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Jobpebiin gerb, mexs 30ByT KnewmH AHTOH, 1 celidac s pacCKa)ky O CBOE
annnomHoii pabote "PaspaboTka anroputmos ckaddponanHra npu nomo-
LN OONOSHNTENLHOR reHOMHON. nHdopmaummn’



B ngeansHom mupe

Heckonbko cnoe o Tom, 4To Takoe cbopka reHoma.

Ectb Habop reHoMOB, KOTOpble MOXXHO CYMTaTb OLUHAKOBbLIMU, U WX Mbl-
TalOTCS MPOHUTATL W MOJTYHAOT OFPOMHBIVE HABOP KYCOHYKOB, KOTOPbIE Ha-
3bIBatOTCS pugamu. B npeane ns Hux reHomHble COOPLLMKIM MOMYT BOCCTa-

HosuTh BCto AHK.
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B peanbHocTn
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Ho Ha pene yaaércs BOCCTAHOBUTL TOJIBKO HEKOTOPbIE (PparMeHTbl. ITu
parmeHTbl HasblBalOTCS KoHTUramu. Ecnv nssecteH nopsfok fByx KOH-
TUFOB U PacCTOsIHME MEXZY HUMMW, TO 3TO Ha3blBaeTcs ckagghong. Pe-
hepeHCHbIM r€HOMOM Ha3bIBAETCA TANOHHbLI FEHOM ANS AAHHOMO BMAA
opraHusma.



B peanbHocTn
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OcHosHast naoes pa60TbI COCTOUT B TOM, 4YTO €CNN KTO-TO CKa>XET, 4YTO B
reHoMe OOJIKHa ObITb nocnefoBaTe/IbHOCTb, MOXOXXasd Ha Ty, HTO 063ep,e—
Ha KpaCHbIM, TO MOXXHO NOCMOTPETb Ha ABA KOHTWUra Bbille, MOHATb, 4TO
NX Kpas AOCTAaTOYHO MOXOXXW Ha Kpas BblAENEHHOIo (bparmeHTa n 3aTeEM
O6'be,£l|I/IHI/ITb BCE€ Tpn B O4UNH.



MoTunBauus

> [lepencnonb3oBaHMe HaKOMIEHHbIX Pe3ybTaTOB
» licnonb3oBaHune pe3ynbTaTOB CTOPOHHUX accembiepos
» llcnonb3oBaHne NOXOXXMX FrEHOMOB

» VnpoueHne MeTareHOMHOR cOOpKM 1CMoIb30BaHNEM
pecepeHCHbIX reHOMOB
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MN3HavanbHo BCE 3aTeBanoch aJjisi reHoMmHoro accembnepa SPAdes nog aru-
OO 'nepencnonb30BaHUs HAKOMJIEHHbIX Pe3ysbTaToB’, MOTOMY HTO €CTb
NCCNEefOBATENN, KOTOPbIM 3TO HY>KHO, @ NCMOJIb30BaHUE KOHTUIOB NOZ, BU-
OOM [JIVHHBIX PUAOB NX He YCTpauBsano.

Takke ecTb brosiory, KOTOpbIE NCNONL3YIOT APYroit accembnep ass cbop-
KU 13 CreLmansHoro Tuna pugos, a 3aTeM UCMOJb3YIOT ero pesy/bTaT Kak
aononHuTensHyto nicopmauuio 8 SPAdes.

Takxe eCTb [1Ba CKOpee TEOPETUYECKNX MPUMEHEHNS:

Bo-nepBbix, 3TO MCNONb30BaHNE MOXOXKMX FEHOMOB, TaKMX Kak Apyrue
WTaMMbl BakTepuii.

Bo-BTOpbIX, 3TO NpuMeHeHue B MeTareHomuke. B metareHomHoii cbopke
NPUCYTCTBYIOT pUfbl HE OLHOrO OpraHusama, a cpasy MHoxectsa. U ec-
N ecTb MHAGOPMALMS O TOM, KaK/Ne OpraHm3mMbl MOTYT NMPUCYTCTBOBAThL B
5TOM MHOXECTBE, TO MOXHO WCMOJIb30BaTb UX PeepeHCHble FreHOMbI A5
ynpoLeHns Bceii cbopku.



