu uM. H.W. BaBunosa PAH, Mockaa,

s LenTp Hayk o xu3Hu, HazapbaeB Yuuepcutet, Kazaxcrtan, AcraHa.

BypsiThl — 0;TMH M3 MHOTOYHCIIEHHBIX Hapo10B BocTounoit Cubupu - chopmupoBaiics Ha
OCHOBE IUIEMEH OylaraToB, 3XUPUTOB, XOHIOJIOPOB, XOPHHIIEB M JPYTUX MOMYJIALHM,
KodeBaBIIMX Ha Tepputopun LlentpanpHoii Asum u Cubupu. Ilocie mpucoeanHEeHHS K
Poccuiickoit UMnepun 3T TUieMeHa W POAOBBIE TPYIIBI 00bETUHWINCH MO STHOHUMOM
«OypATHI».

Llenp 1aHHOTO UCCIEIOBAHUS: U3YYUTh T€HETUYECKOE pa3HOOOpa3ue Tpex rpymi OypsaT u
BBISIBUTH JIOJTIO CYOCTPATHOTO XU MECTHOTO KOMIIOHEHTOB B COBPEMEHHOM TeHO(hOH 1€ OypsIT.

N3yuenne reHodonma Tpex rpymnm Oypsar (N=616) - Hpkyrckoit obmactu (N=122),
Pecniyonuku bypsarus (N=267) u 3abaiikanbckoro kpas (N=227) — mnpoBeaeHo Mo
pacuupenHoil manenu SNP (45 mapkepoB) m STR MapkepoB Y-xpomocoMmbl. AHain3
MPOBEJIEH C YY4E€TOM POJOBOW MPUHAMJICKHOCTH C TMPUBICYCHHEM OOIIMPHOTO MacCHBa
JUTEPATYPHBIX JTaHHBIX. PUIOreHEeTUYECKU aHallu3 TOJHBIX CHUKBEHCOB Y-XpPOMOCOMBI
(rexnomorusi BigY') mo3BosvII BBIICIHTE HOBBIC BEICOKOMH()OPMATHUBHBIC CYOrariorpymibl
BHyTpu ramuorpynnsl Nlcl-M178, umeromue omnpenenstoniee 3HAYEHUE IPU aHAIU3E
CUOMPCKHUX HAPOIOB.

AHaJIN3 reHEeTUYECKUX PACCTOSHUM BBISBUI JIBa KjacTepa. B mepBbIil BOLLIM TIOPKCKUE
Haponsl FOxwnoit Cubupu u lleHtpanbHOii A3uu, a BTOpOM Kiactep OOBEAMHHII
MOHTOJIOSI3BIYHBIC TOMYJSANUNA (MOHTOJIBI, OYpSITHI), TIOPKOSI3bIYHBIC (Ka3aXu, SKYTHI),
MOMYJISIUU TOBOPAIIME Ha SI3bIKAX TYHT'YCO-MAaHUYKYPCKOM SI3bIKOBOM ceMbM (HaHAWIbI U
YJIbYM) U TIaJIe0a3UaToB (HUBXH).

[Tokazano, uro reHodoH OypsT Ype3BbIYaiiHO reTeporeHeH. bypsTel 3abaiikaabCKOTro
Kpasi JUCTAaHIIMPOBAHHBI OT Bcex HaponoB Cubupu u llentpanpHOil Asum 3a cuer
npeobnananus «OypsATCKoro» BapuaHTa ramorpymnnbsl N1Cl. AHanu3 ramioTUnuyeckoro
pa3HOOOpa3us ATOTO BapHaHTa IMOKa3ajl, YTO ITHOTeHe3 3a0ailkalbCKUX OypsAT BOCXOJUT K
LlenTpanbHO-a3MaTCKOMY pEeruoHy U He cBs3aH ¢ CHOUPCKMM peruoHoM. bBypsTsi
Wpkytckoit obmactu u PecnyOnuku bBypsTuum reHeTHMueckH HEOTIMYMMBI OT Xajxa-
MOHTOJIOB M Ka3axoOB poja Kepeil m xoHupat, ramiorpynmna N1cl cmabo xapakrepHa aJis
HUX.

Takum ob6pa3zom, B reHooHIE OypAT BBISIBICHO IBAa T€HETHUECKHUX IUIACTA: TMEPBBIN
chopmupoBasl ocHOBY i OypsaT Wpkyrckoir oOnactu u Pecnybnmuku Bypstus u
XapakTepu3yeTcs: npeodiagaHueM LEHTPaTbHO-a3uaTCKuX BapuaHToB ramiorpynn C u O.
OTOT KOMIOHEHT Mpeobnagaer y HapoaoB Bocrounoit CulOupu, OTHOCSIIMXCS K pa3HbIM
SA3BIKOBBIM ~ CeMbsIM. BTopoil miact oOpazoBan BapuantoM ramjgorpymmbsl  N1cl,
CBSI3BIBAIOIINK 3a0alKalbCKUX OYypsAT ¢ Oapra-MOHIroJIaMH, a HE ¢ HapojamMu BocTodHoi
Cubupu u lansaero Bocroxa.

