OT3BIB
OHLMATBHOIO OMMOHeHTa Ha AHCCEPTALMOHHYIO paboTy OUIHNNOBO] Wpunsr Hukonaesns
Ha TeMy: «Ilonmynaumonnoe Pa3Ho00pa3ne reHoMHbIX KJIaCTepPOB ITyTaTHOH-S TpaHChepasHEIX reHoB
YeJloBeKay,
MPENCTABICHHYIO HA COMCKAHHE YYeHOM CTerenH KaHI1zaata Guonoruyeckux Hayk
1o cneunaneHoctr 03.01.03 — MOJIEKYIIpHast OHOJIOTHS.

Yray6ieHHoe KommiekcHoe M3YYCHUE reHeTHYEeCKO BapHaGenbHOCTH Pa3IMYHBIX BHIOB KHUBEIX
OPTaHU3MOB, a MPEX/E BCEro YeToBeKa, cTao OIHHM 13 OCHOBHBIX MUPOBBIX TPEHIOB MOJIEKY IIPHO-
Guonornyecknx ncenenosanuii MOCTreHOMHEIH NMepUOA pa3BUTHS HayKH. CoBpemennas
METOROJI0OrHYecKas 6a3a UcciieJ0BaHMUI BHYTPHBHIOBOH BapHabelbHOCTH OCHOBEIBAETCS Ha
HCTIOIb30BAHUH TEXHOJIOTHYECKUX nnathopM KpynHoMacmrabHoro cekBeHnpoBanus JTHK MeTomamu
HOBOT'O MOKOJICHHS! W/WJTH CHCTEM KONMYeCTBEHHOM ACTEKLMH MONMMOP(HHBIX MONEKY IAPHO-
TCHETHYECKNX MapKepoB B HccleqyeMbIx obpasuax reHomuoit IHK., Hcnons3osanue takux
TEXHOJIOTHH NMpeI0NpeeNIeT KaYecTBEHHO HORKI YPOBEHb COBPEMEHHEIX HCCIIEA0BAHUI BO MHOIHX
obnacTsx, BKmoyas, B TEPBYIO OYepeb, NOMYIAUHOHHYIO 1 MEAMLHMHCKYTO reHeTHKy. [luccepraums
WU.H. ®umunnoroit mocssmena CPaBHHUTEJIEHOMY aHaIlH3y reHeTHYeCKO BapuabeNbHOCT Tpex
POCCHHCKUX Monynauumii B JIOKyCaX reHOMa, KOJAMPYIOLIMX KOMIIOHEHTBI CHCTEMb] JAeTOKCHKauuu. Ha
MYTH K IOCTHXKEHUFO TIOCTABICHHOMN IeJTH MCCTICIOBAHMS aBTOP MPUMEHSIET HauGoee COBpPEMEHHEIE
METOMbI aHAJIN3a M COYETAET pelueHHe HaYHHEIX 331184, HMEIOLIMX IPUOPUTETHOE 3HAYEHTE JUTST
NajIbHeHIIEero pa3sBUTHS Kak MOMYyIAUHOHHOH, TaK U MEAMLMHCKOM reHeTHKU. Takim obpasom,
aKTYaJILHOCTD BHIOPaHHOM TeMaTHKH HCCenoBaHmii HE BBI3EIBA€T HUKAKHX COMHEHHIA,
lpencraBnennas k sammre AuccepraunonHas pabora U.H. ®ununmosoi CYMMHpYET U
00061maeT pesynpraThl HCClleNoBaHuI aBTOpa, OMyGIHKOBAHHEE B BUJIC TPEX OPUIMHAIBHBIX CTaTeli B
MEKIYHAPOIHEIX PeHTHHTOBEIX HayYHEIX KypHanax. Jluccepraunonnas pa6ota nanosxena Ha 108
CTpaHHMUAX, NpounmocTpupoBana 14 tabnuuamu u 11 PHCYHKaMH, COOEpUT criucok 181
UHTHPOBAHHEIX HCTOYHHKOB, BKITFOYAIOIIHX HaunboJlee 3HaUHTe TEHEIe Hay4HbIe 0630pEI 1
OPHWTMHAJIBHEIE CTATBHH 10 TeMe AnccepTaumu. Pykonuck aguccepraumu cocrasnena & MOJTHOM
COOTBETCTBUH ¢ ICHCTBYIOIUMMU TPeGOBAHUAMH Muno6prayku Poccuu u Bkmouaer paciipeHHoe
BBC/ICHHE; pas/ieNl «MaTepHatEl U METOIBI»: MHOTO4aCTHYIO TJ1aBy, B KOTOPOH MPeACTaBICHEL
PE3YIIBTaTEI COGCTBEHHEIX MCCITeNOBAHHIA TFalIoTHITHYECKOTO pasHOOOpasus B AByx GST nokycax
TCHOMa Ye/IOBeKa; OTAENbHYIO raBy 06Cy)IEHHS MOTyYeHHBIX aBTOPOM DE3YINIbTATOB; 3aKIIIOUYEHHE,
BBIBOJIBI M CIIUCOK LIMTHPOBAHHOM JUTEPATYPEI.
B koMnakTHoM BBeneHuu aBTOp apryMeHTHPOBaHO 060CHOBBIBAET BLIGOP TEMEI CBOETO Hcc e 0BaH s
W YETKO QOpMYJTHpYeT ee Lenb i 3anaun. Kpatkoe oGcysxnenne Bo3smosknoit Hay4YHO-TIpaKTHYECKO M
SHAYMMOCTH OCHOBHEIX Pe3ybTaTOB JOIMYHO MPEABAPSET CMIUCOK MOOKEHMH, BEIHOCHMEIX Ha
3auTy. I'nasa «anrepatypHprii 0030p» pa3buTta aBTOPOM Ha aBe B3aMMOCBA3aHHEIe uacTH. B neppoii
3 HUX JI0CTaTOYHO MoapoGHo pa3obpaHs! coBpeMeHHEIe TMPEACTaBICHHUS O CTPYKTYPHBIX