[TocTaHoBKa 3apa4n

Lens — pobaeneHne nogaepxKy KOHTUIOB B Ka4ECTBE BXOAHbIX

JaHHbIX A5 reHoMHoro accembnepa SPAdes

Uenb paHHol paboTbl — pobaBneHne MOALEPMKM KOHTUIOB B KavecTBe
BXO[HbIX JaHHbIX A5t reHoMHoro accembnepa SPAdes. [1ns atoro HyxHo

661710 pa3paboTaTh anropuTM, UCMOML3YIOWNIA KOHTUIW, PEasn30BaTh ero
> Peanusauns pacwmpenuns ans reHomuoro accembnepa SPAdes Ul NpOTeCTMpoBaTh.

» Paspabotka anroputma ckaddponanHra, Ncronb3yroLero
KOHTUIM

» TecTnpoBaHWe anropnTMa Ha W3BECTHbIX reHOMax
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Anroputm

» [locTpoeHue rpada cbopku
» KopoTkue pugbi
> KoHTuru

v

Vnpouwerne rpada
» BbipaBHMBaHME KOHTUTOB Ha rpad
» BrbipalwnsaHue nyTeii

» TouHoe coBnageHne ¢ NnyTaMn BblpaBHEHHbLIX KOHTUTOB

» HeTouHoe coBnaaeHue

» [locTtobpaboTka

Knewmn AHToH
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Cbopka B SPAdes ocHoBbiBaeTcst Ha nocTpoeHuu rpada cbopkn — Ha ero
pébpax HaxOAATCS MOCNEefOBaTENLHOCTM HYK/IEOTUAOB, a NyTb B HEM 0b-
pasyeT KoHTur. [1o3TOMy OCHOBHasi aest anropuTMa 3aklo4aeTcs B TOM,
4TObbI CHaYyana BbIPaBHATL BXOAHbIE KOHTUTM Ha rpad cbopku, To ecTb no-
Jy4nTb Habop nyTel, obpasytownx 3T KoHTUIM (MAKM UX HacTwn), a 3aTem
NCNOJb30BaTh WX KaK BCMOMOraTesbHbIE HA 3Tane BblpalyuBaHus nyTel.
Ha aTom atane bepyTcs HekoTOpble HavasbHble MyTU rpada 1 3aTeM K UX
KOHL,AM MbITAlOTCS NMPpUCOeanHsATL pebpa.

Ho BbipaBHuBaHme Ha rpad cOopkn — 3TO OYEHb BbINUCAUTENBHO3ATPAT-
Hasi ornepauusi, NO3TOMY NMPOUCXOAMT OHA He Hanpsimyto. CHavana KOHTUMK
MCMOMb3YTCA ANsi NOCTpoeHus rpacha cbopkn. 3aTem BO Bpems ynpo-
weHns rpadpa BCe pébpa, copeprkalyme OWnbKM, yaansTcs, HO MPU 3TOM
noxoxue pébpa obbenuHsaTcs. Tenepb BO BpeMsi BbIPAaBHUBAHUS KOHTU-
rOB MOXXHO CPaBHWBATLCS HE MPOCTO C MOACTPOKamMU pébep u Kak-To ux
BapbMpOBaTb, a C Yy>Xe 3apaHee U3BECTHbIMN BO3MOXHbIMW Bapuaumnamn.
Bnarogaps aTomMy BblpaBHMBaHME Ha rpac NPOUCXOAUT B COTHU pas bbicT-
pee KJ1acCUyecKMx asropuTMoB.