[TpoexT nognepsxan rpantom PH® 14-14-00827
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COOpPHYK TE3NCOB YCTHBIX AOKI1G408

POJIb IOMKOI'O CAMITA FRA14B B ®OPMHUPOBAHUU XPOMOCOMHBIX
INEPECTPOEK B I'EHE GPHN

Kerumo JI.", bproxkuep J.M.%, CaBeabesa JI.
! Jlaboparopust myrareneza ®I'BHY «MI'HILI», Mocksa,
? Hemerkuii ueHTp uccnenosanud paka (DKFZ), I'eitnens6epr, ['epmanns

KoncturyruBusie ¢parunpueie caiitel (KOC) — 310 cnenuduyeckue y4acTKu
XpOMOCOM, TIPEIPACIONOKEHHbIE K (OPMHPOBAHUIO pPa3pbIBOB, HAOIIOAAEMBIX TMpU
[UTOTEHETUYECKOM aHainu3e MeTada3HbIX XPOMOCOM, B OTBET Ha PEIIMKATUBHBIN cTpecc. B
OTIIMYME OT PEAKUX JIOMKHUX CalTOB, KOC BBIBIAIOTCS y BCEX JIIOAEH KAK HOPMAJIbHBIN
CTPYKTYPHBIM KOMIIOHEHT XpOMOCOM. MHOTOUUCIIEHHBIE UCCIIEIOBAHUS CBUIECTEIBCTBYIOT O
BOBJICYEHUH JTHUX paloHOB B (OPMUPOBAHHE TOYEK pa3pblBOB COMAaTHYECKUX U
TepMUHAIBHBIX ~XPOMOCOMHBIX MEPECTPOEK, AaCCOLUUHUPOBAHHBIX, B YAaCTHOCTH, C
OHKOTE€HE30M U ayTu3MoM. MouekynsapHoe kaptupoBanne KDC mo3BossieT J10KaInu30BaTh
YYaCTKHM MOBBIIIEHHOW XPOMOCOMHOM HECTAOMJIBHOCTU U BBISIBUTH PACIOJIOKEHHBIE B HUX
TeHbI-KaHAUIaThl PA3JTUYHBIX 3a00ICBaHUIA.

Tounbie rparuisl FRA14B Oplmu ompeneneHbl ¢ moMoInbio mectuneTHoro FISH ¢
BAC-30oumamu Ha MeTadazHBIX Mpernaparax MMMOPTATH30BAaHHBIX KYIBTYp JUM(QOIINTOB,
00paboTaHHBIX HMHTUOUTOPOM peIUTUKAWMK  adUAUKOIHMHOM. bBbIIO yCcTaHOBIEHO, 4YTO
nomkuii cait 3anumaetr 765 Kb BryTpm 14023.3 u Brimowaer 1-10 sx3oHbI rena GPHN.
GPHN xkomupyer Oenok, y4acTBYIOIIMA B OHMOCHMHTE3€ MOJIMOIEHOBOTO KodakTtopa u
«3asIKOPUBAHUM» TOPMO3HBIX HEHPOMEAMATOPHBIX PELENTOPOB B IMOCTCHHANTHYECKON
MeMOpane. Bee 12 panee omucanubix myrauuid B GPHN, acconuupoBaHHBIX € puCKOM
ayTu3Ma, IMHU30QPEHUH U DIWICNICHH, MPEACTaBIAIOT coboi peakue wiu de NOVO
CYOMUKPOCKOITMYECKHE JIeJCIUN C HECTAaHJAPTHBIMH TOYKAaMHU Pa3pbIBOB, PACIIOIIOKEHHBIE
B JJoMKO# yactu reHa. [Ipu ananuze [JHK-npoduneit 1046 pakoBbIX KJIETOUYHBIX JMHUN U3
Broad-Novartis Cancer Cell Line Encyclopedia mbl BbISIBHIIN aKKyMyJSnuio (HoKaIbHBIX
neneruii (< 1 Mb) Baytpu FRAL14B. MetomoM pailoH-CIIEITU(PUIESCKOTO MUKPOMATPUIHOTO
ananmuza JJHK 160 pakoBbix 00pa3ioB ObLIO JeTEKTUpOBaHO 12 Bapuanuii 4ucia KOMHUH,
noaTBepkAEHHBIX ¢ momomnsio FISH u TIHP, Brimrouas 9 nmeneruit, 2 mymmkanuu u 1
KOMITJIEKCHYIO TepecTpoiKy. B Toukax pa3pblBOB OOHAapy>K€Hbl MHUKPOTOMOJIOTMHM HIIU
KOPOTKME HYKIJICOTHIHbIE BCTaBKM, SBISIOIIMECS TPU3HAKAMH  HETOMOJIOTMYHBIX
MEXaHHU3MOB penapanum, TAaKMX Kak HETOMOJIOTHYHOE COEIMHEHNE KOHIIOB U MEPEKITIOUYEHNE
MaTpULbl B MpoLecce peruTuKanuu. PacnonoxkeHue U CTPYKTypa BBISBICHHBIX MEPECTPOCK
XapakTepHbl JJI1 PAlOHOB JIOMKHUX CalTOB XpPOMOCOM M YKa3blBAalOT Ha BKIJIAJ
HectabunpHOcTH FRA14B B popmupoBanue naroreHubix myranuii rena GPHN.
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COOpPHYK TE3NCOB YCTHBIX AOKI1G408
TAPTETHOE CEKBEHUPOBAHME ITPM MUTOXOHIPUAJBHOMN MATOJIOI 1!

Hrknc IO.C.l, Kpbuiosa T.I[.l, MuxaiijioBa C.B.Z, Meyarnukosa H.JLS,
3axapoBa E.JO.

! Jlabopatopus HacneacTBeHHbIX Oone3neit oomena ®I'BHY «MI'HL», Mockaa,

MuToxoHIpuanbHble 3a007€BaHUsl — TeTEpOreHHasl Tpymmna pelKuX HacleJCTBEHHBIX
3a00JIeBaHM, BBI3BAaHHAs HAPYLIEHUSMU B JbIXaTEIIbHOM LENW MUTOXOHAPUM, 4YTO
0OyCIIOBJICHO MYTallUIMH B SIIGPHOM U MUTOXOHJPUAIBHOM TeHOMaX. Takoe «aBOWHOE
KOJMPOBaHUE» OOBSICHSAET TPYAHOCTh MOJEKYJSIPHON IMArHOCTHUKHA MUTOXOHAPUATBHBIX
natojgoruii. OJgHAKO B COBOKYIMHOCTH 3TO JIOBOJIBHO pPacHpOCTpaHEHHas Tpymna
HACJIEICTBEHHBIX OoJie3Held oOMeHa BemecTB, M TMOUCK J(PGEKTUBHBIX METOJOB
JTUArHOCTUKU BEChMa aKTyaJIeH. [losiBnenue COBPEMEHHBIX METOJI0B
BBICOKOTIPOM3BOAUTENLHOTO CEKBEHUPOBAHMSI MTO3BOJIMIIO B HEKOTOPOM CTENEHU YIPOCTUTH
JIMArHOCTHKY JIaHHOM YTkl 3a00IeBaHUH.

