OT3bIB OOUIINAJIBHOI'O OIIIMIOHEHTA
Ha nuccepranmio Kapnynesuua EBrenust Annpeeuua
«IlocTpoenue nporpaMMHOTO KOHBe#epa JUist BRIpaBHHBAHMS [10CIIEN0BATEIBHOCTEN
B NIPUJIOKEHHUAX OHOUH(OPMATHKIY, IPEACTABIECHHYIO HA COMCKAHHE YYEHOH CTENIEHH KaH {1 1aTa
(pu3uKO-MaTEMaTHYECKUX HAyK 110 CHeLHalbHOCTH 2.3.5 — «MareMaTHYeCcKoe U IPOrpaMMHOE

obecrietueHrne BEIYHCIIMTENbHBIX CHCTEM, KOMIIJIEKCOB U KOMIIBIOTCPHBIX ceTei»

Pabora Kapnynesnya E.A. mocBsmeHa axTyajibHOM mpobiieMe pasBUTHSA METOJOB BHIPABHUBAHMS
nociaenosarenbHocTel. CymecTByeT O0JbIIOE KOJMYECTBO METOAOB BLIPABHHBAHHS
HOC/IEJOBATENBHOCTEN, KOTOPBIE HAXONAT NPUMEHEHHE B TAKUX MPHUKIIAAHBIX OONAacTAX KAK CIKATHE
JIaHHBIX, MHQOPMALMOHHBIH IOHCK, 00pabOTKA €CTECTBEHHBLIX S3BIKOB H aHAIM3 TEHETHYECKHX
nocienoBaresi-HoCTed. B yacTHOCTH, MU aHanM3a IeHETMYECKHUX JaHHBIX 3allauya BhLIPABHHBAHUS
TeHCTHYCCKUX IIOCIEeIOBATCIBHOCTEH pEIlaeTcs MNpPU IOMOHIM aJrOPUTMOB JBYX KJIacCOB:
BLIDABHMBAHME HA JIMHEHHYIO IIOCJIEIOBAaTEIbHOCTh M BBIpABHHBAHHE HA I10CIEIOBATENBHOCTH
npejicTaBiedHple B BHAE rpada. IlepBlii Kimacc anrOpuTMOB 006JafaeT BHICOKOH CKOPOCTBIO
BBIDABHUBAHHS, & BTOPOM KijlacC anropuTMoB oOmagaer Oosblled TOYHOCTBIO. Llenbio pabGoTs
E.A Kapnynepnya spnsercs paspaboTka METOJOB M QJITOPUTMOB BBIPABHHUBAHHUS, KOTOPBIE COUETAIOT B
cebe mpeumymiecTBa 000OUX KIIACCOB aNrOpUTMOB. Takum 06pazoM, pazpabGoTka mojgoOHOro Meroaa
SIBJISIETCS aKTyalbHOM 3a/1aueH.

Copepxxanne guccepraumu u aBropedepara. [luccepranus copepxut 123 CTpaHHIBI U COCTOMT M3
BBEJECHH, TPEX IN1AB, 3aKIIOUEHUS U CIIUCKA JTUTEPATYPhI, BKIIOUAIOIETO 96 MCTOYHUKOB.

Bo BBemeHnMn 000CHOBBIBAETCS aKTyaJbHOCTb TEMBl JHUCCEPTALMH, ONPEAEISIOTCS Ledb W 3a4add
MCCIIENOBaHuUs, IPUBOAATCSA Hay4yHas HOBM3HA M NpaKTH4ecKas 3HAYMMOCTb paboThl, MEPEeYUCIAIOTCS
TIOJIOXKEHHS, BHIHOCHUMBIE Ha 3allUTy. Takxke Bo BBEJCHUH NPHBEACHBI JaHHBIE 00 anpobaliy, THIHOM
BKJIAJIE U ITyONMKaIMIX aBTOpa.

IlepBas raBa nocesuieHa 0030py CYLIECTBYIOIIMX AITOPUTMOB BBIPABHUBAHMS B IPUMEHEHHH K
3ajjaue aHajM3a IEHETHYECKHX JaHHBIX. PaccMOTpeHBI anropuTMbl TOYHOTO BLIPABHHBAHHS
I0CJIeI0BATENIBHOCTEN, moaxon seed-chain-align 1 MeTox BeIpaBHHBaHUsS HA MAHTEHOMHBIH rpad. [
OLICHKH KayecTBa MOAXOIOB K AaHallM3y TEHETHMYECKHX [aHHBIX C HCIHOJb30BAHHEM aJIfTOPUTMOB
BBEIDABHHBAHHMA I10CJIEIOBATEIbHOCTEH TPUBENCHB! CHNOCOOBI OIEHKH KA4eCTBA BLIYHMCIMTEIBLHOTO
aHaju3a TEHETHYECKUX IociegoBarenpbHocTei. IlogyepkuBaeTcss akTyalbHOCTH CO3JaHHUS
O6noNH(DOPMATHIECKUX IIPOTPAMMHBIX KOHBEHEPOB Jisi pELIEHMS 3aJa4 AaHAJIN3a TeHETHYECKUX

JaHHBIX.



