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Be/ylleH OPraHnu3alHuH o Hayiﬁrotﬂpai%ijuqecmii 3HAYHMOCTH
nuccepTannonHoi paborsl bakanosoi Mapuubl JleoHH10BHBI Ha Temy:
«M3yuenne MOJIEKY/ISPHO-TEHETHYECKUX M IIHTOreHETHYECKHX (PAKTOPOB
PHCKA PAa3BUTHS A1€HOKAPLHHOMBI JIETKOI0», IPEICTABIEHHONH HA COHCKAHNE
Y4YeHOM CTeNeHH KaHAM1aTa OHOIOTHYEeCKHX HAYK N0 CNeNHAJIbHOCTH

03.02.07 — reneTHKA

AKTYaJIbHOCTh T€MbI HCC/I€I0BAHUA

BbicOKas aKkTyalbHOCTh TeMbl OeccriopHa M 00yCIOBjJEHa TeM, YTO pak
JETKOr0 3aHMMAeT JMAMPYIOIME MO3MLMH 1o 3a007€BaCMOCTH MW CMEPTHOCTH.
Takke OHa ONpECIEHA HU3KOH BOCIIPOH3BOAHMOCTBIO PE3yIbTaToB B 001aCTH
MOJIEKY/IAPHO-TEHETHUECKHX MCCIIEI0BAHNI OHKOJIOTHYECKHX 3a00JICBAHUH, B TOM
quce paKka JIerkoro, uTo MOET ObITb CBS3aHO C  YPE3BBIYAIHON
BapHabeIbHOCTBIO PAKOBBIX OMYXO/eH, MHOrooOpasHem JACHCTBYIOWIMX (PAKTOPOB
Cpeabl, PpacoBBIMH M JTHHYECKMMM  OCOOCHHOCTAMH, C reHeTHUEeCKOH
reTepPOTCHHOCTBIO MOMYJIALHH, ¢ OCOOEHHOCTAMH TCH-TEHHBIX M I'CH-CPEIOBbIX
B3auMoeiicTBHi. [eTeporeHHOCTh paka Jerkoro, TpedyeT WHIWBHAYaJIbHOIO
MO/1X0/1a B €ro ucciegoBaHusax. OIHUM U3 €r0 OCHOBHBIX I'MCTOJIOTHYECKHUX THUIIOB
SIBISICTCS aJIeHOKAPLMHOMA Jerkoro. K HacTosIleMy BpeMeHH HAKOMIICH 0O0JIbIIOH

00beM MH(OpPMALKKM [0 OMYXOJIEBBIM MapKepam aJCHOKapIHHOMbI JIETKOTO,
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MHOTME M3 KOTOPBIX YXe  SIBISIOTCS  YacThl0  JUArHOCTUYECKOro  H
TepaneBTHUECKOro oOcne/0BaHUAsA = MALUEHTOB, 0COOEHHOCTH Ke
HeTPaHC(HOPMHUPOBAHHBIX KJIETOK OHKOJIOIHYECKHX GOBHBIX H3Y4eHbI C1a00.

B 9TOM M1aHe aKTyalbHOCTb AMCCEPTALIHOHHOTO Hecilea0Banus bakanoBo#
Mapunbl JIeOHHIOBHBI, KOTOPOE CTaBUT LEJb H3YYCHHE CIEKTPAa I€HETHYECKUX
BAPHAHTOB B  TeHAX, KOAMpylomuX  (epmeHTbl  OuOTpaHchOpMaLKH
kcenobroTnkoB, penapauuu JIHK, KOHTpoms KJIETOYHOIO LMK M arornTosa,
TpaHCMEMOPAHHOIO PELENTOpa CEMEHCTBA PELCNTOPHBIX THPO3HHKHHA3 ErbB,
TeJOMepasHoii  OOpaTHOW  TPAHCKPHNTA3bl, a  TaKkKe  XPOMOCOMHOH
HecTaOWILHOCTH M JUIMHBI TeJIOMEp B KJIETKaxX nepu(epHYecKod KpOBH Y
GOJBHBIX AJEHOKAPIMHOMOH JIETKOTO B YCJIOBHSX JCHCTBUS TPHUITEPHBIX
(hakTOpOB Cpe/ibl, HE BbI3bIBAET COMHEHHH.