Tak, B naboparopun HBO ®OI'BHY «MI'HLl» Obuna pa3paborana mnaHenb IS
MapajuieIbHOIO0 CEKBEHUPOBaHUsI 62 SIEpHBIX MUTOXOHJAPUAIBHBIX T€HOB, KOTOpPBIE
aCCOLIMUPOBAHBl C MHUTOXOHIPUATBHBIMH 3a00JIEBaHUSAMH. OTO  TEHBI, KOJIUPYIOIINE
CTPYKTYpHbIE O€JKU U OeNKU-COOPIIUKN KOMIIEKCOB JbIXaTebHOM LIEH MUTOXOHIPUH, a
TaKXKe Psii IPYTUX BaKHBIX MUTOXOHAPUATHHBIX OEITKOB.

Jlnis coctaBieHus: BEIOOPKU MAIMEHTOB JUIS JAHHOTO MCCIIeIOBaHMs MbI HCIIOJIB30BAIN
HECKOJIbKO KputepueB: 1) tunuynbie n3meHenuss Ha MPT romoBHoro mosra; 2) BBICOKHIA
YpOBEHb dbokTopa  pocra ¢bubpobmacro-21 (moTeHIMaNbHBII oromapkep
MHUTOXOHJIPUATBHBIX MUONIATHI); 3) KnuHU4Yeckue nposiienuss PEO/PEO+. K nacrosmemy
MOMEHTY NpOaHAIU3UPOBaHO 46 manueHToB, y 10 U3 HUX HaWJIEeHbI MATOTCHHBIE 3aMEHBI B
crenyromx rerax: NDUFS2, NDUFV1 SCO2, C10orf2, SUCLGI1. UuTepecHO, 4TO Y
TPOUX TMALMEHTOB CO CXOXUMHU KIMHMUYECKHMMH TMpPOSBICHUMH - TOJUHEHponaTus,
o(rarpMoOIUIeTHsl, MHOKJIOHYCHI, 3ajJepKKa TICMXopedeBoro pasputus - B rene C10orf2
HalileHa KoMmnayHa-retepo3urotHas 3ameHa ¢.G1199T (p.R400L), koTopast He omnucaHa B
0azax JaHHBIX MO MYTalUsIM U MOJIUMOp(dHU3MaM, HO SBISETCS C BHICOKOW BEPOSTHOCTHIO
NATOT€HHOM COTJIaCHO MPOrpaMMam IO MPEeACKa3aHHUI0 MAaTOreHHOCTH 3aMeH. Eme y Tpoux
MAlMEHTOB C TSDKEJIOW MHOMaTuYeckoil (opMoli MHUTOXOHJPHANIBHOIO 3a00JeBaHUs
oOHapyXeHa omucaHHas romo3urotHas 3ameHa C.G418A (p.E140K) B reme SCO2. Mur
IIPEAIONAraeM, 4To JaHHbIE IBE MYTALMH SIBJISIIOTCS YaCTBIMU JUISl POCCUICKOM MOIMYJISILIMH.
BeposiTHO, X CTOMT BHECTH B CKPUHUHT-TIAHENH JUISI TIOMCKA YaCThIX MUTOXOHJPHAIBHBIX
MYyTalUu.

Hamum pe3ynbratel JeMOHCTPUPYIOT 3(PPEKTUBHOCTH MPUMEHEHHS! CEKBEHHPOBAHHS
CJIEIYIOIETO TMOKOJICHUS Kak JJii JUAarHOCTHKU TeTePOTeHHBIX 3a00JIeBaHMM, TaK W IS
HCCJIEI0BAaHUS PACIIPOCTPAHEHHOCTH MYTalliil B TIOITYJISILIMHU.
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COOpPHYK TE3NCOB YCTHBIX AOKI1G408

UCCJEJOBAHUE TEHETUUYECKUX MYTAIIAHN Y TIOJITAUMOP®U3MOB ITPU PAKE
KEJYIAKA METOJ10OM BBICOKOITPOU3BOJAUTEJIBHOTI' O ITAPAJVIEJIBHOT'O
CEKBEHHMPOBAHMUSA JHK

Kupunnoea K.U.
Jlabopatopus snurenetuku GI'BHY «MI'HI»

Pak xenynka (PXX) — 3mokaduecTBeHHast OMyXO0JIb, TPOUCXOAIIAS U3 AMUTETUATBHBIX
KJIETOK CJIM3UCTONW O00OJOUYKH >Kelnyaka. B cTpykType oHKoJIOrHMueckod 3a00jieBaeMOCTH
Poccun 3aHmMaeT BTOpoe MECTO TMOCJE paKa JIETKOTO y MYXYHH M paKa MOJIOYHOU KEJIe3bl
y skeHIIUH ¢ yactotor 1: 3900 u yactoToit cMepTtHOCTH 1:4500. OCHOBHAsI YacTh CiIy4yaeB
PXX cnopamuueckas. OpHako cyliecTBOBaHHME ceMeWHbIX ciydaeB PXK mpencraBnser
0cOoOBIi WHTEpeC B W3YyYCHHH TepMUHAIBHBIX (opm. Hammume ompemeneHHBIX
HACJIEZICTBEHHBIX ()aKTOPOB MOXKET MOBBIIIATH PHCK Pa3BUTHS paka xemynka. OgHuM U3
TJIABHBIX T€HETUYECKUX (PaKTOPOB PUCKA PA3BUTHUS paka KeNyIKa SBISIOTCS BPOXKICHHBIC
MyTallMi TEHOB CYMPECCOPOB OMYXOJIEBOTO POCTA, a U3YUYCHHUE MYTAIlUi U MOJIUMOPPU3MOB
ATHX TEHOB CIYKUT OCHOBHOM IIEJIHIO TAHHOTO UCCIIECIOBAHMS.

