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HNPUMEHEHHUE AJITOPUTMOB KAPTUPOBAHMUS 1P AHAJIM3E MHOI'OMEPHBIX
JAHHBIX CEKBEHUPOBAHMUSA

A.B. Jlunkuna, /1.B. Illex

Boponesicckuii uncmumym gvicoxux mexuoao2uti, 2. Boponeoic, Poccus

B Hacrosimiee Bpemss B pe3yibTaTe HEOOXOIMMOCTH OOpabOTKH 3HAYMTEIBHOTO 00beMma
MHOTOMEPHBIX MACCUBOB JIaHHBIX PE3yJIbTATOB CEKBEHUPOBAHHS BOSHHKAET OCTPast HEOOXOIMMOCTh
MHTETpalii METOJO0B MAIIMHHOTO OOy4YeHHMsT M aBTOMATHU3allMM TMpU aHaJu3€ IOJyYEHHBIX
pe3yJIbTaTOB. JTO MO3BOJISET CYIIECTBEHHO YCKOPUTH IMpoliecchl 00paboTku WH(MOpMAIMK |, YTO
0COOEHHO Ba)KHO, MOBBICUTh TOUHOCTh UCCJIEOBAHUM U YCTPAHUTh aHOMAJIUU MPH COMOCTaBICHUH
MOCNIEOBATEILHOCTEH 10 CPaBHEHHIO C OTaJOHHBIM TE€HOMOM. I[lOCKOIBKY OTO SBISIETCS
dbyHIaMEeHTATBHOM 3ajaueld OMOMH(POPMATHKH B OOJBITMHCTBE COBPEMEHHBIX Case-CpPeCTB,
pa3BUTHE TPOTPAMMHOTO HMHCTPYMEHTapus U Pa3IUYHBIX TIATGOPM Ui BBIIOJTHEHUS
BBICOKOITPOU3BOUTEIILHOTO CEKBEHUPOBAHUS SIBISICTCS KpallHE aKTyalbHbIM. PazmuuHble METOJIbI
KapTUPOBAHUS PEINAIOT JAaHHBIC 33/1a4d MO-Pa3HOMY, OJIHAKO, UCCIICOBATEISIMU OTMEUYAETCs, YTO
IpU aHajJHM3e paHee HEeoNyOIMKOBAHHBIX T€HOMOB YCIOXKHSETCS 3ajJada MX oOpaTHOM «COOpKmM»,
OCOOCHHO TpH BBINIOJIHCHHM KOPOTKHMX YTCHHMH. Ha CEromHsAIIHUN JeHb HMMEETCS IEJbIH Ppsi
MPOrPaMMHBIX pPELIEHUH, OCHOBAHHBIX Ha aHaJIM3€ PE3YyJbTaTOB <JITMHHBIX UTEHUI», KOTOpHIC
MO3BOJIAIOT CYIIECTBEHHO COKPATUTh BPEMSI I CTOMMOCTH ITPOBEICHUS MIOTHOM ITOCIIEI0BATEIEHOCTH
T€HOMOB pPa3JIMYHbIX OPraHU3MOB (HauMHas OT OakTepui, 3aKaH4YMBasi TeHOMOM uesoBeka). Cpeau
Takux MIaTGopM Bce OONBIIYI0 MOMYJISIpHOCTH HaOupatorT pemenus ot Oxford Nanopore
Technologies, Pacific Biosciences, [llumina, Thermo Fisher Scientific u psan apyrux.

