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B crathe paccMaTpuBaeTcsl MOAXOA MPeroOpaboTKH (parMeHTOB (PHIOB), HOTYYEHHBIX IO
NGS TexHOIOruH, MO3BOJSIONIMI 3HAYNTENBHO COKPATUTh 00BEM BXOJHBIX JaHHBIX, HCIONb3Ye-
MBIX B cOOpke OonbuIMX reHoMoB. OCHOBHasi upaesi — QUIBTPALUS PHIOB OT IOBTOPSIOMINXCS
9JIEMEHTOB, HE HCHOJIB3yEeMBIX B OSIIKOBOM aHalIM3e JAaHHBIX. Pa3paboTaH mapajuleNbHbIH Bepo-
SITHOCTHBIM aNTOPUTM (DHIIBTPAINH, TO3BOJIIONIMK 3HAYUTEIBHO COKPATHTh PE3yJIbTHUPYIOIIEe
Bpemsi de Novo cOOpkr reHoMa ¢ MHHHMAJIBHOW MoTepel koaupyrolei nHpopmaruu. Peanza-
LS aJrOpUTMA HalpaBlieHa HA JOCTIDKEHHE MaKCHMalIbHOro OblcTponelcTBus. KoppekrHocTh
paboTHI adropuT™Ma M MPOrpaMMBbI TECTUPOBANAch Ha MoJeIbHOM pacteHun Arabidopsis Thaliana
[6], ubst mnmHA TeHOMa cocTaBnseT okoio 140 MIH map HYKJICOTHIHBIX OCHOBaHWH (IL.H.O.).
C6opka reHoMa OCYIIECTBISIach FTeHOMHBIM accembiepom SPAdes. Bepudukarus npoBoauiach
MeTo0M BelpaBHHBaHus puoB PHK Ha nonyuennyro c6opky. B pesynbrate paboThl IporpaMmel
JIOCTHUTHYTO 3HauuTenbHoe (6omee 20 %) cokpamenne HcXomHbIX gaHHBIX NGS ¢ mortepeit koau-
pytomei napopmarmu B peaenax 0,005 %, mpu yMEHbIICHUH BPEMEHH PabOThl TEHOMHOTO ac-
cembiepa SPAdes Gonee uem B 2 pasa.

Knioueevie cnoea: mapasienbHbIi alrOPUTM, KIIACTEpH3alusi, OHOMH()OPMATHKA, TTOBTOPHI,
¢bunpTpanus, acceMbmpoBanue reaoma, [llumina, SPAdes, Abyss.
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BBenenue

AcceM0nIMpoBaHNE TEHOMOB SIBIIIETCS Ba)KHBIM 3TAINlOM HCCIIEJOBAHHUSA OPraHU3MOB
METOJaMH MOJIEKYJISIpHOH Ouosoruu. AcceMOIMpOBaHHE BBINOJHSAETCS C MOMOUIBIO
CIEIMATbHBIX ITAKETOB MPOTPaMM Ha OCHOBE PE3yIIbTAaTOB 00pabOTKH OHOIOTHIECKOTO
Marepuala ¢ MOMOLIBIO CIIEIMANbHBIX YCTPONCTB, Ha3bIBAEMBIX CEKBeHaTopamHu. B mo-
clefHee BpeMsl MPOM30IIIEN TEXHOIOTHUECKUH MPOPBIB B METOIaX ONpPEEICHUS TToCIe-
nosatenbHocteit [IHK B Ouomarepuane. YcrpoiicTBa, Ha3blBaeMble CEKBEHATOPaMH
HOBOTO MokoJeHust (NGS), BBIIAIOT B pe3yibTaTe CBOEH paboTe 0YeHb OOIBIIOE KOIH-
4eCTBO KOPOTKHX (PparMeHTOB HyKJIEOTH/IOB, Ha3bIBaEMbIX pujamu (mpoureHusmu). Ha
OCHOBaHHMHM 3THX JAHHBIX MOXKHO C ONPEIEJICHHOW TOYHOCTHIO TOJIyYHTH ITOCIEI0BA-
TEJILHOCTh T€HOMa JJIsl UCCIIEAYeMOro OpraHu3Ma, B pe3ylibTare Ipolecca acceMOu-
poBaHus pumoB. Cpeau aqropuTMOB acceMOJIMPOBAHUS PA3NYAOT acCEMOIHMPOBAHUE
Ha OCHOBAHMH CXOJICTBA C YK€ U3BECTHBIM I'€HOMOM POJCTBEHHOTO BUJA, JINOO acceM-
O6nmupoBaHue 0e3 NMPUBIECUECHHS JONOIHUTEIBHOW HMH(OPMAINH, KOTOPOE HA3bIBACTCS
accembmpoBanuem de Novo.

[ reHOMOB XBOMHBIX, UMEIOIIUX 3HAUYUTEIbHBIN pa3Mep, KOTOPbI COCTABIISIET OT
12 no 30 Gb u comepxkammx a0 82 % MOBTOPSIOMIUXCS 3JIEMEHTOB (IIOBTOpOB), de