Hay4Hasi HOBH3HA MCC/I€10BaHUs, M0JYYE€HHbIX
pPe3yJIbTATOB H BLIBOJOB

B xone npoBeaeHHOrO IMCCEPTALMOHHOIO MCCIIeIOBAHMS MOJYHYEHbl HOBBIC
JaHHBbIE, HMMeEoIHe KaK (YHJIaMEHTaJIbHOE 3HA4YeHHE, TaK M [PAKTHYECKYIO
3HAYUMOCTb. [10TyUEHB! JAHHbIE O YACTOTAX asnesieii U FeHOTHIIOB MOIMMOP(HBIX
BAPHAHTOB TEHOB, KOAMPYIOIIMX (epMeHTh OHOTpaHCHOpMauuu KCEHOOHOTHKOB,
penapain JIHK, KOHTpOJIS KJIETOMHOTO HMKJ M anonrosa, TpaHCMeMOpaHHOTro
pelenTopa cemeiicTBa peLENTOpHbIX THpo3uHkMHa3 ErbB,  TenomepasHoi
06paTHON  TPaHCKpUNTashbl B  OTHUYECKOH  rpynne  pyccKMX — OOJIbHbBIX
aJICHOKAPLMHOMOI  Jlerkoro, — npoxusaommx B Kemeposekoi  obnacti.
YcTaHoBleHa accolanus monuMopduoro sapuanta rena XPD (ERCC2) rs13181
C pa3BHUTHEM aJIeHOKApUMHOMBI jerkoro. OmpejeneHbl 3HaYHMMBIE T'€H-CPEI10BbIC
BlauMozieiicTBus. BbIABIEHb TEHETHYECKHE MapKephl [MOBBILICHHOIO pPHCKa
MaHH(ECTallMK AJCHOKAPLIMHOMBI JIEKOTO B 3pPEJIOM BO3pacTe, y MYK4YHH, Y
JKeHIMH, Ha no3auux craauax (I11-1V) 3aboneBanus, y 00JbHBIX C METACTA3aMH.

B kymstype  ammdountoB  nepudepHuecKoil  KpoBH  OOJIBHBIX
AZICHOKAPLIMHOMOM  JIErkoro ObLIO OOHAPYXKEHO HAKOIIEHWE [OBPEKICHUH

XpOMOCOM  Bblllle  ()OHOBOTO PErMOHANBLHOIO ypoBHS  (MOBbILIECHA 4acTOTA
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abGeppaiuii XpOMOCOMHOIO ¥ XpOMATHIHOIO THIIOB) U BIEPBbIE 3aPETHCTPHPOBAH
dbenomen rogue cells (KJICTKH ¢ MHOKECTBEHHbIMH abeppalsiMi XpOMOCOMHOIO
tina). [1poBejieH aHaIN3 POJIH MEKICHHBIX B3aHMOIEHCTBHI pu HOPMHPOBAHHH
HACJIEICTBEHHOH  IPEApACIOIOKEHHOCTH K @JCHOKapUMHOME  JIETKOTo W
(GOpPMHPOBAHHK BBICOKOTO YPOBHS XPOMOCOMHBIX abeppari. [Tpounsseneno
onpejesieHHe OTHOCHTE/IBHON JIIMHBI TEJIOMEp B JICHKOLUMTAX nepudepuyecKoH

KpOBH y sxuTenei 3ananHoi CHOupH, 60IbHBIX 8/1€HOKapLUHHOMOH JIETKOro.

CTpPYKTYpa H cojiep/KaHHe JHCCePTALHOHHOM PadoThi

Jlucceprauus wu3/oxkeHa Ha 249  cTpaHMIax MalIHHOMHCHOrO TEKCTa,
MOCTPOEHA 0 TPAJAHIHOHHON CXEME W COCTOMT W3 BBEICHMS, TPEX T/IaB («O030p
JUTEpaTyphl», «Marepuansl W METOIbl MCCIeNoBaHus», «PesynpTaTel H
00CYK/ICHUEY), 3aKIYEHHUS, BBIBOJOB, MEPCNEKTHBOB JlaJIbHEHIeH pa3pabdoTKH
TeMbl, MPAKTMYECKMX PEKOMEHJALMil, CIHMCKAa COKPALICHMA M  yCIOBHBIX
06b3ﬂaqeﬂl«1ifi, CIIMCKA JIMTEPaTyphbl ¥ npuiokeHuit. Pabora comepxut 17 Tadmu,
33 puCyHKa U NPUJIOKEHHS.

Jns 0OOCHOBAaHMSA AKTYalbHOCTH MCCIICI0OBAaHHsA, 0030pa JIUTEPaTyphbl 110
BBIODAHHOH TeMe JMCCepTALMOHHOM paboThl M OOCYXKACHHMA [OJIYYCHHBIX
pPEe3yJIbTATOB, ABTOPOM TIPUBJIEUCHbI MyGIMKALMH OTEHECTBEHHBIX (24 paboThl) H
sapybOexkubix (461 pabora) mccienosateneil. B pamkax TeMmbl AMCCEpTaLMH
MpoaHaIn3upoBansl oubmorpadguueckue ucrounuku 1o 2020 roaa.