ApxnTekTypa

«component» E

StageManager

Ha atom cnaiige wsobpaxeH dparMeHT apxuTekTypbl cOopku B
SPAdes. 3pecb npuBeAeHbl KOMMOHEHTbI, KOTOpPbIE OTBEYalOT 3a 3Ta-

e Sy nbl cbopkm, ynomsiHyTole B anroputme. PuoneToBbiM BblgeNeHbl W3-
. 2 | wcomporents 2] — | — 2] MeHEHHble KomnoHeHTbl. Hybrid alining oTeeuyaer 3a BblpaBHUBaHuE
construction simplification hybrid aligning repeat resolving Ha FPaCb, CompositeEXtender 3aHUMAETCS  BbIPALLMBAHUEM nyTe|7|, a

OverlapsAndArtifactsRemover n PathPolisher seinontstor noctobpabot-
Ky nyTteii. OctaHoBUMCA nogpobHee Ha ABYX 3Tanax.

«component» E «component» E «component» E
: AndArtil It

Overlap: tifacts| athsPolis
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ApxutekTypa

TR MepBbiM BygeT BbipaBHMBaHME Ha rpadd. 3enEHbIM BbifeNeH HOBbIA Knace.
DTan BbIpaBHUBAHUSA BXOAHbIX AAHHbIX Ha rpad cbOpKuM HAYMHAETCS C
knacca HybridLibrariesAligning. On 3aHumaeTcs nogroToBuTenbHOR pabo-
GappedPathExtractorForTrustedContigs SequenceMapperNotifier «component» E TOW, cosaasasn un KOHCbI/II'ypVIpyH KNnaccel, 3aHNMaoWnecs BbIpaBHNBAHN-
hybrid aligning €M COOTBETCTBYHOLLMX TUMOB PUAOB, a 3aTEM CBSA3bIBAET UX C NOTOKaAMW
| BXOLHbIX AaHHbIX Yepe3 cuctemy ysegomnenuii SequenceMapperNotifier.
Bxtends MNMocne 3TOro oH Ha4MHAET MHOroOMOTOYHYIO 0bPaboTKy AaHHbIX.
GappedPathExtractor «interface» BasicSequenceMapper
SequenceMapperListener [ns BblpaBHMBaHWSA KOHTUIOB ucnosibdyetcs knacc LongReadMapper,
; A ; KOTOpbI/i MmapameTpusyetcs ABymsi anroputmamu: SequenceMapper n
: \V4 PathExtractionF. [epebiii 3aHuMaeTcs conocTaeneHmem KoHTura cppar-
«interface» & LongReadMapper «interface» MeHTaM pébep rpadpa. ITu pparMeHTbl 3aTeM CObUparoTcst, PuabTPyOT-
PathExtractionF SequenceMapper .
csi, 0bbenuHsAOTCS B pébpa, a 3aTeM 1 B NyTW BTOPbLIM ajJropuTMomMm.
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ApxutekTypa

«component» {l

CompositeExtender

SimpleExtender

Knewmn AHToH

!

«interface»
ExtensionChooser <l

Extends:

«interface»
PathExtender

A

LoopDetectingPathExtender

ExtensionCh
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Ha cragnu Bbipawmeanus nyTeli co3paércs Habop PathExtender'os B
COOTBETCTBUM CO BXOAHbIMM AaHHbiMU. Kaxabiii PathExtender nosso-
NSIET MPOAO/IKUTL MEpefaHHbIli emy nyTb Ha ogHo pebpo. C nomouybto
CompositeExtender Bce cozganHbie PathExtender'sl npumensitotcs nocne-
[OBaTENbHO B COOTBETCTBUM C HEKOTOPLIM NMPUOPUTETOM, NMOKa OAHOMY 13
HUX He YAacTCsl NPOAOC/KUTL MyTh.

OpHoin n3 peanusauuii PathExtender siensietca SimpleExtender. On na-
pameTpusyetcs anroputmom ExtensionChooser, kotopblii no nytu onpe-
[eNnseT, Kakue pebpa BO3MOXHBLI AN ero npofosixeHuns. B cnyyae ecan
npogoskeHne eanHcTeeHHo, Mmetogamu LoopDetectingPathExtender npo-
BEPSIETCS, MOXKHO /M [,06aBUTL ero.