HccnenoBanue BBIMONHEHO B paMKax IMpoekTa «[ eHOMHBIE MCCIIEA0BaHHS OCHOBHBEIX Oope-
aJIBHBIX JIECOOOPAa3yIOMNX XBOMHBIX BUIOB M MX Hambolee ONMacHBIX MaTOreHoB B Poccuiickoif
Denepanuny, punancupyemoro Ilpasutenscrsom PO (morosop Ne 14.Y26.31.0004).
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Novo cbopka (acceMOMUpoOBaHKE) ABISACTCS JOCTATOYHO CIIOKHBIM ITPOILIECCOM, TPEOy-
FOIIMM 3HAYUTENFHBIX BEIYUCIUTEIBHBIX pecypcoB [1] v moaxomoB, OTIIMYHBIX OT MOJ-
XOJIOB, TIPUMEHSIEMBIX B COOpKe HeOONbIIMX TeHOMOB. COOCTBEHHO OCHOBHBIMH IPO-
O6eMaMu ABISIOTCS OOJBIION 00beM BXOIHBIX JAaHHBIX M HAJMYKE BBICOKOTO MPOLEHTA
MTOBTOPSIONINXCS SJIEMEHTOB, YTO YCIOXKHAET COOPKY MPOrpaMMaMH, HCIIOIb3YOIIUMH
MeToIbI [2], ocHOBaHHbBIe Ha rpadax ne bpéitHa. MHOTHE COBpeMEHHBIC acCeMOJIepEI,
Takue kak SPAdes [3] win Abyss [4], BKIIOYAIOT B ceOs CreIUAbHBIC MPOLEAYPHI IS
ydeTa MOBTOPOB, HO HE CIIOCOOHBI 00paboTaTh OOJbIIME 00BEMbI BXOJHBIX IaHHBIX,
TpeOyemble Uit COOpKM T'€HOMOB XBOHHBIX. COOTBETCTBEHHO, aKTYallbHOH SIBIISIETCS
3aja4a pa3pabOTKH METOJIOB IOJArOTOBKHM BXOJHBIX JaHHBIX (PHIOB, MOJYYEHHBIX MO
texHosorun NGS) emé no stama acceMONMPOBaHUS, MO3BOJSIONIMX YMEHBIINTh HX
00BeM 0e3 moTepu Koaupyromeil nHpopMaiu 1, Kak pe3ylbTaT, 3HAYUTEIBHO YIIPO-
ctuth 3Tan de Novo acceMOIMpoBaHUs OOJIBIIIX TEHOMOB.

1. OcHOBHBIE MOHATHSA

I'eHoM (aHT. genome) — YHUKaNbHAs WHPOPMAIUS, XapaKTePU3YIOMmas OpraHu3M,
n3pnekaemas u3 JIHK u npencrariennas kak crpoku B andasure {A, C, G, T}.

CekBenupoBanue (aHri. sequencing) — o0llee Ha3BaHUE METOJIOB, KOTOPbIE ITO3BO-
JIIIOT YCTAHOBUTH TIOCIIEN0BATENBHOCTh HYKI€oTU10B B MosekyJie JJHK nnu PHK.

Next-Generation sequencing (NGS) Illumina — TeXHOJIOTHSI CEKBEHUPOBAHUS HOBO-
o MoKoJeHus oT koMmnanuu Illumina.

Pun (amrn. read) — otnenpHas mocnenoBarenbHOCTE (pparment JJHK), momydyennas
B PE3yJIbTaTe CEKBEHUPOBAHHUS, IMEET JUTMHY BO MHOTO Pa3 MEHBIIIE, YeM CaM TCHOM.

Konturn — Habop ¢parmento JIHK, koTopbie B COBOKYITHOCTH MPEACTABISAIOT CO-
601t koHCeHcycHyTo oomacth JTHK.

[ToBTOPEI — YACTO MOBTOPSIFOIIUECS MTOCTICIOBATEIIPHOCTH B TEHOME.

AccemOnupoBanue (cOOpka) reHoMa — IMPOLECC OOBECAUHEHUS PUIOB (TCHOMHBIX
JTAHHBIX) B IPOJODKUTEIBHBIE TOCIIEA0BATEILHOCTH TeHOMa (KOHTHUTH).

de Novo cbopka — acceMOIUpOBaHHE T€HOMA BIICPBEIC, 0O€3 HCIIONB30BAHUS YiKE
CYILIECTBYIOIIUX COOPOK.

Koaupyromiye nanHble — MOCIEN0BATENLHOCT HYKIEOTHOB B T€HOME, KOAUPYIO-
masi OeJIKH.

2. AJroput™m

2.1. Unen

B nporecce cekBeHHpoBaHUS MOBTOP, KaK U JIr00ast Ipyrast 4acTb TeHOMa, pa30uBa-
eTcsa Ha pHUIBI OnpeeneHHON nHbl. CyIIecTByeT ABa BO3MOXKHBIX CIICHApHsl TaKOro
JpoOJieHus: Korja JuiiHa pujaa Oosnblie (MM paBHO) JUIMHBI OBTOPA M KOTJa MEHBIIIE.
B ToM citywae, korna JUIMHA pHIa OKa3bIBaeTcs OOJIbLIE JIHMHBI IOBTOpPA, KOJIHYECTBO
PHIIOB, COIEpPXKAIINX ITOBTOP, OyA€T MPUOIM3UTENIHHO PABHATHCS M3HAYAILHOMY KOJH-
YeCTBY BCTpEU 3TOro MOBTOpa B reHoMe. Bo BTOpoM cityuae, korja JuliHa puia MEHbIIE
JUIMHBI TIOBTOPA, PUABI MOTYT Pa30MBaThCS HA ABE KATETOPUH:

® PUABI-MOBTOPBI — PUABI, SBISIOMINECS MOIIOCIEI0BATEIBHOCTRIO KaKOTO-TH00
MIOBTOPA;

® KOHIeBbIe PHIbI — PUJBI, B KOTOPBIX NMPEICTABICHBI JUIIb HAYaJO WM KOHEI]
MIOBTOPA, a TAKXKE YaCTh TEHOMA, HE OTHOCSIIAsICA K TIOBTOPY.