B pabory Obuio BkiItoueHO 50 OONBHBIX C MECTHOPACHPOCTPAHEHHBIM DPAKOM
xenyaka. [Touck myranmii 1 noaumopdusmMoB B 51 TreHe, BOBICUEHHOM B KaHIIEPOTEHE3,
MPOBOJMIA  BBICOKOTIPOM3BOIUTENBHBIM TMapayuieNbHbIM  cekBeHupoBannem JIHK Ha
mnatgopme lonTorrent PGM (LifeTechnologies). HauGoinbiiee konuuecTBO MyTaluid
BbIsBICHO B TeHax: TP53 (p.R116W, p.E298X, p.R26H, p.R248Q, p.V41L, p.G113D,
p.A86fs, p.H179R, p.I1100T, p.R273H), CDH1 (c.-71C>G, p.K182N, p.T303P, p.S838G,
€.1320+2T>G), PIK3CA (p.K111E, p.E545K, p.H1047R), STK11 (p.M289K, ¢.-311C>T,
c.-127T>C, p.S283fs), SMAD (p.V158A, p.R445X). B nmpyrux reHax, BOBJICYCHHBIX B
KaHI[EpPOTeHEe3, MyTaIlii OOHAPYXEHbI B eAMHUYHBIX cinydasx: ATM (p.S1691R), CDKN2A
(p.R103W), FBXW7 (p.R387C), PTEN, (p.L265fs), FGFR3 (p.F348L), EGFR (p.V292M),
SMO (p.W206X), KRAS (p.G12D), NOTCH (c.5019-50G>A), MET (p.N375S) u RB1
(p.HB686N).

Yacrteie mosmMopdusmbel oOHapyxkeHbl B reHax: KDR (p.Q472H) - B 52%, KIT
(p.M541L) - B 10%, KIT (p.M373L) - B 6% u MET (p.S178S) - B 6% ciydaeB. Penkue
nomumoppusmel B rerax: MET (p.R970C), JAK3 (p.V7221), RET (p.S649L), APC
(p.P1442P, p.11289K), ATM (p.F858L), RB1 (p.L564F), CDKN2A (p.D86N, p.T992I)
BBISIBJICHBI B CJMHHMYHBIX Clydasx. | epMUHANBHBIA XapakTep Mytanuid B reHax MET
(p.N375S) u RB1 (p.H686N) monTBepkaeH y IBYX MAalMCHTOB, TpeOyeTcs AajbHEMIIee
M3YYCHHE C TOYKM 3PEHUS BIMSHHS STUX MYyTallMii Ha PHUCK pa3BUTHS 3aboineBaHus. K
pa3BuTHIO HacieacTBeHHoro auddysnoro PXK mpuBoasT repMuHaibHbie MyTallud B TE€HE
CDH1(16q22.1). Hamu BbisiBieHbl HOBbIe MyTaiu B reHe CDH1 (c.-71C>G, p.K182N,
p.T303P, p.S838G, €.1320+2T>G), B riccneOBaHHON BEIOOPKE MAI[UEHTOB.

Yacrenii nonumopdusm B rene KDR (p.Q472H), ¢ monynasiyoHHONW YacTOTOM
MuUHOpHOTrO amiens 21%, B wuccienoBaHHOM Hamu BbIOOpke OoabHBIX PXK  nmeer
3HAYUTEIHHOE MOBBIIIEHUE YACTOTHI 10 52%, UTO MO3BOJISIET pACCMATPUBATh €TI0 B KAUECTBE
MOTEHIIMAIEHOTO TeHETUYECKOTO (DaKTOpa MOBBIIIEHHOTO PUCKA PAa3BUTHUS 3a00JICBaHMS.
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COOpPHYK TE3NCOB YCTHBIX AOKI1G408

MOJIEKYJIAPHASA JUATHOCTUKA CUHAPOMA IIEHAPEJIA U AJIVIEJIBHBIX
3ABOJIEBAHUM: HACJEACTBEHHBIX ®OPM CHHIPOMA IIIKPOKOI'O
BOAOIMPOBOJA ITPEJJABEPUA U AHOMAJIMU YJIMTKU BHYTPEHHEI'O YXA
THUITA MOHAWHUA

Mupounosuu O.J1. 1, bauzuen E.A. 1, Mapxosa T.I'. 2, Moasikos A.B.'
! Jlaboparopus JIHK-muarnoctuku ®I'BHY «MI'HL[», Mocksa,
2 ®I'BYH «Poccniicknii Hayuno-IIpaktnueckuit LlenTp aynuonoruu n
cayxonpotesupoBanusi ®MBA», Mocksa

