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Kapmniynesuua EBrenns AunpeeBnda

«HOCTpOGHI/Ie MmporpaMMHoOro KOHBei/'lepa AJI BbIpaBHHBaHHUA NoCJIeA0BATEAbLHOCTEH

B IPUJIOKEHUSAX OMOMHGPOPMATUKH

IIPEACTaBICHHYIO K 3aIlIUTE Ha COUCKaHUE YIEHOH CTeIeHH KaHauaaTa pU3MKO-MaTEMaTHYECKUX HayK
o cHenuaTbHoCTH 2.3.5 — «MaTteMaTuyeckoe i IporpaMMHOe 00€CIIeUeHUE BBIUHCIUTEIBHBIX

CHCTEM, KOMIIJIEKCOB U KOMITBIOTEPHBIX ceTen»

Juccepranns Kaprynesnua E.A. mocBsiieHa HCCIENOBAaHUIO U pa3pabOTKe MaTEMaTHYECKHX
ANrOPUTMOB M TPOTPaMMHOro obecriedeHuss B OHOMH(pOpPMATHYECKUX NPHIOKEHUAX. KOHKpeTHOH
IeTpio CTasla paspaboTka alropuTMOB M METO/a BBIPABHUBAHKS [I0CIEIOBATEIBHOCTEH AN PEIICHAS
3amaun cexBenupoBanus [THK, a Taroke pa3paboTka W peanusalMs apXHUTEKTYPhl BOCTIPOHU3BOIMMBIX
6HOMH(MOPMATHYECKHX HPOTPaMMHBIX KOHBeliepoB 06paboTky HaHHBIX cekBeHmpoBanus JIHK
yenoBeka. Jluccepramus uMmeeT obmui o0veM 123 CTpaHHIBI M COCTOMT M3 BBEIACHHS, TpeX ITaB,
3aKJTFOYCHHS, CITHCKA JIUTEPATYPHI , PUCYHKOB, TaOJIHIL, TUCTHHIOB U [IPHIIOKCHHU.

AKTyajlbHOCTh T€MBI

JlaHHbIE B psje MPUKIAIHBIX W HaydHBIX oOjacTed MOryT OBIThH NPEACTABICHBI B BHIIC
IocJiefoBaTebHOCTe!. 3a1aua "BeIpaBHUBAHUS OCIEA0BATENBHOCTEH HAXOMUT IIPUMEHEHHE B TAKUX

IIPpUKJIIadHBIX 00JacTIX KaK CXKarue NaHHBIX, I/IH(bopMaIII/IOHHBII‘/JI IIOUCK, o6pa60TI<a €CTCCTBCHHBIX



A3bIKOB M aHAIN3 I'€HETHYECKUX II0CIEeN0BATENbHOCTEH. METOAB! pelueHMs 3ala4dll BBIPaBHUBAHUA
IIOCJIEOBATENBHOCTER CTaId aKTUBHO pa3BUBAThCS BO BTOpoO# mosoBuHE 20-T0 BeKa W HAIIIIM CBOE
IPUMEHEHHE B pa3IMYHbIX 00JACTAX, B YACTHOCTH, B  00pabOTKe TeHETHYECKMX [aHHBIX. B
MHCTPYMEHTAX, KOTOPBIE Peai3yoT IPOleAYpY BBIPAaBHUBAHUS I€HETHYECKUX II0CIEN0BATEIBHOCTEH,
MOTYT IIPUMEHSTHCS aNTOPUTMBI IBYX KJIacCOB: BBIpABHHUBAHWE Ha TUHEWHBIN pedepeHCHBIH FeHOM U
BbIpaBHUBaHUE Ha rpad, coctanennbii mo JIHK Heckonbkux oprann3MoB. [1epBbIif Ki1acc anrOpuTMOB
o0namaeT BBICOKOH CKOpPOCTBIO BRIpABHUBAHHS, B TO BpeMs KaK BTOpOH xapakTepuzyeTcsl OOJbIIeH
TOYHOCTBIO. Pa3paboTka Meroja W aJIrOpUTMOB BBIPDABHHMBAHHUS, KOTOpBIE COYETaloT B cebe
IIPEUMYIIECTBA 0OOUX MTOAX0/I0B, SABISETCS aKTyalbHOH 3aaueii.