Ha puc. 1 noBrop R pa3our Ha pussl, cocraBisiomux rpynnsl A u B. I'pynma A co-
CTOUT U3 KOHIIEBBIX PUJIOB, a rpynna B — u3 puaoB-noBTOPOB.
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Puc. 1 — JIBe kateropuu pujoB MOBTOpa

Fig. 1 — Two categories of reads of repeat

Haubonee nHTEpecHa KaTeropus pUAOB-TIOBTOPOB, KOTOPHIE B OTIMYHE OT KOHIIE-
BBIX PHUJIOB COCTOSIT MCKJIFOUMTENBHO U3 YacTel nmoBropa. [yt 3Toi KaTeropuu, UCXoas
U3 TIOJIOKEHUS], YTO MOBTOPBI BCTPEUAIOTCSl B TeHOME 0oJiee OJHOTO pa3a, MOXKHO BBe-
CTH CJIeIyOIIHe OPEACICHNUS:

e IBa pPHUJAa HA3BIBAIOTCH «MOXOKMMM», €cIi OHM HUMeroT N m Oornee o0mmxX
OJIIIOCIICIOBATEILHOCTEH (PUKCHPOBAHHOW JIHHBI (fHanee, K-MepoB). Ha puc. 2 mpen-
CTaBJICHBI ABa TaKUX puaa, SABJIAIOIIHUECA MMOXOXKHWMHU IMPU TPEX OAMHAKOBBIX K-MEpax
IUIMHEL 9;

T;GrAACTGI—kITAIGTCAGI—XR}']GACTCGTCITCCC GCGCG‘IGATAAGTTGCACT CG

— —— ——
TTAGGCACCTCAT bAACTGﬁTAbTCAGAﬁC GACTCGTTTCCCGCGCGGAT

Puc. 2 —Tloxoxue puast
Fig. 2 — Similar reads

® KJIACTEP PUIOB CUMTAETCH KJIACTEPOM C PUIAMHU-TIOBTOPAMH, CCIIU BCE PUJIBI B
HEM MOXO0XKH MEKIY co00i H pa3Mep KiacTepa OOJbBIIEC WK PaBeH 3alaHHOMY TIOPOTY.
Ha puc. 3 npencrasieH npumep mogo0HOT0 Kiactepa (i ynoOCcTBa pyIbl BEIPABHECHBI
o moxmnocienoBarenbHocTH «CCCGCGCGGy).

Puc. 3 — Knacrep puioB-oBTOpoB
Fig. 3 — Cluster of reads-repeats

«KitactepoM yHUKaIBHBIX PUIOB» ABJSETCS KIAcTep, pa3Mep KOTOPOTO MEHBIIE He-
KOTOPOTO 33/JaHHOT0 Topora. Jlanee 1Mo TeKCTy Takue pUAbl IMEHYIOTCS «yHUKaJIbHBIMH



102 A.H. IJoi6un, B.B. lllapos, FO.A. [Tymunyesa u Op.

pHIaMI» U PacCMaTPUBAIOTCS BHE KOHTEKCTa KIacTepoB. TakuM 0Opa3oM, KIacTepHu3o0-
BaB PHIBI 10 TIOXOKECTH MEXIy COO0OH M OT(GHUIBTPOBAB KIACTEPHl C PHUIAAMH-
MIOBTOPAMH, MBI IIOJIyYaeM JIMIIb YHUKAIbHBIE PUIBL.

2.2. OcHOBHBIE 3TaNbI Pa00OTHI AJITOPUTMA

Jtan npeaodpadoTku. PabounMu enuHUIIAMH aJrOpUTMa SIBJSIFOTCS K-MEpBI, HMC-
MOJIb3yEMbIE INTaBHBIM 00pa3oM ISl OIpEesICHHs] IOX0XKECTH PUIOB, TOITOMY IIpEBa-
pHUTENBHO pa30uBaeM BCe PHUIBI HA K-MEpbI 33/1aHHOM KOHCTaHTHOW JuinHbl. CpaBHHBA-
HUE K-MCPOB pUIO0B, BMECTO CaMUX PHUIOB, IO3BOJIACT YMCHBIIUTL BJIMAHUC MyTaLIHf/II,
BCTAaBOK, yJaJIeHWH WJIM OIIMOOK YTEHMs HYKJICOTHIOB CekBeHaropa. Kaaplii K-mep
MPHU TEHEpPAaIMi COOTBETCTBYET KaKOMY-IHOO puay. Dta uHGOpPMAIHS COXPAHIECTCS B
CTPYKTypE JaHHBIX, TA€ KIIOUYOM SIBIISIETCS K-MEp, a 3Hau€HHE — BEKTOPOM HHJEKCOB
pPHIOB, B KOTOPBHIX JIaHHBIH K-Mep BCTpedaeTrcs (nayee Takas CTPYKTypa Ha3bIBacTCs
«CTPYKTYpa MHJEKCAu pUIOB 110 K-Mepam» nin «CHUPK»).

Ha puc. 4 nokasana rpaduueckas natepnperannss CUPK. Pun «ATGCGA» mon
HOMepoM 4 pa3buBaercs Ha 4 k-mepa. B CUPK 3anocuTcs madopmMaius o Tom, 910 K-
Mephl HalJeHsl B puie. Bce MaccuBBI MHIEKCOB XpaHATCA B OTCOPTUPOBAHHOM BHJIE,
MIOCKOJIbKY pa30ueHHe POUCXOAUT MOCIEIOBATEIbHO.