Bo BBeaeHHH 00OCHOBBIBAETCS AKTYaJIbHOCTh MCCICAOBAHUA, MPHUBOAATCA
JIAHHbIE O CTENEHHN pa3paboTaHHOCTH NPObIEMBL; (GOPMYIHPYIOTCs Leilb 1 6 3anay
MCCIIC/I0BAHNUA; €€ HayuyHas HOBM3HA; TEOPETHYECKAs U MPAKTHUYECKAs 3HAYUMOCTD
paBOThl; OTPa’KeHbl METOMOJIOTHS M METOMAbl MCCJE10BaHMs: C(HOPMYIHPOBAHEI
MOJMOKEHUSA, BBIHOCHMBIE HA  3aIIUTY; O0OOCHOBBIBACTCS  JIOCTOBEPHOCTb
WCClIel0BaHusl, NPUBOANTCS HHBopManus 00 anpodalny pe3y/IbTaToB M JIMMHOM
y4aCTHM  aBTOpa; O  COOTBETCTBMH  JIHCCEPTALMH  TACTOPTy Hay4HOi
CHELMATBHOCTH; O CTPYKType U oObeme paborel. HaydHblie pesynbTaTbl CBOCTO

nHccepTanMonHoro ucenegoBanns bakawopa Mapuna JleoHn10BHA aKTUBHO




BBIHOCHJIA HA OOCYXKI€HHe Hay4HOH OOIIECTBEHHOCTH, B TOM 4YHC/IE€ B BHIC
JOK/IAaZ0B (TE3UCOB) HA OTEYECTBEHHBIX W 3apyOEKHBIX KOHMEPEHUMAX M
nyOiMKauusx.

ImaBa «QO030p JuTEpaTypbl» HalNKMCaHa TrPaMOTHBIM JHTEPATYPHLIM
S3bIKOM, OCBCILEHBI BCE aCMeKThl [0 TEMATHKE HCCJICAOBAHUS: NPHBOAUTCH
nHbopManus o (akTopax pHCKa, MATOTEHE3e W KIACCH(UKALMM paka JIErkoro;
PACCMATPUBAIOTCS ~ PE3YIBTATBl  MOJIEKYJIAPHO-TEHETHYECKHX — MCCIIC0BaHMHA,
MCHOJIB3YIOMIMX — Pa3jiuHble  MOAXOAbI  JUIs  TOWCKAa  TCHCTHYCCKHX M
SMUTCHETUYECKUX  HM3MEHEHHMI, BOBIEYEHHBIX B MPOLECC KAHUEPOI'CHE3d.
Heo6Xx0auMO OTMETHTBH, YTO aBTOpP IMIPOBEJI 3HAYMTENIBHYH AHATUTHYECKYIO
paboty ¢ OOJBIIMM YHMCIOM MYOJMKAIKH, KOTOPbIE BKIKOYEHBI B CIIHCOK
LUMTHPOBAHHON NMTEpaTypbl, BKIO4as paboThl mnociaeannx aer.  O630p
TMTEpaTypbl HEMOCPEJACTBEHHO CBSi3aH C IPEIMETOM HCCICAOBaHUH M B HEM
JIOCTATOYHO [OJIHO OTPAKEHbl COBPEMEHHBbIE TEHICHIMM B PELICHMH [1aHHOM
npoGnemsl. B me1oM 0030p JIMTEpaTyphl SABJSETCS XOPOLIMM ODOCHOBAHHEM
AKTYaTbHOCTH H3YYEHHUS TEHETUYECKHX OCHOB a/IcHOKapILHHOMBI JIETKOTO.

Bropas rnaBa «MarTepHajibl H MeTOAbD» NPEACTaBiICHA 4 pas/jcliaMH, B
KOTOpbIX ~ NpUBOAMTCA  MHGoOpMamms 00  HCCIEI0BaHHBIX  BBIOOpKAX,
HCTIOJIB30BAHHBIX JKCIIEPHMEHTAILHBIX, CTATHCTMYECKMX METOAAX M JW3aiH
Hccsenosanus. B ucenenoBanue BrmodyeHsl 304 maimMeHTa ¢ aaeHOKapHHHOMOH
7erkoro U 366 3710pOBbIX HEPOACTBEHHBIX JOHOPOB, MOAOOPAHHBIX 110 MPHHLMITY
«CIy4ai-KOHTPOJIbY € y4€TOM BO3pacTa, Moja, 3THHYCCKOH MPHHAICKHOCTH.
[[MTOreHeTHYECKNH aHAIM3 XPOMOCOMHBIX abeppaiuii B aum@ounTax KpoBH
BBITIONHEH Y 152 GOJIbHBIX a1eHOKapLHHOMOM J1erkoro u 260 310pOBBIX 10HOPOB.
V 52 ucneITyeMblX Obll MpOBEIEH aHalu3 JUIMHBI TEJOMEPHBIX [OBTOPOB.
[TpoBeieHne HcCiieOBaHHA 0100peHO OHOITHYECKHM KOMHTETOM STHYECKHM
xkomutreToM Hucturyra skosnorun 4venoseka CO PAH. Beemu ucmbiTyeMbIMH
MOANMMcaHO HMHGOPMHPOBAHHOE J0OPOBOJIbHOE COTJIAacHe Ha  ydacThe B
MCC/IEI0BAHHH. DKCIIEPUMEHTANbHbIE HCCeJ0BaHMs Obl/IM  BBIMOJHEHBl  C

