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3amava CeKBEHHPOBaHMS U COOPKH OOJBIINX T€HOMOB SIBIISICTCS OHOM M3 aKTyaJbHBIX 33/1a4 COBPEMEHHOW OGnonHpopMaTH-
Kku. VcXOmHBIMH ITaHHBIMHU Ui COOpPKHM I€HOMa SIBIISIIOTCSl TAaK Ha3bIBaeMble YTEHHS, I10JydaeMble C ITOMOIIBIO MallWH-
CEKBEHATOPOB. JTH YTEHHSI MOTYT COJIEpP)KaThb OLIMOKHM, BBHI3BAHHBIC TEM, YTO CEKBEHHPOBAHHE OCHOBAHO Ha BBHINOJIHCHUH
pana XMMUYECKHX peakumid. HacTo ofHMM M3 3TanoB COOPKM I'€HOMa SBISETCS HCIPaBICHHE OLIMOOK B HabOpe YTEHWIA.
BOJIBIIMHCTBO METO/IOB UCHPABICHUS OMIMOOK B YTEHHUsAX cTpoAT rpad ne bprouna. Ipennaraemblii METOJ HE UCHONB3YET
rpa¢ ne BprouHa, 4TO 1MO3BOJIAET CYLIECTBEHHO COKPATHTH MCIOJIb30BAaHUE MaMATH. MeToJ pealM30BaH H ONpOOOBaH IpU
cOopke reHOMa B pamMKax npoekTa «de novo Genome Assembly Project».

KnioueBble cj10Ba: reHOM, CCKBEHHPOBaHUE, COOpKa reHOMa, HCIPaBIeHHE OIIOOK.

BBenenune

MHorue coBpeMeHHbIE 3aJaull OMOJIOTUH U MEIULMHBI TPEOYIOT 3HAHUS T€HOMA KUBBIX OPraHU3MOB, KO-
TOPBI COCTOUT M3 HECKOJIBKUX HYKJICOTHAHBIX MIOCIICIOBATEILHOCTEH MOJIEKYI e30KCHPUOOHYKIEHHOBOH KH-
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ciotsl (JJHK). B cBsi3u ¢ 3TUM BO3HHKAET HEOOXOIUMOCTH B JICIIEBOM H OBICTPOM METOZC CEKBEHUPOBAHHUS, T.C.
OTIpeIeIICHNUS TTOCIEA0BATEIFHOCTH HYKIICOTHAOB B 0Opa3ie JHK.

CymiecTByIoIME TEXHUYECKUE CPEACTBA (CEKBEHATOPBI) HE MO3BOJIAIOT CUUTATh Pa3oM BCIO MOJEKYILY
JHK. BMmecTo 3TOro oHu Mo3BOJISIIOT YUTATh (pparMeHThl reHoMa HeOobIIoH AuHbL. JnnHa dparMeHTa Mmoxer
BapbUPOBAThCSA U SIBIISIETCS BAKHBIM MAapaMETPOM CEKBEHHPOBAHUS, TaK KaK OT Hee HalpsMYIO 3aBUCHUT CTOHU-
MOCTh CEKBEHHPOBAHUS M BpeMs, 3aTpauMBaeMoe Ha YTEHHE OJTHOTO )parMeHTa: 4yeM OOoIblile AJMHA CUUTHIBAe-
MOTO (pparMeHTa, TeM BBILIE CTOMMOCTb YTCHUS M TEM JIOJIbIIE 3TO YTEHHE MPOUCXOIUT. B CBsI3U ¢ 3TUM ceifuac
MOJIYYMJI PACIIPOCTPAHEHHE CIICAYIONMH AemeBbd 1 3()(EeKTUBHBIN IOIXO/A: CHAaYajla BBIWICHSETCS CIydaiiHO
PpacrioyoXKEeHHbI B TeHOME (parMeHT UIMHOM okono 500 HyKJICOTHIIOB, a 3aT€M CUHMTHIBAIOTCS €r0 NMpedukc u
cybhouxc (mmmHOM oKono 80-120 HyKJICOTHIOB KaxIbli). ITH mpedukc ¥ cyPpPuKc Ha3BIBAIOTCS HAPHLIMU
ymeHUAMU. DTOT TIPOLECC MOBTOPSETCS TAKOE YHCIIO Pa3, YTOOBI 00eCIeUnTh JOCTATOYHO OOJBIIOE MOKPHITHE
TeHOMA YTCHUSIMU.