OCOOCHHOCTSIX KJIacTepoB TITYyTaTHOH-S TpaHCchepasHbIX reHOB, CBOCOOPA3UHN perynsuum ux



aKTUBHOCTH U QYHKLIMOHANBHOI posn TMPOAYKTOB 5THX I'€HOB B Pa3/IMYHEIX TKAHAX OPraHU3Ma
HeJoBeKa. Dta yacTh 0630pa XopoLwo 060CHOBEBAET BbIGOp 00BEKTA HCCie0BaHMii aBTopa. Bropas
HaCThb MOCBSLIEHA aHAJIU3Y CYILECTBYIOIIMH JaHHbIX O nonuMopu3me BLIGPaHHBIX TOKYCOB reHoMa.
I1posenen, Takxke, moxpoGHEIii pasbop SKCrepUMeHTANBHEIX 1 OronHpopMaTHIECKHX MeTOTOB
TOMy IALMOHHO-TEHETHYECKOTO aHANM3a, LIESIOM, H METOJI0B OLCHKH ypOBHS MOIMMOpQH3Ma B
M30paHHBIX JIOKYCaX, B YaCTHOCTH. Komnownogka, conepxanue 0030pa NUTepaTypsl 1 CTUID
00CYKIEHHs HayIHBIX TTyGIUKAIHix MOTYT XapaKTepU30BaTh aBTOpPa Kak BLYMUYHBOTO HCCIIEI0BATES
¢ I0CTATO4YHO BBICOKMM YPOBHEM TEOPETHHECKOH MOATOTOBKH. [1apa «MaTepuansl U METOLBI
KOMIMaKTHa 1Mo o6beMy 1 BecbMa BIIeYaTISIONMA 110 COACPKAHHUIO: IETANILHO OXapaKTepH30BAHEI
HCCIIENyeMBIC TOMYIALMOHHEIE BEIGOPKH, TPHBEEH WHPOKUH KPYT MOJIEKY IApHO-GHOTOrHYeCKIX
METOAMK, METOZIOB CTATUCTHYECKOH 06paGoTKU 1 6ronndopmat-yeckoro aHanusa. TIaTeNbHOCTE
noa6opa aBTOPOM METOAHYECKUX TIPHEMOB BO MHOTOM TIpeOTIpeIENTHIIa HaleKHOCTE MOJTyYeHHBIX
PE3YIIBTaTOB U CTPOTYIO TOCTOBEPHOCTD HX MHTEPIIPUTaUMK. [IBe MOCe Iy owmpe rIaBsl 0TBeIeHEI
H3MOKEHHIO MOy YEHHBIX aBTOPOM Pe3yJTbTATOB HCCIENOBAHUS H HX obeysxnenuto. Cpenn Hanbosee
SHAYUTEIIBHEIX JOCTHXKEHHMI ClleyeT OTMETUTE OTKPBITHE CEPHH TarIo0I0KOB OXHOHYKITEOTHIHBIX
3aMeH (SNP) 8 GSTA u GSTM JIOKyCax W CpaBHUTE/bHBIN aHaJIM3 NPEACTaBIEHHOCTD STHX
ranjo0I0KOB B reHOMax NpeaCcTaBUTe el PA3NIMIHEIX TIOMY IALMH, BKITOYast TPU POCCHICKMX
nonynauuu. HecoMHeHHEI# nHTepec npeacTasior BBISIBJIEHHBIE aBTOPOM CXOJICTBA COCTABA U
PacrpoCTpaHEHHOCTH HEKOTOPLIX rario6I0KOB B POCCHHACKMX ¥ HUrepUICKOM Moy asumsIX.
OuenuBas, B uenoM, 06BeM TPEACTABICHHBIX PE3YIITATOB, KAYECTBO UX AHANN3A M TIIATEIEHOCTE
obcyxkeHus, cnenyer MOMEPKHYTE CTPOTYIO 0G0CHOBAHHOCTB BCEX HAYHHBIX TIOJIOKEHMIHA,
BBIABMHYTEIX K 3alMTe, U aGCOIOTHYIO KOPPEKTHOCTD chopMyIHPOBaHHBIX MO pesynbTaTam
AWCCEPTALMOHHON pabOTEl BEIBOIOB.