MPUMEHEHNEM KIACCHYECKMX M COBPEMEHHBIX  MOJEKYJISPHO-TEHETHYECKHX
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meTo0B (theHombHO-xa0podopmuas skcrpakis JIHK, nonumepasHas uenHad
peaxiusi, PeCTPUKIMOHHBIN aHaN3, snekTpodopes JHK, metoa anckpuMHHALMH
ameneii TaqMan, amwens-cienduanas [1LP), cratucThyeckas 0OpaboTka
JaHHBIX TIPOBE/IEHa KOPPEKTHO.

| Tperbsa rnaBa «Pe3yabTaThl M 00CYKAEHHE» COCTOMT U3 6 paszzenos. B
paGoTe MOXKHO BBIIENWTH YETBIPE OCHOBHBIX — HAIpPABICHHA 1) Ilouck
PeHeTHYECKMX MAapKepOB PHCKA Pa3BMTHs aJCHOKAPLHHOMBI JICFKOrO Ha OCHOBE
AHANIM3a  TOAMMOPQHBIX  JIOKYCOB TeHOB (epmMeHTOB  OHOTpaHC(opMaLHu
kcenobuorukos, penapaunn JHK, KOHTpossl KIETOYHOrO UMK H arnorTo3sa,
TpaHCMEMOPAHHOTO peLenTopa CeMeicTBa PElenTOpPHbIX THPO3HMHKHHA3 ErbB,
TeJoMepa3Hoii 06paTHOH TpaHCKpHNTAa3bl; 2) COMOCTABICHHE YPOBHS M CIHCKTPa
XpOMOCOMHBIX abeppauuii B aumbonnTax nepuepuueckoil KpoBH y OOJIBHBIX
aICHOKAPIIMHOMO# JIEFKOTO H 30POBbIX JKHTENEH, a TAKKE aHalu3 accouualun
HCCIIe0BAHHBIX TEHOB-KAHIHIATOB C XPOMOCOMHBIMH abeppanusiMHi B KJICTKaxX
KPOBH B M3y4EHHBIX Ipymnnax; 3) AHaIH3 pOJIH MEKICHHBIX B3aMMO/ICACTBUI 1PH
GOpPMHpOBaHHK HACJIEJACTBEHHOH IPEIPACIONOKEHHOCTH K alACHOKAPUMHOME
JIerkoro ¥ (JOpMHUPOBAHHIO BBICOKOTO YPOBHA XPOMOCOMHBIX abeppanuii; 4)
OnpeaefieHHe OTHOCHTENBHOH JUTHHBI TeJIOMEp B JECHKOLMTAX nepugepuyecKon
KpOBH y OONBHBIX aJCHOKApLUMHOMON JIerkoro. AccCOlMaTUBHBIH  aHAJIU3
MOMUMOPQHBIX JTOKYCOB ¢ PUCKOM Pa3BUTHs 3a00JIEBAHUSA NMPOBOAMICH MO pALY
npu3Hakos. CpaBHEHHE TPYMI OOJIbHBIX W KOHTPOJA BENOCH HE TOJIBKO C yHUETOM
craTyca KypeHHs, TICHAEPHOH MPHHAICKHOCTH, BO3pacTa mMaHudecTaumuu
3aG0NCBAHMA, HO M OTHOCHTEIBLHO KIMHHYECKHX OcOOeHHOCTEH 3aboseBaHHi,
TAKMX KaK CTaJusl Pa3sBUTUSI aZ€HOKAPLMHOMBI JIETKOrO, JIOKAIM3ALHA OMyXO.IH,
mertactasupoBanue. B pabore ucronap30BaH OOLIMPHBIH apceHall KIaCcCHUCCKHX H
COBPEMEHHBIX METOJ0B, YTO CBHICTEILCTBYET O MPO(ECCHOHATH3ME aBTOPA,
ONpE/ESIONEM YPOBEeHb pabOThl M AOCTOBEPHOCTH MOJYHCHHBIX PE3YJILTATOB.
CTpykTypa padoTsl 1 00BEM MPOBEICHHBIX HCCIICI0BAHUH COOTBETCTBYIOT LICIH H
[OCTABICHHBIM 3a7auyaM. Pe3yiapTaThl HCCNEOBAHUS H3I0KEHbl MOAPOOHO H

WUIOCTPUPOBAHEl  TabnuuaMu M pucyHkamu. OOCykIeHHE  MOTyHdCHHbIX
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pe3ysibTaToB BKJI0YaeT 0600IeHHe H CONOCTABIEHHE COOCTBEHHbIX PE3y/IbTATOB ¢
AHAJIOTMYHBIMH  JIAHHBIMH  JIDYTUX  aBTOPOB, [OJYYEHHBIX B  pa3JIMYHbIX
MOMyNANMAX MUpA. B 11es10M, U3 MaTepHasoB I11aBbl 3 MOXKHO CIENaTh BLIBOJ, ITO
PE3YIbTAThl HCCIEI0BAHMI MO3BOIMIM PEIIMTh 3a/a4H, KOTOphIC OBLIH MCXOIHO
[OCTABACHBI B JMCCEpTALHH.