Bo BTopoii riaBe onucaH IPE/UIOKEHHBIH aBTOPOM METOJ BHIPABHHBAHMS TIE€HETHYECKHX
IIOCJIEAOBATEILHOCTEH Ha pedepeHCHbIl TeHOM ¢ HCIONB30BAHMEM JaHHBIX 00 H3BECTHBIX
FCHETHYECKHX BapuaHTax, NPHBEICHO ONUCAHWE aITOPUTMOB B COCTaBE METOJa U JOKA3aHbl TPH
TEOPEMbI O TPOCTPAHCTBEHHOW M BBLIYHUCIIMTENLHOH CIIOKHOCTH anroputMa. OLEHKH, HOJTYYEHHLIE B
pe3ynprare MoKa3aresbCcTBA TEOPEM, IOKAa3bIBAIOT, YTO BBIYUCIUTENbHAs CIOKHOCTH AlTOPHTMOB
IOCTPOCHUS] MOAMU(PHLIHPOBAHHOTO HHAEKCA pedepeHCHON TeHETHYECKOH IOCIeA0BaATeIbHOCTH
OCTAeTCs JIMHEHHOM, a BBLIYMCIMTEIBHAS CIOKHOCTH AITOPHUTMOB BBIPABHMBAHMS T[E€HETUUECKHX
IOCJIeN0BATEILHOCTEH Ha MOAMPUIMPOBAHHBIH HHAEKC pedepeHCHOM reHeTHYeCKOMH
TNI0C/IEIOBATEIbHOCTH HE H3MEHSETCA 0 CPABHEHHIO C BBIPABHHBAHMEM Ha CTAHAAPTHLIA MHAEKC
pedepeHcHoro remoma. Teopema 06 oOlleHKE NPOCTPAHCTBEHHOH CIOXKHOCTH IO3BOJISET OLEHHTH
KOJTHYECTBO ONEPATHBHON NaMATH, HEOOXOAMMOM 11 paboThl aITOPUTMOB.

B Tperpeii rnaee onmcana peamusanus CHCTeMBl aHanu3a HaHHbX NGS Ha 6ase mporpaMMHOro
KOHBeHepa, peanu3yrolmero NpeagoXeHHBIH METOJ BHIPABHHUBAHHS T[EHETHYECKHX
nocnenosaresibHoCcTed. OG0CHOBaH BhIOOp Habopa NPHKIAMHBIX HHCTPYMEHTOB AN peald3aldu
IpOrpaMMHOTO KOHBEMEpa OLEHKHM IEHETHYECKHUX [aHHBIX, OMKMCaHa peanu3alus METola B BHIE
Oubotexu minimap2_index_modifier, NpuUBeAEHbI pe3yJbTaThl SKCIEPUMEHTOB, BBIIOIHEHHBIX HA
pEaAJIbHBIX JaHHBIX.

B 3ak1109ennyn npUBoOIATCS OCHOBHBIC Pe3yiIbTaThl paboTEL.

HoBH3Ha M 3Ha4YMMOCTHL pe3yabTaToB. HayuHas HOBH3HA IMCCEPTALMOHHOTO HCCIIEHOBAHUSA
3aKJIIOYACTCs B pealu3allid HOBOIO METOJa BBIPABHUBAHHUS TI'€HETHYECKHX II0CJIENOBATENBHOCTE,
KOTOPBIiA COYETAET B ce0€ MPEUMyYILECTBA METOAOB BLIPABHUBAHMUS HA JIHHEHHYIO TOCIIEN0BATENbHOCTD
M BbIpaBHHBaHWs Ha rpad. PesympraTel 3KCIECPUMEHTATHHBIX HCCIENOBAHMN MOATBEPKAAIOT
paboToCnoCOOHOCTH MPEIIOKEHHOTO METOA.

