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OT3bIB BEAVIIEN OPI'AHN3A LU
BEAYLICH Opranusaium Ha AHCCEPTALMOHHYIO paboTy DHIHITIOBO] Hpunet Hukostacsipr
«HOMYJISILMOHHOE PABHOOBPA3UE 'EHOMHBIX KJ IACTEPOB I'lIYTATUOH-S
TPAHCOEPA3HBIX TEHORB YEJIOBEKA», HPCACTABICHHYIO Ha COMCKAHWE YYECHOM CTemeny

KaHamaara OMOJIOrHYCCKHUX Hayk 1o cnetansnocti 03.01.03 — «m OJIEKYISIpHAS GHOIOTH I

Huccepranus  dusnunmosoi Hpuunr Huxonaepup BEIMOJIHGHA B ak1yaibHOM HallpaBjieHHH
COBPEMCHHON  MOJIEKYIAPHON GHOTOrHH, 1 HOCBALICHA H3YYEHHIO 0coBeHHoCTe} CTPYKTYpbI
BAPUADEIBHOCTH reHOMa venopeka, [Ipenver wucenenopanus padoTel ~ aBa ywacTka reHoMa,
BIJIOHAIOIIMX B ¢eOsl KIIACTEPhl IeHOR ITYTaTHOH-S-TpaHcdepas, OTHOCIINUXCH K Kjaccam Mo
(M) n anbpa (A). T JIyTaTHOH-S-TpaHchepasbr (GSTs) saunmaror onmo us KJIFOYEBBIX MECT B
CHCTEMC  SQlIHTBI OPraHW3Ma OT TOKCHYECKOro BO3ACHCTBHS  DPA3IHUHEIX COENHHEHH, Mx
OOBEIMHACT  CHOCOBHOCT KaTaM3HPOBATL  peakluM  TNpHCOeAHHEHNS LIyTaTHOHA K
EKTPOPHIILHBIM HEHTpaM  o1ux  coequnenuii. Onnako CICHUMDHYHOCT  JTAHHBIX peaxkumni
HAOBOJILHO HH3Ka M OZHHM H Te ke PEAKIMH CHIOCOOHBI KaTallM3MPOBATHCS Cpasy HECKOJIbKHMH
bepmenrtamn, Dro 3ATPYIHSCT OLEHKY BKJIaa rnomaMopusma oTaensHLIX reHos GSTS. kak B
pHCK pZiRBlJI'I'HM ’ééi(’)()JIC‘RLHH'tI‘//L Tak " pﬁ‘?;ll(ll”fi ()p[“é’ifﬂ!'{.\ﬂ') Ha Te WJIn HHbLIC HCKZIDCTBCHYH)IE

[Ipenaparsl, U Tpedyer nouumanus OCOOEHHOCTEN UX B3AMMOOTHOLLCHHIY, B otom ortHOMIEHHN
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élB’I‘Op()EvI lIHCCCme.LHH OCYIICCTBIIEHA YCIenHast MOTIBITKA dHaJIM3a l'lOIIyJI}{UHOHI-IOﬁ
BAPHAOCIBHOCTH TOIMMOP(H3MA FeHOMHbIX PECTHOHOB JIBYX CAMBIX MPCACTABUTCIBHBIX KIACCOB
renoB GSTs: GSTA u GSTM. Ha ocHoBanuu MCCIICIOBAHUSL AJUICJILHOTO H TallIOTHIIHYECKOTO
pasHoodpasus KakIoro W3 PETHOHOB yeTaHoBeHa OJH30CTD [TapamMCcTpoB nmojaumopdusMa u
CXOICTBO HBOMIOLHOHHBIX TPACKTOPHH 060X YHIACTKOB TE€HOMA. A NMPUMEHHTEIBHO K LIMPOKO
BCTPEUAIOIEMYCst  1eJICLIHOHHOMY nomumopbuzmy  rena  GSTMI IPOJIEMOHCTPHPOBAHA
SABUCHMOCTD YaCTOThI BO3SHMKHOBEHHS JENELUH HTOTO IeHA OT OIpPEJE/ICHHBIX BAPHAHTOB €ro