OcHoBHBIE pe3yabTaThl. B 1uccepranyvu TNPENSIOXKEHBI: HOBBIH METOI BbIPABHUBAHHSI
TEHETHYECKHUX I[I0CIENOBATENFHOCTEH Ha pedepeHCHBIH TI'€HOM C HCIOJIB30BaHMEM JaHHBIX 00
M3BECTHBIX T'€HETHYECKHX BapuaHTaX, alrOpPUTMBI B COCTABE METO/a BHIPAaBHMBAHMSA I'€HETHYCCKHX
IIOC/IEJOBATEIbHOCTEH M aHATUTUYECKHWE OILEHKH WX BBIYHCIUTENBHOM U INPOCTPAaHCTBEHHOM
CJIOXKHOCTH 4e€pe3 JO0Ka3aTelbCTBO COOTBETCTBYIOUIUX TEOPEM, apXUTEKTypa W pealu3alisi CHCTEMBI
aHaM3a TeHeTHYCCKHX JaHHBIX Ha ©Oa3ze MpOrpaMMHOro KoHBeiepa g oOpabOTKM [NaHHBIX
cexBenupoBanus J[HK dgenoBeka ¢ ucmons3oBaHHeM MOAMMHUIIMPOBAHHOTO HWHIEKCA pehepeHCHON
T€HOMHOH I0CTIE0BATENBEHOCTH.

B muccepranmonnoit pabore Kapnynesuda E.A. momydeHs! cleAyIOmue OCHOBHBIE PE3y/IbTATHI:

1. ABtopoMm pa3paboTaH METOX BBIpaBHHUBAHHUS TE€HETHYECKUX IIOCIENOBATEIbHOCTEN Ha
pedepeHCHBIH F'eHOM ¢ HCTIOJIB30BAHHEM JAHHBIX 00 M3BECTHBIX FEHETUHUECKUX BapHaHTax.

2. ABTopoM pa3paboTaHbl alrOpUTMBI B COCTaBE METONA BBHIPABHUBAHUA TEHETHYECKUX
[IOC/IEAOBATENBHOCTEH ¥  CHENaHbl aHAIUTUYECKHE OILCHKH WX BBIYUCIHTEILHOH H
MPOCTPAHCTBEHHOM CIOXKHOCTH Yepe3 HOKA3aTEIbCTBO COOTBETCTBYIOUIMX TEOPEM.

3. Jlama omenka moTrpeGieHHs MaMATH Ui alrOpUTMa MOAMGHUKALMH MHAEKCAa Ha MOIEIHHOM
puMepe.

4. PaspaboTana apXUTEKTypa CHCTeMbI aHanu3a qaHHbIX NGS Ha 6a3e nporpaMMHOro KOHBeHepa,
PEAHM3YIOIIETO [IPEUTOKEHHBIH METOI BEIPABHUBAHUA F'€HETUIECKUX IIOCIIEI0BATEIEHOCTEH.

5. B paMKax MpeIOKEHHOM apXUTEKTYphl peaiu30BaH IPOrpaMMHBIA KOHBEWEp Ha OCHOBE
TIONYJIAPHOr0 MHCTPYMEHTA BHLIPABHMBAHMS IPOYMTAHHBIX HOCIEXOBATEILHOCTEH minimap?2.
[IporpamMMHEIL KOHBeHep anpoOupoBad Ha janHbIX npoekTa "The Genome in a Bottle".