OCHOBHbIE MTOTH JHUCCEPTALIMOHHOIO  HCCIIE0OBAHHUS  CYMMHPOBAHbI
aBTOpOM B pasjeie «3akiiodeHne».  BbIBoabl uyeTKO CHOpPMYIHPOBaHbL,
COOTBETCTBYIOT LEJIM M 3aja4aM HCCJICA0OBaHHA H TOJHOCTBIO OTPaXKaioT
MOJYyYEHHBIE Pe3yJIbTaThI.

B IlpuJiosxkeHnn npeacTaBIeHbl PA3BEPHYThIE TAOIHUYHBIC NaHHBIE 4acTOT
aieneiil U reHoTunoB uiyueHHbix JIHK-I0KyCOB B MHOTOYHMCIIEHHBIX BbIOOPKaX,
c(hOPMUPOBAHHBIX Ul I[IPOBEAEHMS TI'EHETHYECKOrO aHaiu3a Ha BCEX OdTarnax
MCCIIE0BAHMS.

JIocTOBEPHOCTH MOJTY4YeHHbIX Pe3y/ibTaToB, BLIBO/10B
M NMPAKTHYECKHX PEKOMEHIalHH

PaGoTa BBHIMOJHEHA Ha JOCTATOYHOM HAy4YHO-METOAHYECKOM YPOBHE M Ha
GonbmoM KiMHHYeckoM matepuaie (304 naunenta u 366 noHopos Kemeposckoro
00JaCTHOTO LEHTpa KPOBHM, KOTOPBIE COCTABHJIM KOHTPOJBHYIO TIpymmy) ¢
HCMOJIB30BAaHHEM COBPEMEHHBIX MeTo0B cOopa M 00paboTku HHpOpPMALIHH,
a/leKBATHBIX TIOCTABIEHHBIM 3ajauyaM. Pe3yisTaThl IMCCEPTALIHOHHOH padOThI
JIOKyMEHTHPOBAHbl [OJHOLUEHHbBIM KOJIMYECTBOM pHCYHKOB M Taliuil, 4TO
o0JsierdaeT BOCMPHATHE MaTepHaja. BbIBOJBI H MPAKTHYECKHE PEKOMEHIALHH
apryMEHTHPOBAHBI, 3aKOHOMEPHO BBITEKAIOT M3 [PEJACTABICHHOrO MaTepuaina,
OTPAXKAKT  COAEpKaHHE  IUCCEPTAlMH W TOJTHOCTBKO ~ COOTBETCTBYIOT
MOCTABJIEHHBIM 3a7a4aM. OCHOBHbBIC ITOJIOKEHHS HCCIENOBAHHA [10JI0KEHbl Ha
BcepocCHICKMX M perMOHalbHbIX KOH(epeHlusX H KoHrpeccax. Ilo Teme
JIMCCEPTALMH ONYO/IMKOBaHO 8 neyaTHbIX paboT B JKypHaax, BXOAAIMX B CITHCOK
BAK MunoOpnayku P®, u3 koTopbIX 5 cTrarei — B XKypHalaX, MHACKCHPYEMBIX B
6azax Web of Science unn Scopus. Coaepxanue asropedepara ¥ neqaTHbIx padoT

COOTBETCTBYET MaTepHalaM JUCCEPTAIINH.