FEHOMHOI'O OKPYIKEHHUSL.
Crpykrypa quccepraim

Huccepratmonnas  paGora ®wmnmosoii  W.H. usnoxkena  wa 101 crpanuune
MALIMHOMHCHOrO TEKCTA U ITOCTPOEHA 10 TPATMIHOHHOMY MIaHY, TO €CTh COCTOMT U3 BBEICHMS,
0030pa JIHTEPATYPHBIN HCTOYHUKOB, A TAKKE pasie1os «Marepuaibl n MeTOABD), «PesyinTaThiy,
«O0cyKaeHHEeY, «3aKTIOYCHHEY U «Bp1Bosb». Padora HpOHLITIOCTpUpoBana 11 pucynkamu u 14
Tadnmuuavu.  CIECOK  LUTHPOBAHHOMH JuTeparypbl  Biiodaer 181 wucrounnk. B paGore
IPAKTHHCCKH HCT ONEYaTOK, TEKCT JIMCCEPTALHH TIATENBHO BBIBepCeH. CTHIIL H3JI0KEHUS YeTKUI

U SICHBIH ¢ MHUHHUMaIBHBLIMU CTHIIEBLIMHU HOTPEHIHOCTAMH.
TCO[)C'I‘H‘ICCK&H H IMPAKTHYECKAS 3HAYHMOCTE

B cootserctBuu ¢ nanpasienuem NPOBEJICHHBIX UCCIIC/IOBAHUH B JIUTEPATYPHOM 0030pe
4BTOPOM JICTAILHO M CO 3HAHHEM JIeNla PACCMATPHBAIOTCS UMEIOMHECs JUTEpaTypHbIe JaHHEIE O
CTPOCHHUU U QYHKIUSAX FIYTATHOH-S-Tpachepaz, 06 ux Mecte B 001l CHCTeME MeTaboIHICCKUX
nyreit opranusma. Ocoboe MeCTo yaeISeTes OMHCAHHIO HOJIMMOP(U3MA FEHOB, €0 3HAYCHHS JUIs
BYHRIMOHTLHON arTHBHOCTH thepmenTon, a Taxae ¢ro CBIA3U © PHCKOM passuTu:g 3abonesanuil u
OCOOCHHOCTAMH  PasiiMUMAMU B PeakuMsX [aLHeHTOB Ha TC HIH HHBIE JICKAPCTBEHHDIC
BO3HCHCTBHA.  Oprannvuoil gacthio 0030pa CMOTPHTCS  [JIaBd, IOCBSLICHHAS PACCMOTPEHHIO
ROHICHIHH HEPABHOBECHS 10 CHEIUICHHIO H CBI3AHHBLIX C HUM [IPEJICTABICHUH 0 GJIOYHOMH
CTPYKType reHoMa u ramiorunax. OHa packpbiBaet [PEUMYIIEeCTRA aHa/In3a TATUIOTUIIOR HAaj
OTAC/bHBIMK - TIOJMMOP(U3MAMH,  [TOJIFOTABINBAS  YHTATeNs K BOCIPUATHIO  MaTepHald,

HOJYYCHHOIO CaMuM ABTOPOM H H3JIAraeMoro UM B riasax «P C3YJbTaTh» U ((OGC)’ KIICHHER.

B raase «Marepuannl u MeToms! McenenoBaHmsy NPEACTABICHBI METOMBI U TIOAXO/IbI,
HCTIOJIL30BAHHBIC B PA0OTE, HAYMHAS OT OILMCAHHS IPHHLMIIOB QopMHpPOBAHKS TONYISLHOHHBIX
BBIOOPOK /10 MBJIOKCHHS METOAOB AHATH3A AQHHBIX, [10JYYEHHBIX € HenonbsoBanuweM J{HK-
MEKPOUMNOB.  Bee onu  ommcansl ¢ fetanmsammell, J0CTATOUHON U8 HE3aBHCHMOTO

BOCHPOU3BEIICHUA 110/YUEHHBIX B paloTe pesyisTaros. B BLIOOPE U OITUCAHUN METOJIOB aHATH3A
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M 00paboTku JAHHBIX BHACH MPO(eCCHOHATHIM aBTOpa, OTpakaromui cBoGOLy €ro BrajeHMs

MaTCpHalIOM.