MeTpukun

» Konnyectso 6onbLINX KOHTUTOB

» Konun4ecTBo CTPYKTYpHbIX OLINOOK
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B paHHoli paboTe bb1M NCNONB30BaHbI YETLIPE METPUKMU, HO AJISt EMOH-
CTpaunmn pe3ynbLTaTOB AOCTaTOYHO ABYX U3 HUX. DTO KOMYECTBO BONbLINX
KOHTWTOB 1 KOJINYECTBO CTPYKTYPHbIX OLINOOK.

VYMeHbLieHne Yncna BoNblLNX KOHTUIOB O3Ha4aeT, 4TO yAanocChb 06'bep,|/|-
HUTb HECKOJIbKO Apyrunx OONbLINX KOHTWUIOB B O4VH. I_|03TOMy 4H4eEM UX
MeHbLUEe, TEM ny4lLle.

CTpyKTypHble OWNBKN — 3TO MeCTa B KOHTUrax, B KOTOPbIX COegUHEHUS
6bITb He BOMKHO. TO eCTb COEAMHEHNS €CTb B KOHTUIE, HO OTCYTCTBYIOT B
pedepeHCHOM reHoMme.



TecTtuposaHue

KonnuectBo 60MbLLMX KOHTUIOB
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Knewwnn AnToH

B.cereus

B Teneps [ Panble

S.smaragdinae

E.coli

K.pneumoniae

P.stipitis
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B SPAdes yxe cyuiecTBoBasa BOSMOXHOCTb UCMOJSIb30BAaHUSI KOHTWTOB B
KayecTBe BXOAHbIX AAHHbIX, HO OHa (haKTU4ecKn siBAsinack Habopom as-
rOpuTMOB ANA OJINHHBLIX pUaoB, @ HE KOHTUIOB. TaK KaK KOHTUTN MO>XHO
paccMaTpuBaTbh Kak AJIMHHbIE pUAbl, TO 3TOT noaxon paboTan, Ho, oue-
BUAHO, [aNIEKO HE CaMbIM OMTUMasbHbIM 0bpasoMm.

Ha atom cnaiige npencraBneHbl pesynbTaThl HEKOTOPLIX COOPOK OANHOY-
HbIX OpraHu3aMoB. B kayecTBe BXOA4HbIX KOHTUIOB MCMNOAL30BaNNCL pedre-
PEHCHbIE TEHOMbI.

MepBbie NATL 21eMeHTOB ABAAIOTCA BakTepusmMu, a nocnegHuii — rpubom
C AEBATBLIO XPOMOCOMaMM (TO €CTb MUHUMYM J€BSITb KOHTUMOB AOJKHO
6biTb). YV rpnboB reHoM 3Ha4YNTENLHO CAOXKHee, noaToMy rpad cbopku
NONy4aeTCs 3anyTaHHEe, 1 NO3TOMY TaKOe PE3KOE yXYALUEHME Pe3y/bTaToB
MO CPABHEHMIO C OCTaJIbHbIMMW FEHOMaMU BMOJIHE OXXUAAEMO.



TecTtuposaHue

KonnyecTtBO CTPYKTYPHbIX OLLIMBOK

B Teneps [ Panble

2 N3 atoro rpachuka BUMAHO, YTO KONMYECTBO CTPYKTYPHbIX OWINBOK Takxe
YMEHbLUNOCH.

A.mirum B.cereus  S.smaragdinae E.coli K.pneumoniae P.stipitis
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Tectuposatue, Flye

A.mirum

[ SPAdes [ Flye

30

20

SPAdes+Flye Tenepb

; ]

Ownbkm

Knewwnn AnToH

I Spades+Flye paHblie

KoHTtum
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B Hauane npeseHTaumm s ynommHan brnonoros, KOTopble UCMOJb3YIOT CTO-
poHHuii accembnep. Onu ncnonbsytoT Flye ana cbopkn us cneymnansHoro
TUNa pUZOB, MOJYHAlOT He O4YeHb xopowwuii pesynbTaT cbopKuM, KOTOPbIi
ganbuie ncnonbsytot B SPAdes yxe co Bcemn JOCTYMHLIMU UM prAaMu.