3HAYMMOCTH NOJIYYEeHHBIX Pe3y/IbTATOB /LISl HAYKH U NPAKTHKH

[TonyueHHbIE pe3y/ibTaThl MPOBEACHHOrO  HMCCICAOBAHMA  MO3BOJAIOT
ONTHMH3UPOBaTh (OPMHUPOBAHHE TIPYII PUCKA aACHOKAPLUHHOMBI JIETKOTO €
y4eToM KypeHus, BO3PAcTa, BO3ACHCTBHA MPOM3BOACTBEHHBIX TOKCHKAHTOB,
MOJI0BOTO AUMOP(H3Ma H MONTUMOPHHU3IMA TEHOB HEPMEHTOB duoTpanchopmanmu
kcenobuornkor, penapamuy JHK, KOHTpOIs KICTOYHOrO LHMKIA H 4lnontosa,
TPaHCMEMOPAHHOTO PELENTOpa CEeMEeHCTBA PELCNTOPHBIX THPOIHHKHHA3 ErbB,
TeJoMepasHoi  00paTHOM  TPAaHCKPUNTAa3bl;  ONPEAC/IATH MHIMBH/1yaTbHBIH
KAHIIEPOreHHbIH pPHUCK [yTeM OLEHKHM CIIOHTAHHOTO YPOBHS XPOMOCOMHBIX
abeppalMii M W3MEpPEHUS JUIMHBI TEJIOMEPHBIX MOBTOPOB B nuMQoLMTaxX KpPOBH;
yCTAHABNMBAThL  CHELM(HUIHOCTh HACJEICTBEHHOW NPEAPACIIONOKEHHOCTH K
HAKOTLIEHHIO TIOBPEIKICHHIT XPOMOCOM Y OOIbHBIX a1CHOKaPLUHHOMOH JIETKOTO.

PeKOMeH/IALHH M0 HCI0/Ib30BAHUIO Pe3ybTAaTOB H BbIBO/10B

Hay4uHO-npakTHYECKHE Pe3YJIbTAThI JMCCEPTALIMOHHON  PabOThl  MOIyT
CJIY)KHTb OCHOBOHM METOJHYECKHX peKoMeHIalMi | 10Co0uii, HaNmpaB/ICHHbIX Ha
pellleHHe BOMPOCOB TEHETHYECKOH MPEIPacTIONOKEHHOCTH K PasBUTHIO MIHPOKO
pAcCIpOCTpaHeHHOTO 3a0ojeBaHns — aACHOKApLMHOMA JICTKOTO. Kpome ToOTO,
[OJy4EHHBIE ABTOPOM PE3YJIbTATbl W BBIBOJBI MOTYT OBITb MCIOIL30BaHbI TPH
YTEHMH CIELKYPCOB 110 TOATOTOBKE CHIENMANMCTOB B 0011aCTH M€HETHKH He/I0BCKd,
MEIHIIMHCKON TeHEeTHKH, OHKOTEHETHKH M JIPYTHX CrelHaTbHOCTEH. PaGota B
LIeJI0M MPOM3BOAMT XOPOLIEE BIEYATIECHHE, TEKCT ANCCEPTALMH rPaMOTHO H ACHO
M3JI0KEH, aHAJIM3 M OMMCAHME PE3YJIbTAaTOB MOAPOOHLIE, GOPMYIUPOBKH HCTKHE,
pa3iesbl JIOTMYHO JOMOJHAIOT APYT APYTra, pesyibTarbl WCCNEAOBAHWS MMEIOT
BAYKHOE TEOPETHUSCKOE M MPAKTHYECKOe 3HAYEHHWE JUIA MEIMIHHCKOH T'€HETHKH,
OHKOTE@HETHKH M CMEXHbIX 00JIacTeH.

B To e BpeMs K paccMaTpuBaeMoi paboTe MOKHO BbICKA3aTh HECKOJILKO

HE3HAYUTE/IbHBIX 3aMCYaHHI M TTOXKETaHUH.
1. B rmaBe 2.1. JluccepTraHT HMCIOJIB3YEeT HEKOPPEKTHOE BbICKA3BIBAHKC
"MIPUHAJIEKHOCTh K 3THHYECKOH rpymme esporieon10B". EBporeonsipl - 5T0 HE

ITHHYECKas rpyria.




2. B tabnuie 7 MpeACTaBiIeHbl TpaiiMepbl A1 MOCTAHOBKH anenb-creuuuuHo
[1LIP asis nsiTH JOKYCOB, HO HCXOMS 3 [peJICTABICHHOr0 MaTepHasa, He TOHATHO
KaK MpOBOAMJIACH aJlIe/b cnenuduunas TP, He yKa3aHa ulMHa dparmeHTa 1 T.A.
Takke BO3HHKAeT BOTIPOC MOYEMY HE MCIMOJIb30BAIH BHYTpPCHHHH KOHTPOJIb, YTO
HeoOXO0UMO AeJ1aTh IPU POBEACHNH aJlIeTb crieruanoi TTLP.

3. PUCYHOK 3 J€MOHCTPHpYET Pe3yJIbTaThl ONPEACICHIA aytened moauMopGHOro
nokyca XPD (2251 T>G), Ha KOTOPOM J0MyMICHA ommmOka. Taxke HaIH4HE
ajiesied  pa3HOM [UIHHBI C pasuuueit B 40 1mH HE MOKET MOJYyUHTLCS C
HCIOTBE30BAHMEM TOJIBKO JIBYX TIpanMepoB [Uld anens-crnermduunoi  TIHP,
[peCTABJIEHHBIX B Tab/HIIE 7.