PesyabTaTer paGoTsl OTYCTIMBO JENSTCA Ha JBE HACTH. [Tepsast ee nososuna nocssueHa
H3YHCHHIO HATTEPHOB NOMNYJIAUHOHHON M3MEHYHBOCTH B KiacTepax renos GSTA u GSTM. B
CIYHAC  KOKLOrO M3 KIACcTEpPOB  QHATH3 CTPOMTCS 10  EAMHOM  CXeMe, BKIOHAIOMEH
HOCACAOBATCIIPHOE  CPABHCHHE AICABHBIX U TAVIOTHIMYECKHX HACTOT OXHOHYKICOTH/IHBIX
NOIMMOPQHBIX JIOKYCOB B TpeX MOMY/SHUAX PYCCKOIO HACEACHMS ¢ TAKOBBIMH B MOTYJISALHAX
npoekta HapMap: esponetickoi no npoucxoxnenso nonysimn CEU w3 aMEPHUKAHCKOro IITaTa
l07a, nomyasumil kuraiies, snonues § HurepHiUes. AHATH3 YACTOT BCTPEYACMOCTH asteneii
OTACTBLHBIX JIOKYCOB HE BBISBUI PA3IHUMi MEXK/ly eBPONEHCKUMH MOMYJSALHAMU, K KOTOPBIM
OTHOCATCA pycckne nonynsunyn u nonynanust CEU. B To ke Bpems oH nokazan CYLIECCTBEHHBIE
OTARTUA B PaCTpesC/ICHH YaCTOT MHHOPHBIX ajlleliell MEXK1y eBpOMecKHMH TOIYJISIHSAMH 1
nomyynuamu u3 Kutas, Snonnn u Hurepuu., Ouenka ypoBHS MeKITONYIALHOHHEIX BapHaluii
HACTOT ¢ MCNONB30BAHUEM MHICKCOB Qukcauuu Fgr ¢ mocnenyiomeit nx Busyanusaumed naa
OUCHD TOXOIKHE JUI KQKIOH M3 TPYII MapKepoB KapTHHBI B3AHMOPACTIONOKEH s IONYIIALMH: B
000X CIlyqastX B3sThIC B HCCJACAOBAHME [OMYIISLHH (bopMHpOBaIH TPH OTAENBHBIX KlacTepa, B
COCTAB KOTOPBIX BOULIH MONYNANHN OIM3KHE 10 TMPOUCXOKACHUIO. ONEHKA H3MEHYHBOCTH,
OCHOBAHHAS HA CPABHMTCILHOM AHAIM3E YaCTOT TalIOTHIOB, TAKKE TOKA3AIA OTCYTCTBHE
BOIPAKCHHBIX PA3IMYHH IIPH CPABHEHHM PYCCKMX MOMyJSuii Mesxk1y coGol 1 B mapax pycckue
nonyasunn — nonynauus CEU, n X Hanmmune B OCTILHBIX Mapax cpaBHeHHUsA. O/HAKO, €CM B
CIytae CpaBHeHHs PYCCKHX (eBPOTEHCKHX) MOMYSIU ¢ NONYAAIMSIME KHTAHIEB U SHOHICE
AOCTOBCPHBIC PAs/IMYHS MEXKIY [OMYIAUUAMH ObUIM BBIABICHBI 110 BCeM OJOKAM B OGOHX
ICJ'I&C')‘C{)&X I'etoBn., TO B cny4dasax Hux CpaBHeHP]ﬁ C HHI‘c?pHHuaMH HMEJI0 MECTO CXOICTBO
PACHPCACICHIA  TAIIOTHIIOB 10 HEKOTOPLIM  Grokam  00OMX  KiacTepoB. COBOKYIHOCTH
HOJYICHHBIX  IAQHHDBIX TO3BOJIMJIA ABTOPY ciuenarh (DyHAAMEHTAIBHBIN BBIBOL O CXOICTBE
JBOMIOLMOHHBIX TPACKTOPHH OTHX [BYX DACHOJNOKCHHBIX HA PA3HBIX XPOMOCOMAX Y4acTKax

eHomMa.