W3 rpacbukos BugHo, 4To fobasneHue pesynstaTtoB Flye gano npupoct no
CpaBHeHUWto ¢ 4ncTbim Spades.

3pecb pesynbTaThl He roBopsT O nuoxoii pabote Flye, emy npocto patot
TakKue BXOAHbl€ AaHHbIE, HTO Nydlle caenatb C/O0XKHO.



TecTupoBaHue, meTareHoMm

KonmuecTBo 60/MbLLINX KOHTUTOB
B Teneps [ PaHblie
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Ha sTom cnaiige nokasaHbl pesyasTaTbl TECTUPOBAHUS HA METareHOMHON
cbopke. Puabl Bcex bakTepuii ¢ rpacdmka nepegasanucs B accembaep oa-
HOWi Kyu4eil. B kauyecTBe koHTWUroB nepefaBanucb pedepeHcHble FeHOMbI
bakTepuii.

BugHo, 4To Ansi HeKOTOpbIX bakTepuii KONHYECTBO DONbLLINX KOHTUFOB BO3-
poC/Io, TO €CTb Pe3yNbTaTbl NO 3TON METPUKe YXYLALIUIUCH.



TecTupoBaHue, meTareHoMm

KonuuecTtBo CTPYKTYPHbIX oLmnboK
B Teneps [ PaHblie
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Ho 3peck rnaBHbIM JOCTUXKEHUEM SIBASIETCS TO, HTO YAANOCh CYLLECTBEHHO
YMEHbLINTL KOJINYECTBO CTPYKTYPHbBIX OWNOOK. ITO BaXKHEe, MOTOMY 4TO
6rosnory HaiiTn oWNbKy B COOPKE 3HAYUTENBLHO CIIOXKHEE, HYeM 0ObefUHUTL

KOHTWUT K.



3akato4eHne

» PaspaboTaH anroputm ckadpdonanHra, ucnosb3yoLero
KOHTUIN
» AnropuTMm BbIpaBHUBAET KOHTUMM Ha rpadp cObopku, a 3aTem
NCNONb3YET NOJIyHEHHbIE NMYTU NPUN paspeleHnn NOBTOPOB
» PeannsoBaHo pacluvpeHne ansi reHoOMHOro accembnepa
SPAdes
» PeanusosaHo Ha a3bike C++
» PacwupeHne nossonsieT shheKTUBHO NCMOAb30BATL KOHTUMY
B KaYeCTBE BXOAHbIX AaHHbIX
» WcxoaHblii kog SPAdes gocTynen no ccouike:
https://github.com/ablab/spades/.
> ANropuTM NpoTECTMPOBAH Ha W3BECTHbLIX FEHOMaXx
» [IpoTecTnpoBaHO Ha COOpKax OAMHOYHbBIX FEHOMOB C BbICOKIM
N HN3KNM Ka4e€CTBOM BXOAHbIX KOHTUIOB, @ TaK>XXE Ha
MeTareHoMHoii cbopke
» Tenepb coeguHsieTcst 6oMbLIE KOHTUIOB C MEHLLLMM
KOJINYECTBOM OLUIMBOK MO CPaBHEHWIO C MPefbliayLWwM MOgyeM
SPAdes

Knewmn AHToH 9 nionsi 2020 r.

WTak, B x0ae AaHHOA paboTbl BbIN AOCTUMHYTLI Clefytolne pe3yibTaTh.
PaspaboTaH anroputm ckadpcposngmura, ncnonbsyrowuii konTuru. Peanu-
30BaHO paclumpeHmne ans reHomHoro accembnepa SPAdes Ha sizbike C++.
OHo BOIAET B COCTaB CrieAytowero pennsa. A Takxe NpoBefeHO TeCTUpo-
BaHWE HAa W3BECTHbIX FEHOMAaX, U OHO MOKa3asjo, 4TO Tenepb CoeAUHSET-
cst 6oNiblue KOHTUIOB C MEHBLUVUM KOAUYECTBOM OLLIMOBOK MO CPaBHEHMIO C
npeablaywmm mogynem SPAdes.


https://github.com/ablab/spades/