4. ®paza B rnase 3.2 "[lna reua hOGGI (rs1052133 C>G) ObLIO BbIABICHO
OTK/IOHEHHE pACTpe/eIeHHH TEHOTHIOB OT PaBHOBECH Xapau-BaitnOepra, H B
nagbHellIeM M3 aHanu3a JaHHbBIH JIOKYC OblUI HMCKIIOYEH' BHOCHT HEKOTOPYHO
MyTaHHIly, MOCKOJBKY IpH JajbHeMIIeM ONMCAHHH pE3yJbTaToB, AMCCEPTAHT
AHATM3UPYET YACTOThI a/IENIeH U FEHOTHIIOB 3TOTO JIOKYCA.

4. Ceputasch Ha pabory Wu et al, 2014, B KOTOpO# ObL1 MPOBE/CH METa-aHaIn3

NAHHBIX, J[JHCCEPTaHT TOBOPHT O FOMO3MIOTHOH MOZETH W  BbIABICHHOH
accollMallMd paka JIerkoro c nonmumopdubiM  okycom 753181 I>G, xors
J3BECTHB A/UIMTHBHAS, JOMHHAHTHAs, CBEPXJOMHHAHTAS, PCUCCCHBHAA H a0r-
aiTHBHag Mojenu. O yem uaer peyb?

5. B TexcTe BCTpeuaioTcs Takue (pasbl "pacnpeleieHue nonumopdusma resa
XPD Lys751GIn y G0nbHBIX AKJL..." , faydile TOBOPHTb O pacnpeic/icHHH
4aCTOT ayuesieil uiu FreHOTHIIOB ONPEAC/ICHHOIO NoMMOPHHOTO JIOKYca B TOH WIH
WHOM IpyTIIE.

6. Pasnen «[TIPAKTUUECKHE PEKOMEH/JJALIMW» *“Jlns paHHEro
NPOTrHO3MPOBAHHS PHCKA PA3BUTHA a/IeHOKAPLMHOMBI JIEFKOI0 PEKOMEHIYCTCA
MPOBOJINTH MOJIEKY IS PHO-TEHETHYECKHH aHallH3 MoJAMMOP(QHBIX JIOKYCOB .....
o0ble peKOMEH IallMK, OCHOBAHHbBIC HA aHAJIM3C HEOOBILIOr0 YHeIa MOIUMOP(HBIX

JIOKYCOB TIpH MHOTO(AKTOPHBIX 3a00IeBAHHAX HYIKHO BBIHOCUTD C OONBIION




OCTOPOXHOCTBIO, JIMOO JeaTh aKLeHT HA yveTe ApYrux (hakTOpOB pHcKa U
[IOCTPOCHUH MTPOrHOCTUYECKHUX MOelIeil.

Cremyer orMeTuTh, YTO BbICKA3aHHBIE 3AMEYAHHS HOCST TEXHUYECKHU U
XapaKTep, SB/AIOTCA CKOpee MOKEJaHMUSIMM W HE CHHKAIOT OO6Liel BbICOKOI

OLIEHKHM paccMaTpHBaeMoi AHCcepTaLliHy.

3akawyenue.

Huccepraunonnas pabora bakanosoit Mapunbl Jleonunosusl «M3ydenue
MOCKYIAPHO-TEHCTHYECKHX M LMTOIEHETHYECKUX (AKTOPOB pHUCKA pasBHTHS
4ICHOKAPLHHOMDI JIETKOrO», MPEACTABIEHHAs HAa COUCKAHHE YYEHON CTerneHu
Kanauaata OUONOrMYeCcKHX Hayk Mo creumansHoctd 03.02.07 — I€HeTHKa,
ABJIACTCS 3aKOHYCHHOM, CaAMOCTOATELHONH Hay4HO-KBATH(BUKALMOHHO paboToii,
B KOTOPOH COAEPIKUTCS PEILeHHe aKTyasbHOI HAyYHOMH 3a/la4y W 1I€HHbIe HAY4YHO-
NpaKTHYCCKHE CBCACHHMS, HMEIOLIME BAXKHOE 3HAYEHUE JUII MEeAMLUHCKOM
I€HeTHKH M OHKOTCHETHKH.

Ilo axtyannLHoCTH, Hay4HOH HOBH3He, TEOPETUYECKOH M [PaKTHYECKOH
3HA9MMOCTH, IOCTOBEPHOCTH IMOJyYEHHBIX pe3yJbTaTOB H OOOCHOBAHHOCTH
BBIBOZOB  JMccepTalMonHas  pabota  BakanoBodt Mapunbl JleoHH10BHEI
MOJIHOCTRIO  COOTBETCTBYeT TpedoBaHusM 1. 9-11, 13-14 «llonoxkenus o
MPHCYXIEHHH yueHbIX cTeneteid» ([TocTaHoBiIeHMe [lpaBurenscTBa Poccuiickoii
®enepaunn ot 24 ceursibps 2013 roma Ne 842, B pen. IlocraHoBneHUiT
[MpaBurensetBa PMO ot 30.07.2014 N 723, ot 21.04.2016 N 333, or 02.08.2016 N
748, or 29.05.2017 N_650, or 28.08.2017 N_1024, or 01.10.2018 N 1168),
NPEABABIACMBIM K AHCCEPTALMSM HA COMCKAaHME YUYCHOW CTeleHM KaHAMnaTta
Hayk, a e¢ aBTop — bakanosa Mapuna JleoHun0BHa 3aciyxuBaeT IPUCYKIEHUS
YYEHOH CTeNeHH KaHAMAaTa GMOIOrHYECKHX Hayk no cneunansHoctu 03.02.07 —
reHeTHKa (OHOJIOrnyecKue HayKu).

