OT3bIB
Ha aBTOpedepar auccepranuy Muxamna Anekceesida [LiTHUIIKOTO
«BBICOKOTIPOM3BOIMTENBHOE CEKBEHHPOBAHME B MOJIEKYISIPHON OHKOJIOTHM:
MOUMCK MUILEHEH U cTpaTu(UKalys NaldeHTOB UL IepCoOHAIA3alH
IIPOTHBOOITYXO0JIEBOM TEPAIIUI, IPEICTABICHHON Ha COUCKAHHE YISHOH CTEIIEHH
JOKTOpa OHOJIOrHYECKUX HayK 10 CIIENUANbHOCTH 1.5.8. — «MaTeMaTH4IecKast
ouostorus, OMOMH(YOPMATUKA.

Iuccepranmonnas pabora IlaTHuikoro Muxamna AJekceeBnda — 9TO
HAayYHO-IPAKTAYECKOE HCCIIEIOBAHME, MOCBAIICHHOE aKTyalbHOM 3a1a9e aHalnsa
pe3yIbTaTOB CEeKBEHHPOBaHWS HOBOTO mokonenus (Next Generation Sequencing,
NGS), ABISIOMMMCS OJHAM H3 TNABHEIX JOCTHXXEHMI OHOMEIMIMHCKOH HayKH
TOCTENHIX JAECATHIETHH. DTa TEXHONOIMS HUMEeeT YPEe3BBIYaliHO MIMPOKUI CIIEKTP
IpUMEHEHHH KaK B HayYHO-HCCIIeNOBATeNbCKON pabore, TaK U B MPaKTUYECKOU
MeJUIIHe. B KIMHWYECKOH AMAarHOCTHKE YCIENIHO HWCIOJIB3YIOTCS pasiiiHbIC
reHHBIE [AHENW, TpeHA3HAYEHHble B TOM WUHCIE JUIL  OOHApYKEHMs
repMHMHAJIGHBIX BapHUaHTOB, ACCOIMMPOBAHHEIX C HACIENCTBEHHBIM DPaKOM, HIIHK
JUTS aHAIIA3a COMATHYECKIX MyTallMi B OIyXOJIAX.

JliccepTaHTOM TpoBeleHa Oonblmas paborta MmO pa3pabOTKe HOBBIX
aITOPUTMOB M IPOTPaMM s OHOMH(POPMATUYECKOTO aHaU3a JaHHBIX NGS. B
YaCTHOCTH, OJWH W3 pa3[elioB MCCIEOBaHMs MOCBAICH HCIIOIb30BAHMIO
pesynsraroB NGS s W3ydYeHHs SBOIIOIHOHHBIX CLEHApHUEB, [0 KOTOPBIM
OIyXOJIb MOJKET YCKONIb3aTh OT TEpPAlEBTUYECKOIO JIEICHHUS. I'maBHas poyib IpH
[OMCKE BayKHBIX TE€HOB OTBOJUTCS YJacTKaM, JIEMOHCTPHUPYIOIIUM OTPHIATE/IbHYIO
CENEKLHIO, TIPETIONOKUTEIFHO KPUTHYECKA HEOOXOIUMBIX B paboueM COCTOSHHH
s GYHKIHMOHMPOBAHUA OIyXOJE€BOM KIETKH, OJHaKO TAKOH IIOAXOH He
MO3BOJISIET HAWTH TeHBI-OHKOCYIIPecCOphbl, KOTOpbleé B  OIYXOJH MOIYT
[eMOHCTPUPOBATH MOJIOKUTENbHBIA 0TOOD.

B paboTe peanu30BaHa KIacTepU3alys TIEHOB IO KX OHONIOTHYECKOMY
3HAYEHHIO, 4 BEIBOJLI CTPOSATCS HA OCHOBE CpPaBHEHMs AKTHBHOCTH TOJYYEHHBIX

xnactepoB. Takodl MOAXOX TIO3BOJWI OOOWTH BIIMAHHE VH/TUBUIY aTIbHOM



M3MEHYMBOCTH 3KCIIPECCHM I'€HOB M MX B3aMMO3aMEHSEMOCTH B PEryJATOPHBIX
xackamax. HaiiieHHble 3aKOHOMEPHOCTH B aKTHBHOCTH KIAcTePOB IIO3BOJIMIIA
IIPOBECTH CTPATU(HUKALHIO IAIIIEHTOB II0 TOJIKIaccaM 3200 IeBaHuUs.