Bropas uacTh paGoThl  JEMOHCTPHPYET AOCTHIKEHHS aBTOpd, [OJYYEHHbIE IIpU
HCCICA0BANNE ICICUMOHHOTO NoauMopdu3Ma rera GSTMI B KOHTEKCTE BLISBICHHBIX [IATTEPHOB
nosmMoppusma xinacrepa GSTM. Hacyimocers aKTYAIBHOCTB 9TOr0 aHanusa o0ycloBlieHa
HHPOKOH BCTPEUACMOCTRIO Je/ELUH B NONYIAUUAX MHPA H ACCOLMMPYCMBIMU ¢ Heil pUCKaMH
PA3BHTHL LICIIOTO Psiia NAaTOAOTHYECKUX COCTOAHME, JlUIst BBIICHEHUS BOMIPOCA O TOM, BIMSET JIH
ICHOMHOT  OKpyKeHue Ha Haindue (OTCYTCTBHE) JETELHH, aBTOPOM ObLI HPOBEAEH LUK

CD&BHC’HHI\& HacToT BCTPEYACMOCTH OTACABHBIX TaIlJIOTHIIOB B Pa3/IMYHBIX IO CTPYKTYpE H
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AUCICHROCTH TPYNIAX WHAMBUAYYMOB. [TpoBesennbii anajus paclipe/iesieHuil ranjoTuos 1o
BCEM TaIlIOONOKAM BO BCEX BOIMOKHBIX HapaX CpaBHCHMS IIPOJCMOHCTPHPOBAT — HATHYME
SHAYHTCILHBIX PA3NIMYHHA B YAaCTOTAX BCTPEYAEMOCTH IaILIOTHIIOR MEXKAY I'PYIIOH FOMO3HIOT MO
ACHCHHA W JIBYMS OCTAILHLIMH  TPYIITIaMy HHHBHYyMOB.  OGHApyKeHne THX pasiHHuil
HOSBOMIAO aBTOpY 060CHOBAHHO cdopmympoBaTh IPEANOIOKCHHE O TIPEAIOYTHTENBHOCTH
BOSHUKHOBCHHS JCNICUMM B ONPEC/ICHHBIX BAPUAHTAX I[CHOMHOIO OKpysKeHus. BeiapieHnas
B3AUMOCBS3b HMCCT HE TOJIBKO (DYHIAMEHTAIBHOE (Teopernyeckoe) 3nauenue. [Ipaktuyeckas
3HAYUMOCTh 1aHHOH HAXOIKH MOKET GBbITh CBS3aHA C pekomenaanueit yuera (HeoOX0AUMOCTEIO
IPUHATHS BO BHHMAaHHC) OCOOCHHOCTCH TarIOTHIIHYCCKOl CTPYKTYPBL I'¢HOB Kiactepa GSTM
IpH IIPOBC/ICHUN  ACCOLMATHBHBIX  HCCICAOBAHHN ¢ HCITONIL30BAHHEM  JICNICIIHOHHOTO

nosmmopdusma rea GSTM] .
Hayunas nosusua

B pesynbrare Bpinosnenus AUCCEPTALMOHHOH paboThl M.H. ®ununmosoii BIICPBBIC
OCYLICCTBIICH KOMILICKCHBIH AHANU3 CTPYKTYPEI MONYTAUHOHHOTO MOIMMOPQH3MA JIBYX Y4ACTKOB
TCHOMA YCNOBCKA, BKIIOYAIOIIMX KIACTEPHI IEHOB PILyTaTHOH-S-TpaHcdepas, OTHOCSIUUXCSH K
Kiaccam mio (M) u anbda (A). [ponemoncrpuposana Giansocts ero X4pAKTEPUCTHK B 000MX
HCC/ICNOBAHHBIX pernonax. Brepsuie npojiemoncTpuposana KOppeJisilis MexKLy nenenuel rexa
GSTMI wn pacnipenenenvem uactor TarioTninos B knacrepe renos (GSTM, ykaswsisaronas mHa
BOSMOXHOCTD  [IPE/IIOYTHTENLHONO  BO3HHKHOBEHUS JIeNelHH B ONpPEJICNIEHHBIX BapHaHTax
TEHOMHOTO OKPVIKEHHUS.