IS
Nl W

1 3 1 2 2 1

MaccHBbI MH/IEKCOB PHJIOB,
B KOTOPBIX BCTPETHIICH K-Mep

‘ ATG |AAA ‘ T6C ‘GCG | T ‘ CGA | Rinoag
K-MEpPEBI

ATG ‘ |TGC | ‘GCG | ‘ CGA | KMEDEL

pujia

ATGCGA

Pup, Ned

Puc. 4 —I'papmuaeckoe npencrasienue CHPK
Fig. 4 — Graphical representation for SIRK

Jrtan kaactepu3amun. CieoM 3a 3TarnoM npenoOpaboTKH HAYMHAETCS dTall Kia-
CTEpHU3ALUH PUI0B, HEOOXOAMMBIA JUIS ONpPENENICHNUS YHUKAIBHBIX PHIOB M PUAOB-
noBTOpoB. Kaxkaplii pu paccMaTpuBaeTcsi OTAEIBHO, KAK COBOKYIHOCTh K-MEPOB €T0
COCTaBIISIFOIIMX, T/I€ U3 K-MEPOB pHJIa CIy4aiiHO BHIONpPAETCs 3a1aHHOE UX KOJIMYECTBO.
BribpannbIe K-MephI paccMaTpHUBalOTCs Kak Kioun K ctpykrype CUPK mns mocrtyma k
BEKTOpaM MHJIEKCOB PHUJIOB, T1Ie 9TH K-Mepbl OblIM HaljeHsl. Haxonanm OuHapHOE mepe-
CCUCHHE 3TUX BEKTOPOB, PE3yJIbTHPYIOIIUI BEKTOp OyIeT XpaHUTb B ce0C MHAEKCHI
PHUIOB, TJIe BCTPETUINCH JaHHBIE K-MEPBI, T. €. HHJIEKCHl PUIOB, TOXOKUX HA paccMmart-
pHUBaeMbIil puJ 1 00pa3yIoLINX KIacTep.

Ha puc. 5 nan npumep noucka puaoB, noxoxux Ha «KATGCGA» (11 HarJIsIIHOCTH,
MIOKa3aHbl TOJIKO MCIOJIb3yEeMble MacCHBBI MHAEKCOB). M3 puna ciaydaiiHeiM 0Opazom
BBIOMpaeTCsl 3aJaHHOE KOJIMYECTBO K-MepoB (Ha pucyHke — 3 k-mepa), B CIPK mo stum
K-MeépaM HaXOJSATCS MaCCHUBBI C UHAEKCAMH PUJIOB, I1€ BCTPEUAOTCS JaHHBIE K-MEPHI.
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HHJIEKCOB
PHJIOB €
BBIGPAHHBIMH
K-MepaMu

MaccHBbI UHIEKCOB PHJIOB,
B KOTOPBIX BCTPETHIICS K-Mep

Kmoun
K-MepEHI

CrnyuaiiHble
K-Mepbl pHjia

ATGCGA

Pua Nod

Puc. 5 — Hcnons3oanne CUPK
Fig. 5 —Usage of SIRK

[IpumennB k HUM OHHapHOE IiepecedyeHHe, II0JlydyaeM BEKTOp IOXOXHX C
«ATGCGA» punos (HoMepa | u 4), SBISFOIIUICS KIACTEPOM ITOX0XKHAX PHIIOB.

Iocne Toro Kak Kiactep cos3iaH, omnpeneisiercs ero Tui. Ecnm pasmep kiacrepa
OoJbIIIe 33IJaHHOTO [OPOra, TO KJIACTep SBISAETCS PUIOM-TIOBTOPOM, HHAYE — II0JIaraem,
YTO 3TO KJIACTEP YHHKAJIBHBIX PHIOB. B uTOre Mbl moiydaeM yHUKanbHBIE PUIbL, SBIIS-
IOIIUECs Pe3yIbTaToOM (PUIIBTPAIMU HCXOAHBIX PHIOB OT PUIOB-TIOBTOPOB.

2.3. lonotHeHUs

OnrumaibHasi AJIMHA PUAOB. AJTOPUTM OCHOBaH Ha (DUIIBTpAIMK PUIOB, IOJY-
yeHHBIX M0 NGS TEXHOIOTWH, U MUMEEeT OTrpaHHYEHHE Ha WX IIUHY. ONTHMaIbHBIMHU
JIJISL JTAaHHOTO aliTOpUTMa ABIIsItOTCS puabl 1iuHoH 100 m.H.o.

IMoxoxecTb puaoB. [lapameTpsl MOX0XKECTH PUOB MO3BOJISIOT 3a]aBaTh Ka4€CTBO
oTOOpa PUIOB-IIOBTOPOB, YTO MOXKET 3HAYUTEIHHO YCKOPUTH WJIM 3aMEIJIUTHh PaboTy
nporpaMmbl. [Ipyu 3TOM HEMPaBHIBHO MOMOOpAaHHBIC MMapaMeTpbl MOTYT MPHBECTH K
MOSIBJICHUIO HEKOPPEKTHBIX pe3yJibTaToB. Hampumep, npu upe3MepHOM yMEHbILIEHUU
KOJIMYEeCTBa OOIIMX K-MEPOB y MOXOXKUX PHIOB WM IPH YMCHBIICHUU JIJIMHBI K-Mepa
MTOXOKUMH MOTYT OBITH OIIPEIENICHBI PUIBI, HE SBIAIOIINECS B ICHCTBUTEIHHOCTH Ta-
KOBBIMH.

Ha puc. 6 mpuBeneH nmpuMep HEBEPHOTO OIMPEICSIICHIs MMOXO0KECTH PUIOB M3-3a 3a-
JIaHUs CIIMIITKOM MAaJIOH JITMHBI K-Mepa.

CATGCGAATATACAACGAACGCCTACCTAAACTGACTGGAGACGCGCARA

PR S — \ 2y 3

S N,

//
e

BT o . ey = Vg S Y
ACCTGCAAGTGCCATGGTTAAGAGCCAGCGCTAAGTATTTGACAACTCCT
Puc. 6 — HeBepHoe omnpeneneHre moxXoxXux puIoB

Fig. 6 — Wrong determination of similar reads

Cay4aiinslii BBIOOp K-MepoB. [Ipu cirygaitHoM BEIOOpE K-MEPOB IS OTIPEIeICHUS
MIOXOXKECTH PHIOB MOT'YT BO3HHKHYTb CIEIYIOIIHE [[BA JIOKHBIX PE3yJIbTaTa:

® JIO>)KHOTIOJIOXKUTENBHBIA Pe3yJIbTaT — CBUIETEILCTBYET O TOM, YTO PHIBI IOXOXKH,
KOTZia B ACHCTBUTEIBHOCTH OHM HE SIBIISIOTCS HU KOHLIEBBIMU PUIaMU IIOBTOPA, HHU PH-
namu-nosropamu. Ha puc. 7 BHAHO, YTO K-Mephl, BbIOpaHHBIE CIy4aiHO, MOMAJIH
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B OOIIYI0 OJUHAKOBYIO MOJIOCIEIOBATENIFHOCTh PHIOB, B TO BpeMs KaK OCTABIITHECS
Y4acTH PUAOB HE TTOXO0KH MEXIy COOOIA;

TTAEEATAGTICAGAAICGATACCTAAACTGACTGGAGACGCGCAA
L) |

TGCAAGTGCCATGGTGATAGT CAGAACGACTCCCATGATGCAT

Puc. 7 — JIOKHOTIOTOKUTETHHBINA PE3YJIbTAT ONPEACIICHUSA ITOXO0XKECTHU PUIOB

Fig. 7 — False-positive determination of the reads similarity

® JIOXKHOOTPHUIIATEIbHBIN Pe3yJIbTaT — JOXKHOE CBUIETEIHCTBO O TOM, UYTO PHJIBI HE
noxoxu. Ha puc. 8 B 01H U3 BEIOpPaHHBIX K-MEPOB II0NaJ] HYKJICOTH]I, MyTHPOBAaBILIHIA
WM HEBEPHO MPOYUTAHHBIM BO BTOPOM PHJIE.

TIGAACTGAT%GTCAGARFGACTCGTCTCCCGCGCFEGRTAAGTTGCACTCG

| o I Lt S

TTAGGCACCTCATGAACTGATAGTCAGAACGACTCGTTTCCCGCGCGEAT

Puc. § — JloxxHOOTpULIATENBHBIN pe3yIbTAT ONpPENeICHHUS IOX0KECTU PUIOB

Fig. 8 — False-negative determination of the reads similarity

Jnsi yMeHbIICHUs] TOSBIEHHS JIOKHBIX PE3YJIbTATOB TPH CIy4aifHOM BBIOOpE K-
MepoB J00aBJIeH Takol MapaMeTp, Kak «IIar BHIOOPKH K-MepoB». Ha stame knacrepu-
3aIlMH TIPH IOBTOPHOM JPOOJICHHH PHUAA Ha K-MEPbl KaXKIbIH MOCIEIYIOIHIH K-Mep BbI-
OupaeTcst Ha PaCCTOSHMY «Iaray ot npeasiaymero. Ha puc. 9 npuseneH npumep apood-
JICHUA pUJa Ha K-Mepsl ¢ maramu 1 u 3.

Al 3

O —) ! e
[ 1! By I | I ! I I |
TGCAAGTGATCAACARAGAAC TGCAAGTGATCAACARAGARC

Puc. 9 — IpoGiienne pyuaa Ha K-MepbI C pa3HbIM LIaroM

Fig. 9 — Splitting of the read with various steps

[1pu TakoM MoAXOAE KOJMYECTBO OOIIMX K-MEPOB VIS ONPEIEICHUS II0X0XKECTH PH-
JIOB COKpallaeTcs, HO IJIMHA OOlueil MoJIociIenoBaTeIbHOCTH PUIOB YBEIMYUBAETCH,
YTO IPUBOJUT K YMEHBILIECHHUIO JIOKHOIOJIOKHUTEIBHBIX PE3YIbTATOB.

B ciydae ¢ J0XKHOOTPHLATENBHBIM PE3YJIBTATOM HCIOIb30BAaHUE «IIara BBIOOPKU
K-MEpOB» MPUBOAUT K YMEHBIICHHUIO KOJINYECTBA K-MEPOB, BKIIOYAIONIMX B ce0s MyTa-
LIMIO, BCTABKY, ylaleHue uin omuoky. Tak, Ha puc. 10 Konnm4ecTBO K-MEpOB, colepka-
IUX MyTaluro, paBHO IIATH IIPU HIare, paBHOM €JUHULEC U IBYM — IIpU LIare, paBHOM 3.

1 3
e .- ==t
o ek TR | i, i A

TGCAAGT GAE C ADAGAAC TGCAAGT GAJ}CAACAAGAAC

Puc. 10— Coneprkaniye omuOKy K-Mepbl IPU Pa3HbIX IIarax

Fig. 10— K-mers with errors with various steps
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Crenyer yduThIBaTh, YTO JOXKHOOTPUIATEIbHBIN pE3yJIbTaT MEHEe KPUTHYEH, YeM
JIO’KHOMOJIOXKHUTENBbHBIH, MOCKOJIBKY JIO)KHOTIOJIOKUTEIBHBIN pPE3yJIbTaT NMPUBOIAUT K
00pa30BaHUIO KJIACTEPa U3 HEMOXOXKHUX PUMAOB, T. €., IPOUCXOAUT (QUIBTPALUs yHU-
KaIbHBIX PHUIOB. JIOKHOOTpPHLATENBHBIN K€ Pe3yIbTaT, HA00OPOT, HE MPUBOAUT K
00pa30BaHUIO KIAcTepa, a MPUBOAUT K OINPENEIICHHIO MOBTOPOB KAaK YHHUKAIbHBIX
PUIIOB.

[Ipeanonoxum, 4TO B HCXOAHBIX JaHHBIX 100 pUIOB NOTEHIMAIBHO MOTYT 00pa3o-
BaTh KJIACTEP, TaK KaK SBJISIFOTCS YaCTSAMH OJHOTO HOBTOpPa. AJNTOPUTM, IPOBEPSIs OJUH
W3 PUIOB 3TOTO KJlacTepa, pa3apoOriI ero Ha K-Mephl U CIy4aifHO BBIOpan 4acTh U3 HUX,
IIPY 3TOM OJMH M3 K-MEpOB ObUI BEIOpaH ¢ MyTanueil. B pesynbrate pun He oOpasoBai
KJIaCTep PUIOB-TIOBTOPOB, XOTs Bce 100 pumoB MOTYT OBITH MTOXOXKH MEXIY cO00MH mpu
HWHOM BEIOOpE K-MEpPOB.