OpHako, y OTMEYEHHBIX HAMU WHCTPYMEHTOB B OTJIMYKE OT CEKBEHHUPOBAHUS HOBOT'O MTOKOJICHUS
(next-generation sequencing, NGS) mpu BBIIOTHEHUH IJIMHHBIX UYTEHHUH BO3pPACTAaeT MPOICHT
Pa3IMYHOTO TUMA OIMHUOOK (IO HEKOTOPHIM HCCIIENOBAaHUSAM MPUHUMAIOIMINN 3HaueHue 1o 15 % B
CpaBHEHUU C TpagulmoHHBIM -1 %). [loCKONBKY 3TO CBSI3aHO C BBICOKOM 3allyMJIEHHOCTBIO,
COBpPEMEHHBIE UCCIIEIOBAHMSI B 001aCTU KapTHUpOBaHUs TPeOyIOT pa3paboTku Oosiee COBEPIICHHBIX
QIITOPUTMOB BBIpAaBHUBAaHUS IS 3((EKTHBHONW pabOTHI MpU CeKkBeHHpoBaHWHM de novo. AHamu3
CYIIECTBYIOMIMX pabOT MOKa3bIBaeT, 4TO Hambosnee >PPEKTUBHBIMHU AITOPUTMAMH BbIPABHUBAHUS
npu 3ToM sBIsitoTest IRA, LAMSA u Winnowmap?2. [IpuHiun ux AeicTBUS OCHOBaH Ha Pa3HBIX
Mexann3max. B LAMSA BbIpaBHUBaHHE OCHOBAHO Ha M3BJICYEHUH CEPUU KOPOTKHX (PparMeHTOB U
HAXO0XICHUY MPUOJIM3UTEIHLHOTO COOTBETCTBHS U3 KaXI0TO YTCHUS Ha pe()ePCHCHOM reHOMe. 3aTeM
BBITIOJIHSICTCS TIOCTPOCHUE AIIMKIMYECKOTO Tpada u BeIOMpaeTcs OCHOBA (Y4acTOK, «OMOIMOTEKAY)
JUTSI TUHAMHYECKOTO TporpaMMupoBanusi. [1oaxoa AMHAMHYECKOTO MPOTPAMMHPOBAHUS COCTOUT B
TOM, YTOOBI PEIIMTh KaXAyI TOJ3aqady TOJBKO OJWH pa3, COKPaTHB TE€M CaMbIM KOJHYECTBO
BBIYUCIICHUH. DTO OCOOEHHO TMIOJIE3HO B CIydasX, KOT/Ia YHCIO MOBTOPSIONIUXCS I10/3a/1a4
HKCMIOHEHIIMATBFHO BEJIMKO, B YAaCTHOCTU MPHU BHINOJHEHHH AJUHHBIX YTCHUW, HAMpUMep, MpH
aHaJN3e YKCIPECCH reH BO3MOKHOCTh aHANIN3a YKCIPECCHH TEHOB B OMOJIOTHYECKUX CUCTEMax B
ouonorunueckux cuctemMax. Kaxxaplii 13 0TOOpaHHBIX paHee y4acTKOB COACPKHUT CEPUU KO-THHEHHBIX
W/ WIN HE-KOJWHEHHBIX 3HAYCHHWMA. 3aTeM, aJrOpUTM KIACCUPUIUPYET TPOOEThl BHYTPH
«OUOMMOTEK» HA YETHIPE KaTeroOpuu (COBNaAeHNE, TyOIMpoBaHue, YAIeHUE U BCTaBKa) U 3alOJIHIET
po0esibl, YTOOBI HAWTH TOUYKHU pa3pbiBa F€HOMA.

Anroputm Winnowmap2 OCHOBaH Ha CHEIUAIN3alNA METOAa TOYHOTO KapTUPOBAHUS IITUHHBIX
YTCHUA Ha TIOBTOPSIOMIMXCS «OMOMMOTeKax» B pedepeHCHOM TEeHOME Ha OCHOBE UTCHUI
MUHUMAaIbHOHN UIMHBI. B TaHHOM ciyyae y4acTKU MOXKHO MPEACTABUThH B BUJE MOJCTPOK, KOTOPHIE
BBIPABHUBAIOTCS Ha KOHIIAX C ATAJIOHOM C KA4e€CTBOM OTOOPaKEHUS BBIIIE 33/1aHHOTO MTOJIb30BaTEIIEM
nopora. Winnowmap?2 nepBoHauaibHO BerarcisgeT MCAS u3 mogMHOKeCcTBa paBHOYAAIEHHBIX IPYT
oT npyra ctapToBbix no3urmii. [Ipu BerauciaeHnrn MCAS mpocTpaHCTBO TMOWICKA BBIPABHUBAHHUS
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COKpAIIlaeTCs 3a CYET UCIO0JIb30BAHUS AITOPUTMA B3BELICHHOW MUHUMM3HpYIOLIel BeIOopkH. Jlanee
AJITOPUTM H3BJIEKAET SIKOPHbIE TOUKH, KOTOPbIE KOJMHEApHbI B Ka)KJOM BbIpaBHHBaHMH. Hakoner,
JUIs 3amllOJHEHUS] MPOOEIOB MEXAY MapaMy IOCIeA0BATEIbHBIX SKOPHBIX TOYEK BBIMOIHAETCS
BbIPaBHUBAHUE I10 110OJIOCAM.

Takum 00pa3oM, HaMU MPOBEACH CPAaBHUTEIbHBIN aHAJIN3 aJrOPUTMOB KapTUPOBAaHUS IPU
IpOBEJCHNN cekBeHUupoBaHuss NGS, KOTOpble CHOCOOCTBYIOT YIPOILEHUIO pEIIEHUs 3aj1ad
COBPEMEHHOM MEIUIMHbI, T€HOMUKH, (UIOTEeHETUKM © MHOroMm aApyrum. IlokazaHo, uTO
CEKBEHMPOBAHHE HEYCTOMUMBO K TEXHMYECKUM OLIMOKaM, KOTOpbIE€ MOTYT BIMATH Ha Hay4yHbIE
BbIBOAbI. OOOCHOBAaHO NPUMEHEHHE COBPEMEHHBIX METOJOB MeTaaHaliu3a MHOIro(paKTOPHBIX
JTAaHHBIX, KOTOPBIE MPEJICTABIISIOT COOOM pe3yabTaThl JIIMHHBIX U KOPOTKUX IPOYTEHUN U CPaBHEHUS
Ha peepeHCHOM I'eHOME.

Paboma evinonnena npu 2panmoeoii noooepicke DedepanbHozo azeHmMcmea no oenam moooéxcu (Pocmonooéicn)
Coznawenue Ne 091-10-2023-069 om 23.05.2023 2. npoexm «Hayka paoomy.
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