Cunnpom llenapena — HacieAcTBEHHOE 3a00JIEBaHHWE C ayTOCOMHO-PEIIECCHBHBIM
TUTIOM  HACJIEJIOBAHMS, XapaKTEpU3yIIlIeecs COYETaHHEeM HapyIlIeHUs ciyxa ¢
dbopmupoBaHuEeM SyTUpPEOHIHOTO 300a. Hapymienue cinyxa mOpu CHHAPOME OOBIYHO
COTIPOBOXKJACTCSI AHOMAIUSIMU PAa3BUTHUSL CTPYKTYP KOCTHOTO JIAOMPUHTA BHYTPEHHETO yXa
(mmpokuM BojoINpoBoJoM Tpenasepuss — EVA, uHOorma B coueTaHuu ¢ JUCIUIa3uei
Mounaunu). Y HOBOPOXKJEHHBIX MAIMEHTOB C CHHApoMOM lleHapena mmToBUAHAS *Kere3a
HE yBeln4eHa, 300 GopMHUpYyeTCsl B paHHEM MOJPOCTKOBOM Bo3pacte y 40% maiueHTos, y
OCTAJIBHBIX — BO B3POCIIOM COCTOSIHUU. DTO 3aTpyaHsAeT AuddepeHInanbHy0 TUarHOCTUKY
y aereil cunapoma llenapena, uzomupoBaHHOM Tyroyxoctu ¢ EVA u HecuHapoManbHOU
CEHCOHEBpAJIbHOM TYrOyXOCTH. 3a pa3BuTHE Kak cuHapoma llenapena tak u EVA c/6e3
nucriaze ynuTkd MoOHIWHM — OTBeTCTBeHHBI MyTaiuu B reHe SLC26A4, xoaupyromiem
TPAHCTIOPTHBIN OEJIOK MEHPUH — MHOTO(YHKITMOHATILHBIM aHUOHHBI 0OMEHHUK.

Cunnpowm Ilennpena sBIsIeTCS OJHUM U3 CaMbIX YAaCThIX CUHAPOMAJIbHBIX BAPUAHTOB
Tyroyxoctu. Ero pacnpocTtpaHeHHOCTh oneHuBaercs kak 7,5-10 cimywaes Ha 100000
HOBOPOXKJEHHBIX, 4TO cocTaBiigeT 10 10% Bcex ciaydaeB HacleACTBEHHOW MoTepu ciiyxa. B
Poccun wuccnenoBanust c. llenapena u amnensHOM Tyroyxoctu ¢ EVA panee He
MPOBOJIMIIUCH, TO3TOMY pPAaCHPOCTPAHEHHOCTh W JTHOJIOTHS JIaHHBIX 3a0oJieBaHUN Yy
POCCHICKHX TMaIlMEHTOB Heu3BecTHA. B maHHON pabote mccnemoBana renomuas JTHK 20
nanueHTos ¢ ¢. [leaapena n/unu EVA w/unm aucnnasueit MoHIWHY Ha HaTMYUE MyTalluid B
rene GJB2 u SLC26A4. Cpenu 7 mamueHToB ¢ cunapomoMm llenapena y omHoro Obuia
oOHapyxeHa u3BectHass myranus €.35delG B rene GJB2 B roMO3UTOTHOM COCTOSIHHH.
buannensubie mytanuu B reHe SLC26A4 oOHapyxkeHBl y 4eTBepbIX U3 19 manueHToB, 4To
cocraBimsier 20% BbIOOpKM. TakuM o00pa3oM YCTaHOBJEH 3HAYUTEIbHBIA BKJIA
TeHETHUUYECKOHN MATOJIOTUH, 00YCIIOBIIEHHOW OMAICIbHBIMU MYTalUSIMH B T€HE TICHAPUHA, B
3aboneBaemocth kKak c.llenapena, tak m EVA y poccuiickux mnanuerTtoB: B 30% -
cllennpena (2 maumenta u3 6) m 30% - Tyroyxoctu ¢ LIMPOKMM BOJONPOBOJOM
npeaaBepus 0e3/c aHomanuei MouauHu (2 manuenta u3 6). Cpenu 7 TAlUEHTOB C
Manbdopmaneir MOHIMHA ¢ HOPMaJbHBIM BOJOMPOBOAOM MPEIIBEPUS MYTallUM B TCHE
NEeHIPUHA HEe OOHAPYKEHBI.
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COOpPHYK TE3NCOB YCTHBIX AOKI1G408

METOAUYECKHUE ITOAXOAbI K N30JAIUN U AHAJIN3Y KIIETOK
TPOD®OBJIACTA JIJISI HEMHBA3UBHOM MPEHATAJIBHON IMATHOCTHUKH
YU CJEHHBIX XPOMOCOMHBIX AHOMAJIAM

Mycarosa E.B.
Jlabopatopus nutorenetuku GI'bHY « MI'HL»

Bbonbiioit uuTEpEC MpeAcTaBiseT nojdydyeHrne HHPOpMaIllui O TeHETUYECKOM CTaTyce
pa3BUBAIONIETOCA MI0Ja 0€3 Yrpo3bl MpepbIBaHus JaHHON OepeMeHHOCTH. OJTHUM U3 TUIIOB
TUIOJHBIX KJIETOK, MPHUCYTCTBYIONIMX B KPOBHM OEPEMEHHBIX >KEHIIUH, SBISIOTCA
Tpoobmactel. [IpuHIUNUANBHBIM OTIUYMEM TPOo(}OOIACTOB OT APYruX KIETOK IUIOAA,
HUPKYIUPYIOMINX B KPOBU OCPEMEHHOM >KEHIIUHBI, SIBIAECTCS MX dIUTETUaIbHas MPUPOJIa,
OTpeeNAIIas KPYIMHbIE pa3Mepbl ATUX KIETOK M XapaKTepHyr MOpQoioTun. ITO
MO3BOJISIET HE MPOCTO «0OOTramarh» HUcciaeayeMblil oOpa3el KIeTKaMu WHTepeca, Moaydas
CMEIIAaHHYIO KJIETOYHYIO (Ppakiuio, a aeiaaeT BO3MOXKHON U30JSUI0 Tpo(oOIacToB mo ux
pasMepy, OTIMYAIoIIeMyCs OT pa3MepOB KIETOK KPOBH.