Ilocne mpoBepkH MEpBOTO pHIa ITOPUTM 4YEpe3 HEKOTOPOE BpEMsl INPOBEPUT
2-# pua u3 3Toro (eme He chOPMUPOBAHHOTO) KiacTtepa. Eciau BBIOOp K-MEpOB OMSThH
OKayKEeTCs1 HEITOXOIINM, BeIOMpaeTcs 3-i puj U3 KiacTtepa u Tak jpainee. B pesynbra-
Te Oynet nposeneHo 100 MOIBITOK ONpPenenuTh KiIacTep pUIOB-IIOBTOPOB. DTO 3HAYMT,
YTO YeM BBIILIE [TOPOT pa3Mepa KilacTepa PUIIOB-TIOBTOPOB WIJIM YeM Yallle BCTpedaeTcs
MIOBTOP B TEHOME, TEM MEHbIIIE BEPOSITHOCTD JIOKHOOTPHUIIATENILHOTO PE3yJIbTaTa.

2.4. OnTuMH3anMs AJITOPUTMA

BorunciutelibHas CII0KHOCTh AITOPUTMa CKJIaIbIBACTCS M3 ABYX MOKa3aTeliei: 00b-
€Ma 3aHHMaeMOU NMaMATH U CKOPOCTH BBIIOJTHEHHUSI:

® CKOPOCTH BBITIOJIHEHHS 110 OOJIBIIICH YacTH 3aBHCUT OT JTara MOCTPOCHUS KIlacTe-
poB moxoxux punoB. [IpenodpaboTka ke 3aHMMAET JIUIIb MY YaCTh BPEMEHHU BBI-
MTOJTHEHUS TP MICTIONIF30BaHUN ONITUMAIBHBIX TApaMETPOB, IPUBEACHHBIX Jaliee;

® pPacXoJ MaMsTH 3aBHCUT OT JIBYX ITOKa3aTeleil: 00beMa HCXOIHBIX JTaHHBIX YMHO-
YKEHHOTO Ha 5 (CI0Ja BKIIOYCHBI PACXOAbI HA JOMOJHHUTEIBHBIC CTPYKTYPHl JAHHBIX U
camy CUPK) n konndecTBa GUIBTPYyEMbIX TaHHBIX.

[IpennpuHATHIE MIATK IO ONTHMHA3ALNN CKOPOCTH BBIITOTHEHHS

® CpaBHEHHE CTPOK — MeJIJICHHAsl Ollepallys, I0ITOMY 110 BO3MOXXHOCTH HEOOX0IMMO
oT Hee n30aBuThCs. Tak, K-Mepbl MOXKHO MPEJCTAaBUTh B BHJIE LEbIX YUCEN (Xeuen K-
MEpOB), KOJHUPYS OJMH HYKJIEOTH Kak 2 Ourta MH(GOpPMALMHK U Aajee ONepupoBaTh yxke
LIEJIOYUCIIEHHBIMU TAHHBIMU;

e yunThIBas 4actoe oOparieHue k ctpykrype CUPK, BBITOZHO BMeECTO «CIoBapsh»
(CTPYKTYpHBI THIIA «KJITFOU-3HAUYECHHUE)) UCTIOIH30BATh OOBIYHBI MAaCCHUB, TlIe B KaYECTBE
WHZIEKCA CITy’)KUT XJII K-Mepa, a pa3Mep MacCHBa PaBeH BCEM BO3MOXKHBIM BapHaHTaM
K-Mepa 3aJJaHHOH JITHHBL. DTO HAKJIaJbIBaeT OTpaHUYEHIE Ha [UINHY K-Mepa, HO TI03BO-
JISIET 3HAYUTEIBHO COKPATUTH BPEMSI PACUETOB;

® AIropuT™M 00J1a1a€T XOPOUTUMH CBOMCTBAMH TMapaljieNin3Ma — KaKIbIA OTACIbHBIN
PHII Ha JTale KJIaCTePU3allMi MOXKET ObITh IPOBEPEH OTAEIBHBIM IIOTOKOM.

MMapaanenbnoe nocrpoenue CUPK

B nocnenosarensHoi peanusanuu anropurma nocrpoenus CUPK Bce punbl anamm-
3UPYIOTCS TOCIIEAOBATENIFHO, COOTBETCTBEHHO MX MHHAEKCH 3aHocarcs B CUPK mo mo-
psanky, B pesynsrare CUPK aBTOMaTHYeckn mpuoOperaeT BaKHOE UII OMHAPHOTO IIe-
pecedeHus CBOWCTBO: JIIOOOH €ro cTojbern COACpKUT HOMEpa PUIOB B OTCOPTUPOBAH-
HOM BHJIE.

B napamensHO# peanuzanuy KaXJOMy IIOTOKY BBIZEISIETCS MO HOCIEI0BATEIbHO-
My OJIOKY pHIOB B 00bEMe, JOCTATOYHOM JUIsi TOTO, YTOOBI 32 OAWH Pa3 BCE MOTOKH
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obOpaboranmu Bce puapl. B pe3ynmpTare BBIMONHEHHS Ka)XIOTO IOTOKA (OPMHPYETCS
gacte CUPK, comeprkariast TUIIs WHACKCH PUIOB, 32 KOTOPBIE OBLT OTBETCTBEHEH JIaH-
HBIA MOTOK.

s nomygenus noxaoit CUPK HeoOxoamMo oObeANHUTH BCE €€ YacTH B TOPSIIKE
crnenoBaHusi OJIOKOB pUIOB — TakuM oOpaszom, croibisl CUPK mo-npexHemy Oymyt
OTCOPTHUPOBAHBI I10 YMOJIYaHUIO.