Ot3b1B Beayuleil opraHusanmu Ha auccepTauMonHyro paboty bakanosoi

Mapunbl  JleoHn 108Hbl  «M3yuenue MOJIEKYJISIDHO - T[EHEeTHYECKUX U
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[IMTOTEHETHUECKUX (AKTOPOB pHCKAa Pa3BUTHA aJCHOKapUUHOMBI JIETKOTOY,
3acnyia, o0CyKIeH M 0J00peH Ha 3acelaHuu YUYEHOI'o COBeTa UucTuryra
OMOXMMHM M TI€HETHMKH - 00OCOOIEHHOro CTPYKTYPHOIoO MOAPa3sAC/ICHHs
deepanbHOr0  rOCYIApCTBEHHOro  OIOKETHOrO  HAYYHOro  yUpEKACHHUA
Y(buﬂlcmro denepanbHOro McCIenOBaTENLCKOTO LieHTpa PoccuilCKol akaaeMHH

HayK, 1poToko Ne8 o1 «25» Hos0ps 2020 roza.

1.0.3aBeayromuii jaboparopueil GU3NONIOrH4€CKOM reHeTHKH
Wbl YOULL PAH

JAOKTOp OHOJOrHYecKHX HAYK [10 CNELHATbHOCTH

03.02.07 — reHeTuka, JOLUEHT

Kopsitina ['ynbnasz @aputoBHa .r
25.11.2020

C.H.c. 1abopaTopHH MOJIEKY/ISPHON M'€HETHKH YeJI0BEKa
UBI" YOUII PAH

KaHA11aT OMOJIOTHYECKHX HAYK I10 CIELHaIbHOCTH
03.02.07 — reneruxa

bepmuineBa MapuHa Anekceesa

o
7

25.11.2020

[Toxnucyu U.0. 3aBeyroLIei 1abopatopuei GU3HOIOrHYECKOH I'eHETHKH

UBI" YOULL PAH, noktopa Guosiornyeckux Hayk, goteHra Kopertunoit [P,
C.H.c. 1abopaToprUu MOJEKYIAPHOH ICHETHKH YCI0BEKa

VBl YOULI PAH, kauauaar ouonoruyeckux Hayk bepmumesoit MA.

3aBepsIo

Vuensiir Cexperaps MBI YOUI PAH

ﬂﬁ.HTHWMasaHoam

25.11.20207" /




CaeeHHsI 0 COCTABUTEIAX OT3bIBA!

Kopeituna ['ynpHa3 @apuToBHa, I0KTOP OHOIOTHYCCKUX HAYK, 03:02.07 -
reHeTHKA, OMOJIOTMYECKHE HAYKH, JOLEHT IT0 CreLHalbHOCTH 03.02.07 —-reHeTHKa,
1.0.3aB. JlabopaTopreil GU3HONOrHIeCKOoi reHeTHKH, e-mail: guly kory@mail.ru,
1. 83472356088

bBepmuinesa Mapuna AjleKCceeBHa, KaHAWIAT ouonornyeckux Hayk 03.02.07 —
reHeTHKA, OHOIOrHYECKHUe HAYKH, CHC 1a00paTOpuH MOJICKYIPHOH ICHETHKH
yesnoseka, e-mail: marina_berm@mail.ru, T. 83472356088

CaeaeHust 00 OpraHu3anum

MHCTUTYT GMOXMMHM M EHETHKH - 000C00IE€HHOE CTPYKTYPHOE MOApa3IC/ICHHE
denepanbHOTO  TOCYAAPCTBEHHOTO  OIO/UKETHOrO  HAYYHOro  yupeXk/CHHA
Vhumckoro ¢eaepaibHOro MCCIe0BaTeICKOTO LEHTPA Poccuiickol akaaeMHH
Hayk, 450054, PecryGinka BamkoprocTan, r. Yda, mpocnekxT Oxts6ps, 71,
ten./ake: +7 347 235-60-88, e-mail: molgen@anrb.ru

3aBEpA
Yuenbiii cexperapb, UBIT Y QUL PAH

J.6.1 anw_@aﬂomq
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