OTMeTuM, 4YTO OnMCcaHHbIE BbIle Npedurc u cypdukc ynTaroTes ¢ pasHeix Huted JHK: onun — ¢ mps-
MOMH, Pyroi — ¢ 00paTHO-KOMILJIEMEHTapHOM, TPUYEM HEU3BECTHO, KOTOPBIN oTKyaa. [1o 3Toii npuuuHe ya00HO
paccMaTpuBaTh FeHOM U YTEHHMS, JOMOJHEHHBIE CBOMMH 00paTHO-KOMIUIEMEHTapHBIMHU KOITUSIMH.

OnucaHHBIA BBIIIE TEXHOJIOTHYECKHH IIPOLECC pealiu3yeTcsi, HalpHMep, CEKBEHaTOpaMH KOMITaHHU
[llumina [1]. TIpu 3ToM Ba)kHOI 0COOEHHOCTBHIO PaOOTHI ITHX CEKBEHATOPOB SIBISIETCSI BO3MOXKHOCTH COBEpIIIe-
HHS OMIMOOK NMPU YTEHHH. JTO O3HAYaEeT, YTO HEKOTOpble HYKJICOTH/bl CEKBEHHPYIOTCS HEBEPHO (Harpumep,
BMECTO HyKJIeoTHa A unrtaercs Hykineotua G). OmmOKy 3aMeHbl — He €UHCTBEHHBIN THI OIIMOOK, J0ITyCcKae-
MBII CEeKBEHATOpaMH. Tak, BO3MOXKHBI TaK)Ke OIMIMOKM BCTaBKU M ynaneHus. OHAKO 3TH OMIMOKHM BCTPEUAIOTCS
B JIOBOJIBHO CIIEIIM(IMUECKHX CITydasx ¥ MO CPAaBHEHHIO C OIIMOKAaMH 3aMEHBI OYE€Hb PEIKH.

Kpome camoii mocinenoBaTensHOCTH HYKJIEOTHAOB, PE3yJIbTaTOM pabOThl CEKBEHATOpa SIBISIETCS] HHGOP-
Manus O KauecTBE MPOYTCHMS KaKAOTO M3 HyKIeoTHuaoB. I1o Helf MOXKeT OBITh BBIYHCIEHA BEPOSITHOCTH TOTO,
YTO JaHHBIH HYKJICOTH] OBLT IPOYUTAH HEBEPHO.

Jns sddexTuBHONM pabOTH MOCIHECAYIOMMX CTaAUi alropuTMa O4YeHb BAXKHO HMCIPABUTh KaK MOXKHO
Oonbie OMUOOK B YTCHUSX.

CyniecTByeT 00JbIIOE YUCIO COOPIIMKOB, OCYIIECTBISIONIMX BCE MM TOJIBKO HEKOTOPbIE U3 NMPUBEICH-
HBIX BBIIIE 3TAnoB. Bce MX MOXKHO pa3nenuThb Ha ABe rpynibl. OHE UCTIONB3YIOT LTS UCIIPABICHHS OIIHOOK TaKk
Ha3biBaeMbIid Tpad ae bprouna [2], manpumep ABySS [3], Velvet [4] umu SOAPdenovo [5]. Ipyrue npoBoast
YaCTOTHBI aHAJIM3 CTPOK JUIMHBI k (MX OOBIYHO HA3BIBAIOT k-MepaMK) — JUIsl KAXKIOT0 k-Mepa CUHUTAIOT, CKOJIBKO
pa3 OH BCTPETHJICS B YTEHHSAX, M Ha OCHOBE 3THX JIaHHBIX HCIpaBiAioT ommOku. Tak paborator, Hampumep,
ALLPATHS [6] u EULER [7]. Bce 31 MeTOIBI TOBONBHO TPeOOBATEIBHBI K BRIYUCIUTEIBHEIM pecypcaM U He
OYEHb XOPOIIO MACIITA0HPYIOTCS.