3ameuanust k padore

I3 OINMUCAHHHN CTATHCTUYUCCKMX MCTOIOB aHaJiusa U'I‘U}'"I‘C'I'H)’IO'I‘ yYKasanuvusa Ha HNPHYHUHDBI
BLIOOpA B KauecTse NOporoBoil s OOBEIMHEHHS OTACIBLHBIX NOJIUMOPPHU3MOB B ran10610ku
BCJIHUMHBL  [IOKA3ATE/s HEPABHOBECHS 110  CLEMUeHHio D' paBuoit  0.7. Tlpu wusnoxennn
PE3YJILTATOB CPABHHTEILHOIO aHAIN3A YACTOT BCTPEUAEMOCTH TaIUIOTHIIOR B napax nonyJsiui
dBTOP FOBOPHT O JIOCTOBEPHBIX PABIHYNAX MEX Iy CBPONCHCKIMH HOMYIISIIHAME U TOMY/IALHIME
KHTaHUeB U SIIOHUEB. B T0 e BpeMst B TaBIHUHBIX JAHHBIX 9TH I10KA3aTCJIH NPHBOMSTCH JIMIID

A PYCCKHX HOMYJALUE (OTCYTCTBYIOT JUIS MOMYJISILIHU CEU).
Brickazanneie  3aMeuanus  HOCHT HaCTHBIM  Xapaktep M He yMangoT  obuei
HOJIOKUTENTLHOH OUEeHKH JMUCCEPTALMOHHON padoTEl.
3arinogeHue

I OABOJS HTOI BCeM Y BBILICCKA3aHHO MY, MOHO 3arK/IOYHUTHL, 4YTO JuccepralonHas

pabora M.H. ®uaunnopoii spigercs OPUIHHANIBHBEIM JKCICPUMEHTATBHLIM HCCIIEAOBAHMEM HAa
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AKTYUIBHYIO TEMY. BBIITOJHEHHBIM HA BBICOKOM METOJIHUYCCKOM M TECOPETHYCCKOM YPOBHEC, H
HMCIOIIEM HCCOMHCHHOC (1)}’1-];1121)\18%1'!‘3,?1})?{()0 U TpHKIIAIHOC 3HAYCHHC. HOH)’"&CHHMC B paMKax
paﬁoTbi pe3yjabTarhl  AOCTATOYHO  [OJIHO  NPEJICTABICHBl B BbINICIIINX 1“[}’6]11/1}(311.{}‘[5{}(‘

ABTopedepaT XOpoIo OTpaXkKaeT CoAepIKaHue JUCCepTalllH.

Cunraro, 4YTO JAHCCePTALMOHHAs paboTa MO aKTYAIBHOCTH, O00LEMY BBIIOJHECHHBIX
HCC/ICOBAHMI, METOAMYECKOMY YPOBHIO. HAYYHOH HOBHM3HE M IPAKTHYECKOH 3HAYMMOCTH
OJIHOCTBIO OTBEeYaeT TpeboBaHusAM NyHKTa 9 «[lojokeHus O NMPUCYIKICHUN YYCHBIX CTCHEHEH
BAK P®, yreepxaenunix nocranosnenueM [Ipasutenscra PO Ne842 ot 24 cenrsabps 2013 r., a
ee aprop, M.H. ®uumnnosa, Ge3yclioBHO, 3aciyKUBacT NPUCYIKICHHS €Hd HMCKOMON y4eHOMH
CTENeHn Kamauaata OHoOJorMueckux Hayk no cnendansHoctd 03.01.03 — monexynsipHas
Ouonorus.

Or3piB 3aciymian, o0CykaAeH M 000peH Ha 3acelaHu nabopaTOpPHU HEHPOrCHETHKH U
ICHETHKH  paszBuTus  (DeiepalbHOr0  rocylapcTBEHHOIO  OIODKETHOTO  YUPeIKACHHS HAyKH

Mueruryra Ononorun rena Poceuiickoit akamemuu nayxk «13» mas 2015 r.

[laBnosa ["anuua Banepuesna
3aBeyrowast tabopatopueil HeliporeHeTHKN
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