6. PaspaboTaHHBI aBTOPOM MPOrpaMMHBIN KOHBeHep Id 0OpabOTKM JaHHBIX CEKBEHHPOBAHUSA
JJHK  uenoBeka ¢  HCIOMb30BaHWEM  MOIU(HUIKMPOBAHHOIO  MHIEKCA  [PEBOCXOIWT
CYHIECTBYIOIIHE peanu3alvy o mnonHore (Recall) uaeHTHGHUKAMKM OIHOHYKIICOTHAHBIX
nomuMopdusMoB. Kpome Toro, pazpaboTaHHBIM NpOrpaMMHBIH KOHBEHEp C UCMOJIB30BaHHEM

MOI[H(i)HHHpOBaHHOI‘O HHICKCa IIPEBOCXOIUT aHAJOTHYHBIN KOHBGﬁCp, I/ICHOJ'IBBYIOHII/II\;I



CTaHJApPTHBIA WHJAEKC, N0 KadecTBy (monHoTe, Recall) # KkonudyecTBY KadeCTBEHHO
BLIDOBHEHHBIX PHUJIIOB, IIPM 3TOM 3HA4YEHUsS] OCTAIbHbIX MeTpuk (Precision m F-score) He
YMEHBIIAIOTCH.

Hosu3Ha M0JTy4eHHBIX Pe3yJIbTaTOB 3aKII0YAETCs B TOM, UTO pa3pabOTaHbL:

® HOBBIM METOJ BBIPAaBHHBAaHUS M€HETUIECKUX [IOCIENOBATENLHOCTEH, KOTOPHIH coueTaeT B cebe
IPENMYIIECTBA METOZOB BHIPABHUBAHUS Ha JTUHEHHBIN pedepeHCHBIH T€HOM U BBIPABHUBAHUS
Ha rpad;

® pa3paboTaHbl HOBBIE aITOPUTMBI B COCTaBe METOAa BBIPABHHBAHUWSA TE€HETHYECKHX
[IOCJIEAOBATENBHOCTEN, IOKa3aHbl TeOpeMbl 00 WX BBUHUCIUTETHHOW ¥ TPOCTPAHCTBEHHOH
CJIOKHOCTH, Ha HX OCHOBE IIOJIYYEHBl aCUMIITOTHYECKHE OIEHKHM CIIOXHOCTH M Tpedyemoit
OIIEPaTUBHOM NaMSATH.

ABTOpOM BBINONHEH OOJBIION 00BEM HCCIeNOBaHMH B OONACTH  BBIPAaBHUBAHUS
IIOCJIEIOBATENBHOCTEX B IPUIOKEHUAX OuornHpopMaTUKH. [IpennokeHHBI# METOI BBIPABHUBAHUS
TEHETHYECKHUX II0CJIEAOBATENbHOCTE HAa pepepeHCHBIH TIeHOM C HCIIOJb30BaHUEM [aHHBIX 00
U3BECTHBIX TIEHETHYECKHX BapHaHTaX pealn30BaH IIOCPEACTBOM Momubukanud  GYHKIHR
CYWECTBYIOIIET0 HHCTPYMEHTa BHIPABHUBAHUS IEHETHYECKIX ITOCNIEA0BATENRHOCTEM Ha pedepeHCHBIN
reHoM minimap2. CaM HHCTPYMEHT il BRIPABHUBAHUS IMOCIIEI0OBATEILHOCTEH minimap2 J0CTaTOYHO
U3BECTEH M HCIIONB3YETCs, B TOM HHCIE, B KOMMepUeckux pemreHusx (Hanpumep, MGI MegaBOLT).
PesynpraTel paGoTel MOTYT HalWlTH NPUMEHEHHWE B HAyYHBIX HCCICIOBAHHUSX M IIPOMBIIIIEHHBIX
IpOeKTax, KOTOpble MpeamnoaraloT Maccopoe cekBeHuporanue JJHK ¢ momorbio Texnonoruu NGS.

3amevanus.

1. Banmupamus pa3paboTaHHBIX aJITOPUTMOB W pealii3aludd Ha 0aze MporpaMMHOIO KOHBEHeEpa,
pPaBHO KaK ¥ IEMOHCTpAIHs IPEUMYIIECTB 110 CPABHEHHIO C CYIIECTBYIOIIUMH HHCTPYMEHTAMHI
MpOBElICHa Ha 3TAJOHHBIX JaHHEIX. CTereHp OOIMHOCTH 3TOTO pe3ynbTara Uil HHBIX JaHHBIX B
TeKcTe JuccepTallud pa3bsicHeHa He BIIOJHE.