Ienpio HacToOsIIIEH pabOTHI ABIAETCA pa3pabOTKa METO/IA, IMIIEHHOTO YKAa3aHHBIX HEJOCTATKOB, KOTOPBINA
OyZIeT UCTIONB30BaThCA B KAYECTBE IIEPBOTO 3Tana cOOPKU reHoMa U3 Habopa TapHBIX YTCHUI.

Hnest MeToxa

Just 3¢ dexTrBHOTO HCTIpaBieHUs] OIMOOK HEOOXOAMMO, YTOOBI Kax/1asi MO3UIHs TeHoMa OblIa MPOYH-
TaHa HECKOJIbKO pas3, 4To, BBUIY HEOOJBIIONW BEPOITHOCTH OUIMOKH, AAaeT MPaBO CYUTATh, YTO HANOOJIbIIIEE YHC-
JI0 pa3 HyKJICOTH] Ha KaXXJI0W MO3MLMH ObLI MPOYMTaH BepHO. Ha mpakTuke MCIoONb3yIOTCS HAOOpHI YTECHHH,
MOKPBIBAIOIIME TEHOM HECKOJIBKO JECSATKOB pa3. BakHO OTMETHTH, YTO HE TOJNBKO OTIENBHBIC MMO3ULUH BCETO
reHoMa OBUIM NMPOYNTAHBI HECKOJIBKO JIECSITKOB Pa3, HO M HEOOJBIIHE ero IMOACTPOKU (He JAJIMHHEEe CaMHUX uTe-
HH) BCTPEYAIOTCSl B YTCHUSIX HECKOJIBKO pa3, MPUYEM YeM JUIMHHEE MOACTPOKa, TEM MEHBIIE IaHCOB, YTO He-
CKOJIbKO Pa3iMYHBIX 4TeHul ee comeprkar. [lociennee cooOpaxkeHHe BBITEKAET HE TOJIBKO U3 YBEIMUYCHUS BEPO-
ATHOCTH IIOTI/IaHNS YTEHHUS Ha KOHKPETHYIO MOJCTPOKY MPH YBEINUEHNUH €€ JJIMHBI, HO U 13 (pakTa HaIu4us B
YTCHUSAX OIIHOOK.

B pabote paccmaTpuBaroTCs CTPOKH OAMHAKOBOW JIMHEI k (Tak Ha3pIBaeMble k-Mepsl). g kaxmoro k-
Mepa, NPUCYTCTBYIOIIETO0 B YTCHUAX (NMPAMBIX WM OOpaTHO-KOMIUIEMEHTApHBIX) XOTA OBl pa3, BBIYHUCIIHM,
CKOJIBKO pa3 OH BCTpedaeTcsd B YTeHMsAX. Ha OCHOBaHMHM 3TOH CTAaTUCTUKH Bce A-MEPhI MOXKHO Pa3feNuTh HA 2
TPYIIIBI — «HAJIEKHBIEY k-MEpBI M «IIOJ03pUTENbHbIeY. «HanexHsie» k-Mepbl — 3TO Te, KOTOPbIE BCTPEYAIOTCs B
YTEHHSIX JOCTATOYHO OOJIBIIOE YUCIIO pa3 — He MEHbIE 3HAYSHUS] HEKOTOPOTo I0pora f, KOTOPOe SIBJISETCS Ta-
paMeTpoM anropuT™a u BeIOMpaeTcs BpyuHyto. C «HaJeKHBIMU» k-MepaMH JIeNaTh HUYEro He Hy>KHO, MPEeAIo-
Jaraercsi, 9To B HUX OMIMOOK HeT. «Ilomo3purensHbie» e k-Mephl BHI3BAHBI MIIM IUIOXMM TTOKPBITHEM TEX dac-
TE reHoMa, OTKyZa OHHM OBUTH ITPOYMTaHBI, 0O, YTO TOpa3io Oosee BEpOSTHO, HAJTMYMEM B HUX OIHOM WIIN
HECKOJIBKMX OIINOOK, KOTOPBIE HAJICKHUT HCIIPABUTb.