Jns  OLIEHKM  BO3MOXKHOCTH  BbIACNEeHHS  TpodoOmactoB w3 o0Opasios
nepudepuueckorl KpOBH, OCHOBAaHHOM Ha KPYIMHOM pa3Mepe OTHUX KIETOK, U UX
MOCIIEYIOIET0 aHalu3a ObUI BBITIOJIHEH MOJENBHBIN JKCnepuMeHT. MarepuanaMu
mocayxuiau 11 00pa3loB  HMCKYCCTBEHHO CO3JaHHBIX (apTH(UIHUATBHBIX) CMECEeH,
SBIIIONIMXCS MMUTAIMENl cocTaBa nepudepuyeckoil BEHO3HOM KpOBU OEpeMEHHBIX
KEHIIUH. ApTUPUIHMATbHBIE CMECH MOJy4alld CMELIMBaHMEM 00pa3lloB BEHO3HOW KpOBHU
B3pOCIBIX MHAMBUAYYMOB C O0pa3llaMM KIJIETOK BOPCHMH XOpHUOHA  3aMEpUINX
OepeMEeHHOCTE C U3BECTHBIM KapUOTHUIOM. J[JIsl MOCienyronero aHainm3a OblUTH BHIOPAHbI
TpodobIacThl ABYX 00pa3loB apTU(PUIIMATBHBIX CMECeH, JJISi MPUTOTOBICHUSI KOTOPBIX
MCITOJIb30BAJIM KJIETKHA XOPHUOHA C YHCIIEHHBIMU XPOMOCOMHBIMU aHOMAJIUSIMH.

Boinenenne TpodoOIacTOB U3  aHANM3HPYEMBIX O00pa3lloB OCYIIECTBISIIOCH C
MOMOILIBI0 (pUnbTpalMKu yepe3 nojukapOoHaTHble GuIbTphl. [letekuus TpodobiactoB Ha
buIbTpe OCYyIIECTBISIACh UMMYHOIIUTOXUMHYECKUM OKPAIIMBAHUEM C MOHOKJIOHATIBHBIMU
antutenamMu Kk nurokepatuny 7 (CK7). Uzomsuus eguHuunbix CK7-Tom0XKHUTETBHBIX
KJIETOK  MpPOM3BOAWIACH €  TIOMONIbIO  JazepHOM  MuKponuccekuuu.  Ilepen
HEIMOCPEACTBEHHBIM aHAJU30M T'€HETUYECKOr0 MaTepualia H30JUPOBAHHBIX KIETOK C
MOMOIIBI0 MeTada3HOW CpaBHUTENBHOW TE€HOMHOM TruUOpHUIM3alMK TMPOBOJAMICS 3Tall
MOJIHOTeHOMHOM  amruukauuu. [lonHoreHoMHas ammIM@UKanUs TeHETHYECKOIro
MaTepualia EeIWHWYHBIX KIETOK OCYIIECTBISUIACh JBYMS pPa3jIMYHBIMU METOJIaMHU, B
pe3ynbTare 4ero ObLI MPOBEACH UX CPaBHUTENBbHBIA aHanu3. B oboux cinydasx npoduiu
rUOpUAN3AIUN TeHETHYECKOT0 MaTepuaia JUCCEKTHPOBAHHBIX KIETOK COOTBETCTBOBAIIU
KapUOTHUITY KJIETOK XOPHUOHA, HCIOJb30BAaHHBIX [UIsl MPUTOTOBICHHUS COOTBETCTBYIOIIMX
apTU(PUIMATBEHBIX CMeceH.
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COOpPHYK TE3NCOB YCTHBIX AOKI1G408

NJIEHTUOUKALIUA MAPKEPOB AHOMAJIBHOI'O METHJIMPOBAHUSA JHK ITPH
OCTPOM MUEJIOUTHOM JIEMKO3E Y JIETEH

B.B. Pynenko l, A.B. Ilona 2, B.C. HemupoB4eHKO 2, C.A. Kazakosa °
1Jla6opaTopI/I$1 snurenetukn ®I'BHY «MI'HL», Mockaa,
2OI'BHY «PoccHiicKuii OHKOIOTHYECKHiT Hay4uHbId neHTp um. H.H. bioxunay», Mockaa,
*IBOYBIIO «IIepBp1ii MOCKOBCKMI TOCYAAPCTBEHHBIN MEULIMHCKUN YHUBEPCUTET M.
N.M. CeuenoBa Munzapasa P®», Mocksa

[lenpr0 HACTOSALIETO HCCIEIOBAHUS SIBISETCS MOUCK UM (OPMUPOBAHUE CHUCTEMBI
MapKepOB METWIMPOBAHUSA OCTpOro MwuenougHoro uneikoza (OMJI) y nerei.
JIMarHOCTHUYECKUI MOTEHLHad abeppaHTHOrO0 METHJIMPOBAHUS MOXKET OBbITh HCIOJB30BaH
JUIsL OIIPENEIICHHUsS] OJHOTO M3 OCHOBHBIX NPOrHocTHYecKux kpurepueB OMII y nerenn —
MUHHMaJIbHOM ocTaTouHor Oonesnn (MOB), a tarxke s BeIsBiaeHUs noarunoB OMIJI,
00JafaomuX Pa3IMYHOM YYBCTBUTEJIBHOCTBIO K HCIOJNB3YEMBIM TEpaneBTHYECKUM
CXeMaM, B YaCTHOCTH, C PUMEHEHUEM SUTEHETUYECKUX MOTU(DUKATOPOB.