2. TlpuroM dYTO MIPOJEMOHCTPHPOBAHBI KOJIHYECTBEHHBIE INPEHMYIIECTBA pa3paOOTaHHBIX
AJITOPUTMOB H METOJIOB, M3 TEKCTa AUCCEPTAIMH HE SICHO, OBLIU JH C UX IOMOLILIO MOJIyYEHBI
Ka4eCTBEHHO HOBBIE OHMOMH(MOpMATHUYECKHE pe3ylbTaThl, MOIYYHTb KOTOPHIE B paMKax
CYILECTBOBABIINX paHee IIOJXOA0B He MPENCTABIAIOCH BOIMOKHBIM, 4 €CJTH HET, TO KAKOBbL
MEPCIEKTUBHEI ITOYYHTh TOJ00HBIE PE3yIbTaThl?

3. Ha pucynke 3.2 mpuBeaeHa cxeMa I[IPOrpaMMHOTO KOHBelepa Ui aHajau3a JaHHBIX
HOJIHOTEHOMHOIO CEeKBEHMpOBaHus W3 Habopa komBeiiepoB "Best Practices Workflows". B
TEKCTE HE ONHCAHO BIMSHHE INAroB II0 YIAJICHUIO IyOJUKaTOB U HNEpEKAIHOPOBKE KaueCTBa

IIPOYTCHHUS HYKJICOTHAOB Ha KaUeCTBO UTOIOBOTO pe3ybTarta.



4. B npunoxernun A.l B Tabmune 9 mpHBeNeHBI OLCHKH pabOTHI IPOrpaMMHOI0 KOHBeHepa IpH
Pa3HBIX [TapaMeTpax BEIYMCICHHUS MUHIUMHU3ATOPOB K U W, HE 10 KOHIIA IIOHITHO, SIBILIFOTCS JIH
3HAYEHHMA, BHIOpaHHBIE IO DPE3YIbTaTOM IPOBEAEHHBIX SKCIEPUMEHTOB, ONTHMAIbHBIMH M

HACKOJIBKO BaXXHO B KOHTCKCTC UCCJICAOBaHUA, 9T0OBI £ ¥ W OBLIH ONTUMAILHBIMH.

JIOCTOBEpHOCTL  NOJYYEHHBIX  PE3YNIbTATOB  IOATBEPXKAACTCS  IKCIIEPHUMEHTANbHOM ¢
TEOPETHYECKOHR NMPOBEPKOH paboTOCIOCOOHOCTH NPEANIOKEHHOTO TOAX0/a, a TaKXke arnpodaruell Ha
Hay4YHBIX KOHQEPEHIHAX | MyOTHKAIMAME B PEIICH3UPYEMBIX JKypHaIax.

Taxum obpazom, muccepramonHas padora Kapmynesnua Esrenus Auppeeswnua «IloctpoeHue
IIpOrpaMMHOIO  KOHBEHEpa s  BBIDAaBHHMBAHHS  IOCJIENOBATENBHOCTEH B IIPHUIIOKEHHUAX
ouonH(boOpMaTHKN» YHOBIETBOpPsAeT BceM TpebomanusaM BAK, mpenbsBiseMbiM K KaHIHIATCKIM
IUCCEPTAalXsIM, a aBTOp pabOThl 3aCTyXHBAaeT NMPHUCYXKICHHMS YYCHOH CTeneHHW Kanaunara (Qu3uko-
MaTeMaTH4YeCKNX HayK MO CHenuanbHOCTH 2.3.5 — MaTeMaTHuYecKkoe W IMporpaMMHOe obecrieueHue
BBEIYHCITUTENBHBIX CUCTEM, KOMILIEKCOB U KOMITBIOTEPHBIX CeTel.

Huccepramnonnas pabora W OT3BIB PaCCMOTPEHBI M YTBEPXKICHBI Ha 3acefaHuu kadeaps
npukinagaoit matematuku ~ HHI'Y, mpotoxonm Ne5 ot 27.10.2023r. Ha 3acemaHnu ceMuHapa

OpHUCYTCTBOBAIO 10 YE€JIOBEK, BKIIIOYAA ABYX JOKTOPOB H YETHIPEX KaHANUIATOB HAYK.
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