3aMeuyeHHBIC HEIOCTATKH paboTEl BKJIFOYAFOT:

1) B paznene Matepuansr u Meroner Betpeuarores ANCCOHMPYIOWIHME C JOCTATOYHO MOAPOGHEIM
H37I0KEHUEM OOJIBLUMHCTBA METONMK YITyLIeH s CYWECTBEHHBIX feTaneit. Tak, npu onucanuu
yenosuit mposenenust ITLP (ctp. 41-42) ne ykazaHa ucnonb3yemast Tag-nonnumepasa u e TIPUBECHBI
€€ XapaKTEPUCTHKH (TOUHOCTB, MPOLECCUBHOCTD U T.1.). ITpu onucanun meronon
GronndopmartHyeckoro anammza u CTaTHCTHYECKOH 06paboTKM pe3ymbTaTos (ctp. 44-46) npusenen
BMCYATIIATOLIE WHPOKUH CIIHCOK MAKETOB TPOrpaMmm 1 APYToro Mart. o6ecreyeHus, Ho Jaxe He
YNOMHWHAIOTCS 3HAYE€HUS HACTPaUBaEeMBIX ftapameTpoB nporpamm GraphPad InStat, Haploview,
STATISTICA u np.

2) He Beerna onpasaarHoi BEITIsguT TaKOHUHAs MaHepa BEIGOPOYHOTO MpenCTaBIIeHUS HEKOTOPBIX
TPy MONyYeHHBIX pe3ynbratos. Hampuwmep, ACMOHCTPALIMIO PE3YNbTATOB TIOUCKA MATTEPHOB
HEPABHOBECHS 110 CLETLIEHHIO 1 BBIABIEHHS MAMIOBIOKOB He CTOUT OTPaHHYMBATE IPHUMEPOM IS

OZIHOH M3 TpeX McCIeNyeMBbIX MOITy NSLHiA.



3ameuaHwii o comepxkanmio AMCCEPTALIHOHHON PabOTEI, HOBH3HE MOy YeHHBIX aBTOPOM pPe3yJIbTATOB,
KOPPEKTHOCTH 1 000CHOBaHHOCTH BEIBOIOM Y MeHs HeT. OTMe4eHHbIe BEIIE HEAOCTATKH KACAKOTCS
HCKIFOUHTENIEHO CTHIIS OOPMIICHHS IMCCEpTaLMM H He MOTYT CHH3UTB 3aCiTyXKEHHO BBICOKOH 06wieii

OLIEHKH paboTEHI.

Ha ocnoBanuu Belmensnoxennoro CUHATAlO, YTO HCCepTalHOHHAs paboTa OUIHIIOBOlH Hpuner
Hukonaesus! «Ilonynsunonnoe PasHooOpaske reHOMHBIX KIIacTepos IJIyTaTHOH-S TpaHcepasHbIX
I'CHOB Y€JIOBEKa» SABJIACTCS OPHTHHAIBHOMN Hay4YHO-KBAIH(PHKALIHOHHOM pabotoit, koTopas 1o
AKTYAJIHOCTH TEMBI IPOBEACHHBIX HCCIIENIOBAHMIE, BEICOKOH HayYHOH 3HAYHMOCTH I10J1yYEHHBIX
Pe3yJbTaToB, 0G0CHOBAHHOCTH BBIBOLOB MOJHOCTHIO COOTBETCTBYET BCeM TpeGOBaHHUsIM,
MPEABABIACMBIX K IMCCEPTALHAM HA COUCKAHHE YUeHOH CTeleHH KaHauJara GHOJIOrHYeCKHX HayK, U
kputepusm 1.9 «Ilonoxkenus o npucyxaenun YACHBIX CTCIIEHeH», yTBepxaennoro [TocTanopennem
Ne 842 npasutenscrsa PO or 24 centsdps 2013r., a aBrop AUCCEPTAUHOHHOM paboThl — ununmnosa
Wpuna Hukonaepna — 3aCIyXHBACT NIPUCYXKAEHUS YUCHOH CTENEHH KAHIUIaTa Onosornueckux Hayk

1o cneuunanbrocth 03.01.03 - Monekynsapras 6uonorus.
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