B uccnenoBanue BoBiedeHbl 00pa3lbl OMOJIOrMYECKOr0 MaTepuaia KOCTHOTO MO3ra
nagueHToB ¢ OMJI u noHOpckoro koctHoro Mosra. OmnpeneneHue aHOMaJIbHOIO
MetunupoBanusa JIHK npoBoauTes ¢ MCIOAb30BaHMEM METO/A HENPEAB3ATOIO CKPUHUHIA
muddepeHIMaIbHOIO  METUJIMPOBAHHUS ~ T€HOMOB  Ha  OCHOBE  aMIUIM(UKALMUU
WHTEPMETUIIMPOBAHHBIX CAUTOB, & TAKKE METUIYYBCTBUTEIBHOM U MeTU3aBucumon I111P.

B xonme wuccienoBaHus BBIABICHO 16 HOBBIX T€HOMHBIX JIOKYCOB, AaHOMAJbHO
MetunupoBaHHbix pu OMJI y nereit. 15 npunagnexat nmpomotopHbiM CpG-ocTpoBKam
reHoB, 1 - mexrenHoMmy CpG-octpoBky (7p21.1). IIpeanoxena cucrema u3 13 mapkepos
metunupoBanus JIHK, coorBercTByrommx mnpoMoTopHbIM obnactsimM reHoB EGFLAM,
RXRA, MAFA, TMEM176A/TMEM176B, KHSRP, TMEM200B, ABCG4, GSG1L, CLDN?7,
CXCL14, DLK2, AIFM3 u SOX8, ans onpenenenuss MOb nerckoro OMJL.

HccnenoBanue BBIIOMHEHO NTpH (hrHAHCOBOH noaepkke PODU B pamkax HayqyHOTO

npoekta Ne 14-04-32295 mon_a.
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COOpPHYK TE3NCOB YCTHBIX AOKI1G408

TEHO®OH/I HAPOJIOB IINPKYMKACIIMICKOI'O PETUOHA 11O JAHHBIM
Y-XPOMOCOMBI

Cxansxo P.A.
JlaGoparopus nonysiironHo# reHetrku yenoseka @PI'BHY « MI'HL»

Hupkymkacnuiickuii peruoH (tepputopus, okpyxkaromas Kacnmiickoe mope) co
BPEMEH MAJICOJIUTa HAXOJWJICA Ha IMEPECEYCHUU E€BPA3UNMCKUX MHUIPALUOHHBIX MOTOKOB.
JlaHHasi TeppUTOpUsS HaAceJEeHAa HapoJaMH, KOHTPACTHBIMM KaK 10  IPOUCXOKICHUIO
(3amagHOEBpa3Miickue W BOCTOYHOEBPA3HMICKUE), TaK M S3BIKOBOM NPHUHAJJIC)KHOCTH
(TIOPKOSI3BIUHBIC, MOHTOJIOSI3BIYHBIC I UPAHOS3BIYHBIC), a TAKKE apealy ooutanus (TOpHbIE
U CTENHbIE) U TFeHEeTHYECKUM XapakTepucThkaM. [lo3Tomy Hapoabl 3TOro peruoHa ObLIH
BOBJICUEHbl B MHTEHCUBHBIM MOTOK I'€HOB, MPOUCXOJMBIIMI KaK MEXJIYy HHMH, TaK U C
HaceJIeHUEM OKpyXarloumx peruoHoB EBpasuu. Hamu wu3yuensl mo Mapkepam Y-
XpOMOCOMBI  psii momymsituii gaHHoro peruoHa (N=750): TypkmeH (y30€KHCTaHCKUX,
CTaBPOIOJIbCKUX), azepOaimpkanneB (llarecrana, AsepOaiikaHa), KyMBIKOB, HOTaHIIEB
(cTaBpONONBCKHUX, KYOAHCKUX, KAPAHOTANIIEB), aCTPaXaHCKUX TaTap.

[Monynsumu  3anmagnoro Ilpukacnust (KyMbIkH, —a3epOaifjpKaHIIbl)  OKa3ajuCh
reHeThuuecku Onke K JpyruMm mnomymsanusMm Bocrounoro Kaskaza. Ilogpaspenenue
BBIOOPKM a3zepOaiikaHIIeB COIVIACHO apeally MX pacCeleHHs MOKa3aldu OTIMYUTETIbHBIC
0COOCHHOCTH, OJIHAKO I O0JIee TOUHON WHTEPIpETAuu TPeOyeTCsl YBETUYCHHE BHIOOPKHU
azepOai/pkaHiieB  AsepOaiikaHa, KOTOpbIe TMOMOJHAIOTCS B  HACTOSIIEE BpPEMS.
Kapanoraiiiipl e, HeCMOTpsi Ha CBOIO Teorpaduyeckyro OTAajJeHHOCTb OT CeBepHOro
IIpukacnuii, NPOAEMOHCTPUPOBAIM CXOJICTBO C MONYJALUAMHM JAaHHOTO PErHMOHa
(acTpaxaHckue TaTapbl U CTAaBPOIOJIbCKUE HOTAMIIBI) COTJIACHO 3THOIpapUuecKUM JaHHBIM.
AcTpaxaHCKue TaTapbl, BONPEKU JaHHBIM HCTOPUU MPOAEMOHCTPUPOBAIU HEKOTOPHIE
ornuuMs oT KaszaHCkux TaTap, a CTaBpOIIOJIbCKME HOTAWIBl OT JPYIMX JBYX TPyl
HoraiiieB. B renodoHe acTtpaxaHckux Tatap JOMUHUPYIOT ramtorpynmnel R1a, Cu J2, aB
reHodonae craBponoibckux HoraineB C, Rla u uyre menbine R1b. I'enernueckwmii
npodmib BYX Tpynn TypkMeH (Y30€KHMCTaHCKMX, CTaBPOIOJIBCKHUX) OKa3aJUCh PE3KO
OTAUYHBIMU JIpYT OT Jpyra (B TeHo(oHJEe TypkMeH Yy30eKucTaHa JTOMUHHUPYIOLIEH
okazasiacek rarmtorpynmna Q, a craBpononbckux TypkMeH — R1al), 4To BO3MOXKHO CBSA3aHO ¢
Pa3IMYHON POJOBOU CTPYKTYPOU IBYX IOIYJIALUN TYPKMEH.