I[IpakTuueckas 3HaUMMOCTH 3aKIIIOYAETCS B pa3pabOTKe apXHTEKTYPhl CHCTEMBI aHaIM3a qaHHbIX NGS
Ha 0a3e NpPOrpaMMHOrO KOHBeHepa, peau3yIOLUero MNpPEeIJIOKEHHBIA MeTO[ BhIPABHHBAHHMS
IeHETUYECKUX MOCIeI0BaTeIbHOCTER. Peann3anysa nporpaMMHOTO KoHBeliepa aHanu3a naHHeIX NGS
cexsenupoBanus JIHK uenoseka ¢ ucnonb3oBaHneM MoAM(UIMPOBAHHOTO HHCTPYMEHTa minimap2
TIO3BOJIMJIO CHHU3UTH KOJIMYECTBO JIOKHOOTPHLATENBHBIX cpabarsiBaHuil Ha 25% (274 SNP) no
CPaBHEHHUIO C NPOrpaMMHBIM KOHBeWepoM bgallagher-sentieon, moGenuBmieMm B KoHKYypce
PrecisionFDA Truth Challenge. Pesynsrarel paGoTel MOryT OBITh MCIIONB30BAaHBI B MACINTAGHBIX

Hay4HBIX HCCJICNOBAHUIX U IMPOMBILIJICHHBIX IIPOCKTAaX B 00J1aCTH FeHETHKH U B APyrux o0J1acTAX.



K cHIbHBIM cTOpOoHAM PaboThl MONHO OTHECTH:
1. VuupepcalbHOCTH MPEATOKEHHOI0 METOAA W BOIMOXKHOCTB €r0 NPHUMEHEeHHS [Uid 3ajaqy M3
JAPYTHX JIOMEHOB.
2. BO3MOXHOCTbH HCIONB3OBAHMS [TPEJIOWEHHOR APXUTEKTYPBI CUCTEMBI AHAIM3A TEHETHUECKIX

JAaHHBIX O HIRPOKOTO KAacCa 3aad4 aHamM3a reHETHYCCKHX JaHHBIX

3. B03MOXHOCTE IPHMEHEHUSA PE3YyJIBTATOB PADOTH B CYLIECTRYIOMIMX KOMMEPUECKHX M HAYYHBIX
pPelIeHNsX ¢ MOMAEPKKOW BHIPABHWBAHKA C TOMOINBIO HHCTPYMEHTA minimap2
3amMeuanun

K conepxannio U ohopMIeHNIO paloTh UMEIOTCS CASAYIOIUE 3aMeHaAHKS:
1. B rnase 3 B pasnene 3.5.1 He ykazaus! ycaoBHs noafopa mapameTpoB kK B W HHCTpyMEHTa
minimap?2
2. B rnaBe 3 cneposano Obl MofipoOHEEe ONMCAThL peanu3aludio MeTofa B Bufle OUONHOTEKH
minimap?2_index modifier, xakue KOMIOHEHTR! OBITH PEalH30BaHbl U KaK OHM CBS3aHBI APYT C
ADYTOM.
3. B auccepTanyi UMEKOTCH ONEYATKH ¥ HETOUROCTH OQOPMICHUS

3aMeyaHusd He ABIAOTCH KPHTHHCCKUMH, XOTH H TpCG}’I-OT BHHMaHHA CO CTOPOHEI aBTOPA.

Taxum ofpasom, nnccepraunonnoe uccnenosanue Kapmynesnda Esrenns Annpeernda «JlocTtpoenne
NMporpaMMHOTO KOHBeliepa a5 BbIpaBHHBaHHS TIOC/IEJ0BaTEIbHOCTEH B NPHJIOKEHHAX
OnonHpopMaTHKE» SBASETCS 3AKOHYCHHON Hay4HO-KBATHQHKAHOHHOH pabotoii. BrmonreHHas
AuMccepralua orsedaer TpedopanuaM BAK, npenbapngeMbM K KaHAHIATCKHM OHCCEPTalMsAM, aBTop
paboTHl 3aciyXHBaeT NPHCYNACHUS YUEHOH CTENECHM KaHAMIara (PU3MKO-MATEMaTHdECKHUX Hayk Imo
cneunanbHocTH 2.3.5 — «Maremarinyeckoe U NporpaMMHOC 00eCHeUeHHE BBIMUCITHTENbHBIX CHCTEM,

KOMIUJICKCORB H KOMIIBIOTEPHBIX CCTEeH»,

OdunuanbHbIA OMMOHEHT

KaHJIMJAT TEXHUHECKUX HAYK, CTApLIRH penojiaparein

Katheapsl IpOoTpaMMHOH HHXKEHEPHH

HucTiTyTa HHQOPMAIMOHHBIX TEXHONOTHH H HHTSIUIEKTYAILHBIX CHCTEM

(De,ﬂepaﬂbHﬂl"O rMocynapcTBEeHHOTO aBTOHOMHOTO
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