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Ha aBTopedepar auccepraunn Jlonarkunoi Mapun EBrenbeBHbI
«PacnpocTpaHeHHOCTb H TPAHCKPHNTOMHbIE 3 PeKThbl XPOMOCOMHBIX MHKPO/I€JIELHH H
MHKPOAYILTHKALHKH, 3aTparuBaomux redn CNTN6»,
npeACTaB/IeHHOH HA CONCKAHHE YUYEeHOH CTeMeHH KaHIH/1aTa MeIHIHHCKHX HAYK Mo
cnenuajbHocTH 1.5.7. — 'eHeTHka

Jlnccepranonnas pabora Jlonarkunoit Mapuu EBrenbeBHbI MOCBSIICHA aKTyalbHOMY
HaINpPaBICHUIO MEIUIIMHCKON T'€HETHKH — pa3pabOoTKe MOJAXOJ0B K JHArHOCTHKE U H3YYCHHIO
Bapuanmii  uyucna  konmit  ywactkoB  JIHK  (CNV).  CrpemutensHoe — pasBHTHE
BBICOKOTEXHOIOTMYHBIX MeTO10B AeTeKinn CNV (TakuX KaKk XpOMOCOMHBIH MHKPOMaTpUYHBIH
aHAIM3 M CEKBEHHPOBAaHME HOBOTO [OKOJICHHS) II03BOJISET BBIABIATE OOJIBLIOE YHCIO
MHKPOCTPYKTYPHBIX XPOMOCOMHBIX abeppaimii. OIHAaKO, HCMHOJb30BAHHE JTHUX METOMOB Ul
nerekimn CNV  MokeT ObITh CONPSIKEHO €O CI0KHOCTBIO MHTEPHPETAlMN  MOJTYyYEHHBIX
pe3yiabTaToB. Pa3paboTka M BHEJpEeHHE B NPAKTHKY METOAMKH TIOJYYeHHs H aHaiu3a
epcOHU(UIMPOBAHHBIX HHIYIIMPOBAHHBIX TUIIOPHIOTEHTHBIX CTBOJIOBBIX KieTok (MIICK) ot
MalMEHTOB ¢ YHUKAIbHBIMH MUKPOCTPYKTYPHBIMU adeppalisiMiu XpOMOCOM TO3BOISET U3YUUTh
naroreHes 3a00JicBaHUsT HA MOJICKYJISPHOM YPOBHE, YJIYYHIMTh MHTEPIPETALNHIO KIHHUYECKHX
YOGEKTOB M OLEHKH TMAaTOreHeTHYECKOH 3HAYMMOCTH BHOBb OOHApYKEHHBIX XPOMOCOMHBIX
myTtaimii. B auccepraumonHoi pabote, B KayecTBE MOJEIBHOW CHCTEMbl HCIO/IB30Balach
Ky/JbTypa HeiipoHoB, momydeHHbix u3 MIICK manmeHToB € pELMIIPOKHOH XPOMOCOMHOI
TepecTpoiiKoii - MUKpoiesenueii 1 MUKpoayTUHKamueit 3p26.3, 3atparusatoieit red CNTNG. 4to
[03BOJIMJIO OXapaKTepU30BaTh MOIEKY/spHbIe dPdeKTbl BapuabebHOCTH YHCIa KOMHH JTOro
reHa Ha TPaHCKPHUITTOMHOM YPOBHE.

BbliM 10IyYeHbl HOBBIE, YHHKAIbHBIE JIaHHbIE 0 TPAHCKPUIITOMHBIX YpdeKTax B HeHpOHaXx,
b depennmposannbix 3 UIICK naumenTtoB ¢ CNV sarparusatommnmu red CNTN6. B pabote
couckares ObUIO MOKa3aHo, YTO HEMPOHBI, XapaKTepH3YIOTCH MHOKECTBEHHBIMH HU3MEHEHHUSAMH
TPAHCKPHUIILIHOHHONW aKTHBHOCTH T€HOB, JIOKAJIM30BAHHBIX KaK B MpejesaX, Tak U BHE PEruoHa
XPOMOCOMHOI TiepecTpoiiku. [1pu 3TOM. H3MEHEHHE IKCIIPECCHH 3aTparnBaeT MPEeHMYIIECTBEHHO
reHBbI, MPOAYKTHl KOTOPHIX BOBJICYEHB! B HEHPOI€HE3 ¥ CHHANTHYECKYIO nepeavy.

BbIJIO YCTAHOBICHO, YTO AOMUHHPYIOIINM dDDEKTOM ABIAETCA CHHKCHHE TPAHCKPUITIIHK
06nmx U epeHIManTbHO  IKCIPECCHPYIOIHUXCA TEHOB, 0 CPaBHEHMIO C HOPMATbHOI
KomuitHocThIO reHa CNTNG.