Iocne BBINENEHNS «ITOO3PUTENBHBIX» k-MEPOB JUTA KayKAOTO M3 HUX HEOOXOIMMO OINPEAEINTh, B KAaKOU
WMEHHO TIO3WIIUN MOTJIa OBITH cOoBepIeHa ommbOka. s 3Toro mpeanaraeTcs mnepedpars BCe MO3HUIUHN k-Mepa
(1x poBHO k) ¥ Bce BO3MOXHBIE HYKJICOTHIBI, TOMPOOOBATH 3aMEHATh MMEIOIIUIACS HYKJICOTH] Ha mepedupae-
MBIH M POAHATM3UPOBATH MOJTYy4UBIIHiiCs k-Mep. Eciin HOBBII k-Mep momaiaeT B IPYIIy «HAIKHBIX», 3HAYHT,
BO3MOXHO, PacCMaTpUBAEMbIH k-Mep SBIAETCS Pe3yJIbTaTOM €ro OLIMOO0YHOro npouteHus. Eciu B Teuenue me-

82 Hay4Ho-TexHu4ecknit BecTHUK CaHkT-INeTepbyprckoro rocyiapcTBEHHOMO YHMBEpPCUTETA
VMH(OPMaLMOHHBIX TEXHOMNOMUIA, MexaHukn u ontukn, 2011, Ne 5 (75)



A.B. AnekcaHgpos, C.B. KasakoB, C.B. MenbHukoB, A.A. Ceprywmu4eB, ®.H. Llapes, A.A. lLanbiTo

pebopa OblT HAWICH TOIBKO OAWH «HAASKHBII» k-Mep, MOIYJAIOMINHACS U3 «IIOJO3PUTEILHOTO» MyTEM 3aMEHBI

OJJHOTO HYKJIEOTHIa Ha APYrOH, Iojlaraercs, YTO AAHHBIH «I10JO3PUTENIBHBINY k-Mep HCIpaBieH, a COOTBETCT-

BYIOIIleE HCIIPaBICHUE 3allOMUHAETCsl. ECii Takux k-MepoB HECKOJBbKO, HESCHO, KaKoe W3 MCIPaBICHHH 3amo-

MHHATh, TI03TOMY B TaKHX CIy4asX «IIOJO3PUTENbHbIE» k-Mephbl He HCTIPaBIAIOTCS. U, HakoHel, ecnu He ObLIo

HaWJICHO HH OJIHOTO croco0a, UCTIPaBUTh «IOJO03PUTENbHBIN) k-Mep, Mojaraercs, 4To B HeM ObIJIO COBEPIICHO

Ooutbllle OHOW OIMIMOKH, TOCIIE Yero 3amycKaeTcs aHaJIoTHYHas Npoleaypa, HO C UCIPABICHUEM HE OJHOTO, a

cpa3y JBYX HYKJICOTHAOB. AHAJOIMYHBIM 00pPa30M MOXKHO TBITaThCsl U3MEHUTD HE TOJBKO Maphl, HO U TPOHMKH, a

TaKKe KOPTEKHU M3 OOJBIIEro Yucia HyKICOTHIOB, OJHAKO JaHHOE 000OIIEHNE OIIyTHMO CKa3bIBaeTCs Ha Obl-

CTPOJCHCTBHY AITOPHUTMA.

[Tpu BBIOOpE 3HAUEHMS TapaMeTpa k cIeqyeT YUUTHIBATh CIICIYIONIHE COOOpasKeHNSI.