Uccnenoranue nogaepsxano rpantamu POOU Nol14-06-31331 u PODU Nel3-06-
00670.
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COOpPHYK TE3NCOB YCTHBIX AOKI1G408

CO3JAHME TPOI'PAMMBbI HAPLOMATCH: BbISIBJIEHUE CXOJAHbIX
I'AIVIOTHUIIOB Y-XPOMOCOMBI U ITPOUCXOKJAEHUE JTOHCKUX KA3AKOB

Yyxpsiesa M.U., Armkosn A.T., Cxansaxo P.A.
Jlabopartopus nonynsiunonHoi reHetuk GI'BHY «MI'HL»

STR-rammoTumsl Y-XpoMOCOMBI IMUPOKO HCIIOJIB3YIOTCS BO BCEM MHpPE KaK BBICOKO
3¢ (GeKTUBHBIC TEHETUYECCKHE MapKephl MPH HW3YUYCHUH W TONMYJISALIUNA YelIOBEKa, W B
kpumuHanuctuueckon JIHK-skcmepruze. Ilpu 3Tom Hambosee ciiokHa 3a1ada CpaBHEHUS
TalyIOTUTIOB OTJICBHBIX WHAWBUIYYMOB, a TeM OoJiee IEJbIX MOIMYJSIHNA, - C OTPOMHBIM
MaCCHMBOM HAKOIUICHHBIX JaHHBIX O TramioTumnax. [I0CKOJIbKY HMMEIONIUECS MPOrpaMMbl
KpaifHe HECOBEPIICHHBI, HAMU pa3paboTaH ajJropuTM aHajau3a cxoiactBa STR ramioTumnos,
MPUTOIHBINA JUTS aHajM3a MacCOBBIX BBIOOPOK, W mporpamma Haplomatch, onpenensroras
TaluTOTHITBI, WICHTHYHBIC 33JaHHOMY HJIM JK€ OTJIMYAIONIMECs OT HEro Ha Jro0oe YUCIIo
MYTalMOHHBIX ImaroB. [Iporpamma paboTaeT B JBYX peXHMaxX: CpaBHEHUE WHIUBUIOB U
CpaBHEHHE mony/sauii. ['MOKOCTH mMporpaMMbl  (BO3MOXKHOCTH HCIOJIB30BaHHUS HE
BCTPOCHHOM, a 000N BHEIIHeW 0a3bl NaHHBIX), YAOOCTBO HCIIONB30BaHMS (paboTa C
npuBblYHbIME TabmuamMu MS Excel) u BO3MOXXHOCTH aHaiM3a TaIUIOTHIIOB JPYTUX
XpoMocoM (M Jaxe Jpyrux OHMOJIOTMYECKUX BHJOB) Je€NaeT €€ YIO0OHBIM MOIIHBIM
WHCTPYMEHTOM TOMYJISIIMOHHOW T€HETUKH, TCHEAJIOTHH W KPUMUHAIHUCTUKHU. [Iporpamma
Haplomatch pa3meniena B cBoboaHOM aocTyrie Ha HaimeM caiite (http://genofond.invint.net/
genofond.ru/default235ef.html?s=0&p=716).  IlokaxkeM  BO3MOXHOCTH  MPOTPAMMEI
Haplomatch npu n3y4eHun nporcxoxaeHUs JOHCKAX Ka3aKoB.

AHanu3 Haiel TmarenbHo coopanHoi BeiOOpku (N=131) xazakoB Bepxnero Jlona
BBISIBUJ 1O crekTpy STR-ramnoTumnoB Y-XpoMOCOMBI T€HETHUECKYIO OJIM30CTh Ka3aKoB C
BOCTOYHOCJIABSIHCKUMHU  MONYJSIUSAMHU  (FO)KHBIMA M LEHTPAJbHBIMU  PYCCKHMHU,
yKpauHcKkuMu). [Ipu 3TOM OCHOBHOWM MUTPAallMOHHBIA MOTOK I M3 COCEAHMX OO0IacTei:
BOCTOYHOW VYKpaWHbl U U3 IOKHBIX Yye3noB Poccun. Taxke oOHapyXeHO HeOOIbIIOe
FEHETUYECKOE BIIMSIHUE HOTAMIEB, BEPOSATHO CBSA3AHHO C MX BXOXJIECHHEM B Bolcko
JloHckoe B cocraBe TaTtapckoil mpocnoiku. CxoncrtBa ¢ Haponamu KaBkaza y IOHCKHX
Ka3aKOB He OOHapYXeHO. DTH JaHHbIE MOATBEPKAAIOT TaAK HA3bIBAEMYIO «MUTPALIMOHHYIO»
Teoputo (GOPMUPOBAHUS JOHCKOTO Ka3adecTBa — 3a CUET MUTPAIMii KOPEHHOTO PYCCKOTO H
YKPaWHCKOTO HAaCeJIeHUs, XOTS HE OTPHIIAI0T U BO3MOKHOCTh OTPAHUYEHHOTO BIIUSHUS
CTEIHBIX IMOIMYJISALHUHI B JIUIIE HOTAUIIEB.

OTMeTuM, 9YTO aHajauW3 CTOJb OONBIIMX MacCUBOB STR-rammoTumoB — s
pEKOHCTpyKIIMU reHooHIa Ka3akoB ucnoib30BaHo 3019 STR-ramnorumnos Y-XpoMocoOMBI
u3 15 monynsinumii 11 HapomoB EBpasun - okazancs BO3MOXKEH TOJIBKO Oaromapsi CO3JaHHON
Hamu niporpamme Haplomatch.

Uccnenosanue nonnepsxano rpanrom PH® 14-14-00827.
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