JIOCTOBEPHOCTH C/IEIaHHBIX BBIBOJIOB ONpPE/EISETCS 11ETOCTHBIM MOAX0I0M K HayuHOMY
MCCIC0BAaHUIO W o0ecrneumBaeTcss  MCIOIb30BAHHEM  COBPEMEHHBIX — MOJEKYIIAPHO-
IIUTOrCHETHYECKHX.  MOJIEKYJISPHO-TEHETHYECKUX ¥ OMOMH(OPMATHYECKUX  METOJI0B,
NpUMEHEHHEM COBPEMEHHBIX KJIETOUHBIX TEXHOJIOTHMI pPernporpaMMHpOBaHHS COMATHYECKHA
KJIETOK. AHanu3 wmarepuana ObUT MpoBEAeH C HCMOJb30BAHHEM COBPEMEHHBIX METOJ0B
craTUCTUYecKOoi 00paboTki. COBOKYMHOCTh HAYYHBIX ¥ IIPUK/I/IHBIX PE3yIbTAaTOB AUCCEPTALIMH
MMEeT CYIIECTBEHHOE 3HAYeHWe JUIS Pa3BUTHUSl TeHEeTHKW. Marepuaabl JHCCEPTALMOHHOIO
yccIe10BaHUs ObLTH OCBEIEHBl B POCCHHCKUX M 3apyOeKHBIX KypHajax. paspadoraHa HOBas
MEIMIIMHCKAs  TEXHOJIOTHs  «AJTOPHUTM  MOJIEKYJIAPHO-IMTOreHETHYECKOH  IMarHOCTHKH
MHMKPOCTPYKTYPHBIX ~ XPOMOCOMHBIX  abeppaumii B cermente 3p26.3 y  jereil ¢
HeanpdepeHIMPOBAHHON YMCTBEHHON OTCTAIOCTBION.

Astopedepar  JlonmatkuHoit  Mapun  EBreHbeBHBI  COOTBETCTBYET — COACPKAHHIO
JIMCCEPTALMOHHON paboThl M €€ OCHOBHBIM MOIOKEHHAM. ABTOpedepar W3I0KEH Ha 24



CTPaHHMIIaX MAUIMHOIMUCHOIO TEKCTa M COAEPKHUT Bce HeoOXoaMMmble pasaeibl: 00Uy
XapaKTepUCTHKY padoThl. H3JI0KEHHE OCHOBHOTO COJEpKaHMs WCCIIE/I0BaHNs, ONUcaHHe
MaTepHuaIoB M METOI0B. pe3y/IbTaThl UCCIIEIOBAHNA U UX 00CYK/I€HNE, BLIBOBI U NMPAKTHYECKHUE
pekomeHaauuu. ITonyyeHnsie pe3yabTaThl HarJIAJAHO NpPEACTaBICHbl B TadJMLIAX U PUCYHKaX.
Takke B aBropedepare mnpejaACTaBICH CHHMCOK [MEYaTHBIX paboT couckarens 110 TeMme
JIUCCEPTAMOHHO pabOThl M CITUCOK COKpaILEHHUI.

PesyabpTaThl auccepTalMOHHON padoThl couckatens omyOnuKoBaHbl B 19 medaTHbIX
paboTax, B TOM 4YMCJI€ B 7 CTAaThiIX B KypHajiax, pekoMmeHaoBaHHbIX BAK npun MunoOpHayku
Poccun ans couckarteneil y4yeHOW CTeNMeHW KaHAWJaTa MEAMIIMHCKUX HayK (5 M3 HHX
uHaekcupoBaHbl B Scopus/ Web of Science).

[ IpyHIMIIHAIBHBIX 3aMeYaHHii 110 aBTOpedepaTy AUCCepTallMOHHON padoThl HET.

Takum oOpa3zom, auccepranmonHas padora Jlomatkunoit Mapuu EBreneBHbI Ha TeMy
«PacnpocTpaHEHHOCTb M TPAHCKPHITOMHbBIE A(PQPEKTHI XPOMOCOMHBIX MHUKpOJAEICHUN ¥
MHUKpPOJYIUIMKalMii, 3arparuBatomiux reH CNTNG6»  sgBiaseTcs 3aKOHUYEHHBIM — Hay4yHO-
KBa/TM(UKALIMOHHBIM UCCIIEI0BAHUEM, BBITIOJIHEHHBIM Ha aKTYalIbHYIO TEMY, UMEET HECOMHEHHOE
HAy4YHO-TIPAKTUYECCKOE 3HAYEHHUE U MOTHOCTBIO COOTBETCTBYET TpeOoBaHuaM I1. 9 «llonoxkeHus o
MPUCYK/IEHUM  YYEHBIX cTeneHei». yTBepkaeHHoro [locranosnennem IlpaBurenscTsa
Poccuiickoii @enepauuu ot 24 centsdps 2013 r. N 842 (B pea. [loctanosienus 1paBurenscrBa
P® or 11.09.2021 N 1539). npeassBiaseMbIM K JUCCEPTALMAM HA COUCKAHUE YHYEHOI CTENeHH
KaH/IMaTa HayK. a ee aBTOp 3acyKMBAeT NMPUCBOCHUS CTENEHHM KaHIWJaTa MeJIHIMHCKUX HayK
no cneunansHocTu 1.5.7. — I'eHeTuka.

Jlato cBoe cornacue Ha cOop. 00pabOTKy, XpaHEHHE M Iepeaadyy MOHMX MEPCOHAIBHBIX
JIaHHBIX B pabote aucceprannoHHoro copera 24.1.215.03 npu ®enepaibHOM rocyaapcTBEHHOM
OI0/UKEeTHOM  HAyYYHOM  Y4YpexkIeHWH «TOMCKMI  HauMOHAJBHBIH  HCCJIE10BATEIBCKHI
MEAMIMHCKHH HeHTp POCCHIICKON aKaaeMHH HayK».
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