BrinonHeHne MpoMeXyTOYHBIX 3TanoB ciusHus 1no ase vactu CHUPK, kxax npu
KJIACCHYECKOM TOJXOJIC «pa3Aeiisiil U BIACTBYI», HE MPUBEIET K YCKOPEHUIO H3-3a JO-
pOTo¥i oIepanuy KOMUPOBAaHUS OOJIBIINX 0OHEMOB JaHHBIX.

l'[apa.lme.nbﬂoe HaX0KACHUE IMOX0KUX PUAOB

Kax yxe ObIIO CKa3aHO, Ha 3Talle HAXOXKACHHS MOX0KUX PHIOB KaXKIBIA PUI MOKET
00pabaThIBaThCS OTHENBHBIM ITOTOKOM, TakK Kak rmocie nmoctpoenuss CUPK Gonbmie He
n3Mmensercs. [Ipy mapajulellbHOW peald3aliy JaHHOTO dTana HEOOXOIUMO pasrpaHH-
YMBaTh JOCTYI K MaccuBy (paroB Ajs puIOB, YKa3bIBAOIIMX HA TO, NPUHAIUICKUT JIH
PHI KaKOMY-TIHOO0 KJIacTepy WIH HeT.

3. TecrupoBanne

Tectupyemble UCXOMHBIC JaHHBIC MPeICTaBIeHbI B opmare fasta [5]. Bo Bcex city-
yasx MpU yKa3aHWH pa3Mepa MCXOJHBIX JaHHBIX MOJpasyMeBaeTcs pasmep (aiina pu-
JIOB ¢ ux onucanueM. [Ipumep onucanus u UX IMHA OPUBEICHBI B Ta0I. 1.

Tabnuya 1/ Table 1
IIpumep onucaHusi puaoB
Example of reads definition

Opranusm / Organism Onucanue / Definition Illjeﬁgi‘h/
Arabidopsis Thaliana >SRR492411.3 63
LAMARCK:3111:CO1ULACXX:1:1101:1430:2170
length=101

XapaKTepUCTUKH BBIYMCIUTENBHON CHCTEMBI, HCIOIb3YEMOM MPH IKCIEPUMEHTAX:
00vem O3V — 3 Tb, xommaectBo saep — 96.

[Ipu peanmzauny mapayieNnbHOTO AITOPUTMA HCIONB30Baics kiacc thread, cran-
nmapt C++ 11.

AJNTOpUTM TecTHpoBalICA Ha MoaensHOM pacTeHnu Arabidopsis Thaliana [6], gbs
JUINHA TEHOMa COCTaBIsIeT okojo 140 MuH m.H.0.

Jnst HacTpolKy GUIIBTpay IPOBOAMIICS P IKCIIEPUMEHTOB, B KOTOPBIX H3MEHS-
JIMCh CIEYIOIINE MapaMeTpsl: [UIMHA K-Mepa, KOJUYECTBO OOLIMX K-MEpOB, IIar BbI-
OOpKH K-MEpOB M MUHHMAJIbHBII pa3Mep Kiiacrepa.

Kakap1il sxcriepuMeHT BKIII0YaJ B ce0sl CIEeAYIOUIIE ATAIIBL:

1) dunpTpanys NOBTOPOB NPOrpaMMON C COOTBETCTBYIOIIUM HAOOPOM IapaMeTpoB
U TIOJITOTOBKA JIAHHBIX K COOpKE T'eHOMa;

2) cOopKa ITOATOTOBJICHHBIX JaHHBIX porpammoii SPAdes;

3) aHaNM3 KOOMPYIOIIMX JAaHHBIX METOAO0M BhIpaBHMBaHUs punoB PHK na momy-
YEHHYIO COOPKY;

4) BbIpaBHMBaHNE OT(MILTPOBAHHBIX PUIOB HA 0a3y NaHHBIX IOBTOPOB MOJEIBHO-
ro pactenus Arabidopsis Thaliana.

Pe3ynpTaThl SKCIIEpUMEHTOB NIPHUBEICHBI B Ta0I. 2.
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Tabauya 2 / Table 2

Pe3yJIl)TaTI>l IKCIIEPUMEHTOB

Results of the experiments

OkcnepumenT / Experiment, Ne

IMapametp / Parameter 1 [ 2 | 3 [ 4 [ >
Pasmep ucxonssix gansHelx. Mb 2094
Pa3mep ¢unpTpoBaHHbIX HaHHBIX, Mb 1483 1460 1495 1571 1507
YacTp puIoOB-IIOBTOPOB, %o 26,6 28,2 26,5 23,2 26.1
Bpewms ¢punpTpanuu, MuH:c 7:19 4:02 3:38 4:01 3:41
Pacxox mamsitu, I'b 11,9 14,3 13,0 13,0 13,0
KosnuecTBo HCnoab3yeMbIX sSAep 20
JnuHa k-Mepa, 1.H.0. 8 10 9 9 9
KonnyecTBo 00IIHX K-MEpOB 4 3 4 5 4
Ilar BEIOOPKH K-MEPOB 3 6 4 3 3
MuHuManbpHbIA pa3Mep Kiaacrepa 30 20 25 40 30
ITonHas ayiMHA, MITH I1.H.O. 110,7 109,6 111,1 112,9 111,1
KonnyecTBO KOHTHIOB, ThHICSYA 45,9 42,7 43,6 45,1 44.0
XST(()C.HMaHLHaﬂ JUITMHA KOHTHUTa, ThICSYa 65.6 55.7 58.8 75.9 833
BripaBuuBanue punos PHK Ha nomyuen- 87,66 87.55 87.61 87.65 87.67
HYI0 cOOpKy reHoMa, %
N50, m.H.0. 7087 7575 8085 8856 7937