HaubonpImmii MHTEPEC C TOYKM 3PEHHS TPAHCIALHMOHHOW OHKOJIOIUH
[IPE[ICTABISIOT TJaBhl MIMCCEPTALIAM, B KOTOPHIX OMKCHIBAETCS paspaboTka
IIPOTrPAMMHOM CHCTEMbI 110 MHTEPHIPETAHX MOJICKYIIPHOTO IMOPTPETa OIYXOJIH.
VKasaHHas [pPOrpaMMa, B YACTHOCTH, IIO3BOJAET aBTOMATHYECKH IOAOMparh
ONTHMAIBHO JIEKAPCTBEHHYIO TEPallMio, ONMpPasACh Ha [MaHHBIE MYJBTHIEHHOIO
ceKBeHMpoBaHud. MoleKyIapHO-TeHeTHYeCKas THAarHOCTHKA ABIACTCSA OIHHUM M3
KJIFOUEBBIX ~ KOMIIOHEHTOB  OOCIENOBaHMS  OHKOJIOTMYECKMX  OONBHBIX, U
ACIIONb30BAHHE KOMITBIOTEDHBIX METONOB Ui BBIWICHEHHS albTepaluH,
oOJramaromux MIPEIUKTUBHON 3HAYUMOCTBIO, SBJISETCA CYLIECTBEHHOH
OIIEP)KKOH s MPAKTHKYIOIUX OHKOTOToB. PaspaGoTanHas 0asa JaHHBIX H €€
web-uHTephelic OpHEeHTHPOBAHBI HA HHTEPIPETAINIO FeHETHIECKHX BAPHAHTOB I10
JAHHBIM K3 pPEIEH3MPYEMbIX WCTOYHHKOB. TakuMm o00pa3oM, IpaKTHYecKas
IPUMEHEMOCTb Pe3yJIbTaToB PabOTEI HE BBI3bIBACT COMHEHHH.

PaGora BBITIOJIHEHA Ha BBICOKOM HAy4HOM M METOJMYECKOM YPOBHE,
OT/eNbHBIE CTHIMCTHIECKHE HENOYETH HE CHIDKAIOT OOINEro MOJOXKHUTEIbHOTO
BIeYaTIeHHs. B KadecTBe HeGONBIIOr0 3aMedyaHWs, XOTejoch Obl BHIETH B
aBTopedepare MOSICHEHHA O MOTEHUHATPHOH IPAMEHAMOCTH paspaboTaHHOU
IIPOrpaMMHO# CHCTEMBI B chepe XKUIKOCTHOH GHOIICHH.

Ha ocHOBaHWMH IPEACTABIEHHOr0 aBTopedepara MOXHO CAENATh BBIBOL O
ToM, uTo muccepranus [lsTHHIKOro A.A. Ha TeMy «BBICOKONIPOM3BOAUTENIBHOS
ceKBeHHpOBaHne B MOJIEKYJIIPHOM OHKOJIOTHH: [IOMCK MHINIEHEH U CTpaTA(PHUKAIKs
[AIlMEHTOB IS IEePCOHAM3AlMM IPOTHBOOIYXOIEBOM Tepaluu» Ha COUCKAHME
yUeHOM CTeleHH MOKTOpa OHMOJOrMYeCKMX HayK IO CICIHalbHOCTH 1.5.8. —
«MaTeMaThyeckas Owosiorus, OwomH(pOpMaTHKa» ABJIAETCI CaMOCTOATEIIBHBIM,
3aKOHYEHHBIM, HAyJYHO-KBATM(UKAMOHHEIM TPYAOM, B KOTOpPOM pellIcHa
aKTyalpHas HaydHas IpoGnema — paspabOTKa BBIMUCIMTENbHBIX METOMOB UL

TpeJicKa3aHus KPUTHYECKH BAKHBIX OENKOB B TPOTEOME omyxonei. Ilo cBoei



aKTYalIbHOCTH M HAyYHO-IPAKTUYECKOM 3HAYMMOCTH MCCJIEOBaHHE IOJHOCTHIO
COOTBETCTBYeT TpeboBaHMAM TyHKTa 9 «O mOpsaKke NPUCYXIECHHS YUCHBIX
creneneii», yreepxueHHoro IlocraHoBineHueMm IlpaBurenscTBa Poccuiickon
@enepauun oT 24 ceHTaOps 2013 r.Ne842 (¢ M3MeHEHHSAMH B pEHAKIMH
ITocranosnenuii [TpaButenscrBa Poccuiickoit @exepanun ot 21 anpens 2016 roxa
Ne335, u ot 02 aBrycta 2016 roma Ne748), npenbaBiieMbIM K JUCCEpTAlUAM Ha
COMCKaHME YYEHOM CTENeHH NOKTOpa OHOJIOIMYECKHMX HAyK IO CIIEIHaIbHOCTH
1.5.8. — «Maremaruyeckad Owuomorus, OuomH(OpMAaTHKa», a €€ aBTop

3aCITy’KUBAET IPUCYKICHNAA MCKOMOM YUEHOH CTETIEHH.

PyKOBOAMTENH HAYYHOTO OTAEIa OMOIOTHH OILyXO0JIEBOTO POCTa
®I'BY «HMMI] onxonoruu um. H.H. [TerpoBa» Munsapasa Poccum,
u.-kopp. PAH, n.M.H., ipod.
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MunHncTepcTBa 31paBooxpanenus Poccuiickoi @enepaiuu

197758, Poccus, r. Cauxt-IleTepOypr, noc. IlecouHbIi,

yi. Jleaurrpanckas, nom 68, Teir: (812) 439-95-55, E-mail: oncl@rion.spb.ru
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