— BennunHa k momxHa OBITH 3HAYUTENHHO MEHBINE JUTMHBEI uyTeHWHA. Ecnu mmHa k-mepa OyZer cpaBHHMA C
JUITMHOM YTEHHs, TO OOJBIIMHCTBO A-MEpOB OyJEeT BCTPEYATHCS B UTEHHSAX OJUH Pa3, YTO HE AACT HUKAKOH
nH(pOpMAILIUK ISl HCIIPABIICHUS OLIMOOK.

— Benuuuna k nmomkHa OBITH JOCTATOYHO OOJNBIIOH, YTOOBI BEPOSTHOCTH TOTO, YTO CIIy4YaiHbIA k-Mep
3aJaHHOMN AJIMHBI BCTPEUAETCs] B TeHOME, ObllIa HUYTOXHO Maloil. B mpoTuBHOM ciiydyae HEKOTOpBIE k-MEpHI,
coJieprkalye ommoOKy, He OyayT UCIIPABIICHBI TOJIBKO IMOTOMY, YTO €CTh JIOCTATOYHO OOJIbIIAsT BEPOSITHOCTD
TOTO, 4TO 3TH k-MepBI Ha CAMOM JIeJie BCTPEUAIOTCsI B TEHOME, a TOT/Ia OHM MOTYT MHOTO pa3 BCTPEYaThCs B
YTEHHSX.

AJ'll"OpPlTM HUCIpPaBJICHUA OIIMOOK B YTEHHSX

Jlns Hayanma OTMETHM, YTO Ka4eCTBO HYKJICOTHIOB CHIIBHO YXYJIIACTCS Y KOHLA YTCHHS, IOITOMY VIS
JaHHOTO aJTOPUTMa UMEET CMBICI 00pe3aTh KYCKH YTEHHH IIOXOT0 KayecTBa, TaK Kak, ¢ OJHOW CTOPOHBI, Oia-
rojiapsi IM o0pa3yeTcs MHOTO «IIOZ03PUTENBHBIX» k-MEPOB, C IPYTOi CTOPOHBI, HX HEBO3MOXHO HUCIIPABHUTH H3-
3a OOJIBIIOrO YKCIIa OMIHOOK.

Taroke BaXKHO 3aMETUTh, YTO BCE k-Mepbl MOXKHO pa3OWTh Ha TPYIIbI HA OCHOBaHHHU Npedurkca HEOOb-
IIOW JTMHBI, C KOTOPOTO OHM HauMHaroTcs. Ecim mpu 3TOM He MCTPaBIATh OIHMOKH B IpeduKce, TO UCIpaBie-
HHE HE BBIBOJMT k-MepBl U3 IPYIIbL. DTO HE IOBJIEYET 3a cOOOH HEeHCIpaBlICHHbIE OIMOKU B MpeduKcax, Tak
Kak 1pH oOpaieHnu k-Mepa ero npeukc CTaHOBUTCS CyPPHUKCOM.

Takum 00pa3oM, aJrOPUTM COCTOMT U3 CIACAYIOLIMX IIAroB:

— o0pe3anue k-MepoB Ha OCHOBAaHHMHU KauecTBa,;
— pasOueHue k-MepoB Ha TPYIIIBI HA OCHOBAaHUH NPE(HKCOB;
—  BBINOJHEHHE JUTS KaXXIOH IPYIIIBL:

— c0Op CTaTHCTHKH TI0 k-Mepawm;

— HCHpaBJICHUE OMIHAOOK.

Ba)xHO OTMETHUTB, YTO AITOPUTM ITOUCKA OMIMOOK B k-Mepax JIETKO pacnapaielnBaeTcs, TaK Kak s 00-
PaboTKU OIHOTO k-Mepa eMy TpeOyeTcsl TOJIBKO JOCTYIl Ha YTeHHUE K OOLIel CTPYKType AaHHBIX, XpaHALIei cTa-
THCTHKY IO COJEPXKAaHHIO k-MEpOB B UTEHHMSX, a TaKKe KPaTKOBPEMEHHBII JOCTYI Ha 3alUCh U1 COXPaHEHUS
pesyibrara.