Jlyummii pe3ynbTaT ZOCTUTHYT B 9KcriepuMenTe Ne 5 (Tabi. 2), moka3zaHa HAUMEHbB-
masi noTepst Koxupyromeid napopmanun (BeipaBHrBanue punos PHK Ha mosmydenHyio
cOopky reHoma — 87,67 %) npu cpeHeM 3HAYEHHH MPOLICHTa OTHHUILTPOBAHHBIX JIaH-
HBIX (1507 MO) 1 npakTHYecKH MMUHHUMAIbHBIX BPEMEHHBIX 3aTpaTax Ha (DUIIBTpaIHio
punoB (3 MuH 41 ¢). CpaBHeHHE pe3ysIbTaToB cOOpok reHoma (Tabu. 3) 6e3 ¢punbTpannu
MIOBTOPOB U C (UIbTPALMEl TIOBTOPOB C MapaMeTpaMH, Kak B dkcrepuMente Ne 5, rmo-
Ka3aJI0 3HAYMTEIBHOE COKpalieHrne BpeMeHn cOopku: ¢ 4 gyac 21 muH 1o 1 yaca 58 MuH
npu BpeMeHH ¢uibTpanuu 3 MuH 41 c.

Tabnuya 3 / Table 3

CpaBHeHHe JaHHBIX /10 U NOcJIe IKcnepuMenTa Ne 5
Comparison of assembling result before and after experiment # 5

[apamerp / Parameter IJLI:HHHe / Dl'ell(t)ine
Pacxon mamsitu O3V, I'0 106,8 76,6
Bpewmst c6opku, yac:MuH:C 4:21:55 1:58:52
Tlonmnas qyMHAa, MJTH 11.H.O. 121,4 111,1
KoanyecTBO KOHTHIOB, ThICSYa 106,5 44,0
MaxkcuMmaibHas JJIMHA KOHTHIa, THICSYa I1.H.O. 83,6 83,3
BoipaBauBanue puznos PHK nHa nmomydennyio 87.94 87.67
cOopKy reroma, %
N50, r.1.0. 8341 7937

DKCIIEpUMEHTAIBHO BBIBEJICHBI ONTUMAJIBHBIC TTapaMeTpsl (Ta0ir. 4) I «MSITKOW»
¢bunbTpanuK — T. €. Takoi (UIBTPALMHU, NPU KOTOPOH YacTh PHUIOB-TIOBTOPOB I0-
MPEeKHEMY OCTAeTCS B MCXOMHBIX JTAHHBIX, HO MPH 3TOM IOTEPS YHHKAIBHBIX PHJOB
MUHHMAJIbHA ¥ COXPAHSIETCS BHICOKAS TPOM3BOANUTENBHOCTD (PUIIBTpAIHH.

[MapainenbHas peaM3anys aropuTMa IMo3BoJIMIa YCKOPUTh B 17 pa3 aTam Kiacre-
pu3aiuu puoB u Oosee yeM B 1,3 pasza aran nmocrpoenus CUPK.
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Tabruya 4 / Table 4

OnTuManbHbIe HapaMeTPhbl, I0TYy4Ye¢HHbIE IKCIEPUMEHTAIBLHBIM IIyTeM
Optimal parameters by an experimental approach

JlnuHa k-Mepa, 1.H.0. 9

KosmdecTBo 001X K-MEPOB 4

Ilar BEIOOPKH K-MEpOB 3

MuHuManpHbIN pa3Mep Kiacrepa [TokprITHE TEHOMa, YMHOXXEHHOE Ha 3
3akiriouenue

Pa3zpaboTaHHbIil aNropuTM MNO3BOJISIET 3HAYUTEIBHO COKPAaTHTh OOBEM BXOJIHBIX
nanubiX s de Novo cOopku reHoma 0e3 MOoTepH KOAMpPYIOIeH MH(pOpMAIMU, U Kak
pe3ysbTaT — YMEHBIIUTH BpeMsi acceMOyMpoBaHus. TecThl Ha MOJEIBHOM PACTCHUU
Arabidopsis Thaliana nokazaim ¥3MeHeHHE KOJIMYECTBa Koaupyoouied napopmanuu B
npenenax 0,005 % Mo OTHOWICHHIO K €€ UCXOTHOMY O0BhEMY MPH YMEHBIICHHH HCXO/I-
HBIX JaHHBIX Ha 25 %. Peann3zoBaHa BO3MOXKHOCTh OCYLIECTBIATH TOHKYIO HACTPOMKY
OUYNCTKM BXOJIHBIX JaHHBIX M 337aBaTh TpeOyeMble CHCTEMHbIE pecypchl. [lomydeHo
aBTOPCKOE CBUICTEILCTBO O TOCYJAPCTBEHHON perucTpanuy nporpamm st OBM [7].
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The approach on a preprocessing of NGS reads is considered which allows to reduce signifi-
cantly a volume of input data of genome assembly for large genomes. The idea of the approach is
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a filtering of reads which are parts of repeated elements in a genome. These parts of the genome
are not used in the analysis of proteins encoded by the genome. The parallel probabilistic filtering
algorithm is implemented, which allows to reduce significantly a time of de novo assembly with a
minimal loss of coding information. The implementation of the algorithm is adjusted for a maxi-
mal performance. The approach was tested on the model plant Arabidopsis Thaliana with genome
size 157 mln b.p. SPAdes genome assembler was used for assembly tests. The transcriptome
mapping was used for the verification of the result. The size of an input NGS data for the assem-
bly was reduced for more than 20 % after the preprocessing, the running time of the assembler
was reduced more than twice and the loss of coding information was 0,005 %

Keywords: parallel algorithm, clustering, bioinformatics, repeats, filtration, sequence assem-
bly, [llumina, SPAdes, Abyss.
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