JKcnepuMeHTaIbHbIEe Pe3yJbTaThl

OnwucanHbIi oaxo ObLT pa3spaboTaH u npuMeHeH B paMmkax npoekta dnGASP [8]. B aTom npoekre yua-
CTHUKAaM Hpe/IarajJoch BOCCTAHOBUTh CHHTETHUECKUI T€HOM, COJEpKaIInii oKoio 1,8 MIIUIMapaoB HYKIEOTH-
JIOB, KOTOPBIH OBUT MOKPBIT YTeHUsIMU 44 pa3a. DTOT T€HOM SIBIISUICSI CMECHIO TEHOMOB Pa3JIMUHBIX )KHUBBIX Opra-
HU3MOB. [Ipu peanusanuy anropurMa IJisi XpaHEHHsT k-MEpOB MCIIOIB30BANIACh XAII-TA0IMIA C OTKPBITOH aape-
carueit [9]. DTo MO3BOJMIIO OCYIIECTBIATH T00aBICHNE HOBOTO k-Mepa W MPOBEPKY «HAICKHOCTH» HOBOTO 32
KOHCTaHTHOE BpeMs (IocienHee 0COOCHHO Ba)KHO IS pacHapauIeIMBaHUs alroputMma). Beumy Toro, 4Tto B
paMKax TOro KOHKypca 4TeHus1 uMelu JuinHy 114, Obl1o BeIOpaHo 3HaueHue k, papaoe 30.

ITo yacToTHOMY pactpezielieHuI0 k-MepoB (PHCYHOK) ObUIO BBIOpPaHO 3HAYEHHUE MOpOra f, PABHOE YEThI-
peM. AJNTOpUTM HCHpaBlICHHUS OIIMOOK paboTal Ha KOMIIBIOTEPE C YETHIPhMS LIETHAACPHBIMH HpOlieccopaMu
Intel® Xeon® E7450 ¢ takToBo# wactotoii 2,4 I'T u ¢ 24 I'b oneparusHoii namstu. J{o 3amycka anropurma B
WCXOJHBIX JAaHHBIX OBUIO 6,5 MUJUTMApIOB pa3IMYHBIX k-MEPOB, U3 KOTOPBIX 3 MHJUTHAPA «HAEKHBIX». AJro-
puTM paboTait okoJo 24 JacoB, MOCIIE Yero B AaHHBIX cTaio 3,9 MuunapaoB (4to Ha 40% MeHble, YeM B Hava-
Jie) pa3InuHBIX k-MEpOB, U3 KOTOPHIX 3,3 MIJUIHAp/Ia «HaJSKHBIX).

3akjouenue

Pa3paboran MeTon ucmpaBieHHs OMIMOOK, OCHOBaHHBIA Ha YaCTOTHOM aHamm3e k-mepoB. [IpoBeneHo
9KCIIEPUMEHTANIBHOE MCCIISIOBaHUE METO/a, NOKa3aBllee ero paboTocrocOOHOCTh Ha JaHHBIX, ONHM3KHX K pe-
anpHbIM. Pa3zpaboTtaHHblil MeToJ MOXKeT 3(P(QEKTHBHO HCIOIB30BaTh KaK JOCTATOYHO MAallbli, TaK U OOJBLIOH
00BeM pecypcoB. B HacTosAImMIT MOMEHT HCCIIENYIOTCA BO3MOKHBIE H3MEHEHHS, KOTOPbIE MOXHO OCYLIECTBUTD
s ynydnieHus: 3¢QeKTHBHOCTH M OBICTPOASHCTBHS MpEeAIOKeHHOro Meroxa. Hampumep, miaHupyercs B
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OoJIbIIIEH CTETIEHH YYUTHIBATh HH(POPMALIMIO O KAYECTBE MPOYNTAHHBIX HYKICOTHIOB, IPEAOCTaBIIEMYIO CEKBE-
Hatopamu. KpoMe Toro, paccMaTpuBaeTcsi BOSMOXKHOCTD Y4eTa B3aUMOCBA3H k-MEpPOB B UTCHUSIX.
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