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AnHoTtanus: COopKa T'bIIITII TEHOMA SIBIISICTCS] OTHOW U3 BaKHBIX 3a-
Jad COBPEMEHHOW OMOJIOTHY W MEIHUIMHBI. BOJBITMHCTBO M3 COBpEMEH-
HBIX MPOTPaMM JJisi COOPKH, OPUEHTHPOBAHBI Ha pabOTy C YTCHUSMH, B
KOTOPBIX COJIEpKaTCsl OMMOKK 3aMeHbl. B maHHON paboTe mpeayaraercs
aJTOPUTM, MCHOJIB3YIOIINI HEOObIION 00beM ONEpaTUBHON NMaMATH U
MO3BOJISIONINNA UCTIONB30BaTh YTEHUS C OMIMOKAMH BCTABKHU U yIAJICHHUS.

BBenenue

MHuorue coBpeMeHHBIE 3a1a41 OMOIOTUH U MEAUIIMHBI TPeOYIOT 3HAHUSI Te-
HOMOB JKUBBIX OPTaHU3MOB, KOTOPBIA COCTOUT U3 HECKOJIBKUX HYKJIECOTUIHBIX
MOCJIeI0BATEIbHOCTEM MOJIEKYI Je30KcupuOonykiennoBoi kuciorsl (JIHK). B
CBSI3M C OTUM BO3HHMKAET HEOOXOIUMOCTh B JICIIEBOM M OBICTPOM METOJE CEK-
BEHUPOBAHUSI, TO €CTh OMPEACIICHUS MOCIEI0BATEIbHOCTH HYKJICOTHIOB B 00-
paszue JJHK.

CyliecTByolue ceKBeHaTOphl — ycTpoiicTBa aiist ureHust JJHK — ne mo-
3BOJISIFOT CUMTATh 3a OJUH pa3 Bcro Moiiekyny JIHK. BmecTo 3Toro onu no3Bo-

' UccnenoBanue moaaepkano B pamkax desepansHoii neneBoit mporpammel « Hayunsie 1
Hay4YHO-TIeIaroru4eckue Kaapbl nHHOBaMoHHOM Poccun Ha 2009-2013 roasn» (T'ocynap-
cTBeHHBIN KOHTPaKT Ne 16.740.11.0495, cornamenue Ne 14.B37.21.0562)



ABTOMaTHOE IPOrpaMMUPOBAHUE, MATMHHOE O0y4YeHHe U OnomH(popMaTruka 579

JSIOT YUTaTh (parMeHThl reHOMa HeOOJNbIIOoNW uHbL. J{nmuHa dparmMeHTa Mo-
XKeT ObITh Pa3HOU, OHA SIBJISETCS BAXKHBIM NApaMETPOM CEKBEHHUPOBAHUS — OT
HEE HaIpSAMYIO 3aBUCUT CTOMMOCTh CEKBEHUPOBAHUS U BPEMSI, 3aTPAuHBAEMOE
Ha YTEHUE OAHOTO (hparMeHTa: 4eM OoJiblle IJIMHA CYUTHIBAEMOTO (hparMeHTa,
TEM BBIILIE CTOUMOCTh YTEHHUSI U TEM JIOJbIIE 3TO YTeHHUE npoucxoaut. CoBpe-
MEHHbBIE BBICOKOIIPOU3BOAUTEIbHBIE CEKBEHATOPHI OCHOBAHbI HA PAa3HbBIX IMOJ-
X0/1aX CO CBOMMH JOCTOMHCTBaMM M HejocTaTkamu. OJZHUM U3 BO3MOXHBIX
HEJI0CTAaTKOB, C KOTOPHIM HEOOXOIMMO CIPABIIATHCS, SIBIAETCA HAJIUYUE OLIU-
OOK BCTAaBKU U yJaJICHUsI — B IPOYUTAHHBIX ()parMeHTax B HEKOTOPHIX MECTax
BO3MOXHO y/JaJICHUE WJIM BCTaBKa CUMBOJIA, HAllpUMeEp, OJTHON U3 pacipocTpa-
HEHHBIX OIIMOOK SIBIsIETCS A0OaBICHUE WU YAAJICHHE OJHOTO WM HECKOJb-
KUX U3 CEpUM OJMHAKOBBIX MOJPSJ UAYLIUMX HYKJI€OTU0B. YacTto ans cOopku
UCIOJB3YIOT NApHbIE YTEHHUS, JJIsI KOTOPBIX U3BECTHO MPUMEPHOE PACCTOSHHUE
MEXIy HUMHU. DTO MO3BOJISIET MOIYYUTH OoJbllie MHGOPMAIIMU O TEHOME MpHU
CpPaBHUTEJIBHO HEOOIBIINX 3aTparax.
['eHOM OOBIYHO MPEICTABIISIIOT B BUJE HECKOIBKUX CTPOK U3 OykB A, G, C u
T, cOOTBETCTBYIOMIMX BO3MOKHBIM HYKJICOTHIaM 3ajaueil COOpKH TeHoMa SIBIIs-
eTcst BoccTaHoBiieHue nociegosarenbHocty JIHK (ee qrna coctaBisieT OT MUJI-
JMOHOB J10 MUJIJTMAP/0B HYKJIEOTUIOB Y Pa3HbIX KUBBIX CYIIECTB) HA OCHOBAHUU
uH(OpMaLIKH, TOTYYSCHHON B pe3yabTaTe CeKBEHUPOBaHUS. DTOT MPOLIECC ACIUT-
Csl, KaK MpaBuJjo, Ha CJIEAYIOIINE TaIlbl:
1. UcnpaneHnue ommbOOK B JAHHBIX CEKBEHUPOBAHMSI.
2. COopka KoHmMu206 — MaKCUMaJbHBIX HEMPEPBIBHBIX MMOCJIEI0BATEIbHO-
CTEHl HYKJIEOTHI0B, KOTOPBIE Y/1aJJOCh BOCCTAHOBUT.

3. Tloctpoenue cxaghgondoe — TOCIEAOBATEIBHOCTEH KOHTHTOB, pasJie-
JICHHBIX IPOMEXKYTKAMM, JUISI ITTUHBI KOTOPBIX HAMIEHbI BEPXHUE U HIK-
HUE OICHKH.

OnHoit u3 HanboJee 4acTo UCTIOIB3YEMBIX TIPHU COOpKEe reHOMa MaTeMaThye-
CKUX MOJICJICH SIBIISICTCSI TaK Ha3bIBaeMblIi rpad ae bpéiina [1]. Ha ero ucnosnb3o-
BaHUU OCHOBAaHBI CJICAYIOIINE MpOrpaMMHBIe cpeactBa: Velvet [2], Allpaths [3],
AbySS [4], SOAPdenovo [5], EULER [6].

OnHMM U3 HEAOCTATKOB, KOTOPBIM 00JIa/1al0T IEPEUUCIICHHBIE IPOTPAMMHBIE
CpEenCTBa, BJISAETCS TO, YTO ATU MPOrpaMMbl ObUTH ONTUMU3UPOBAHBI AJIsl pAOOTHI
¢ cekBeHaTopaMu kommanuu [llumina [7] u He moanepkuBarOT paboTy ¢ OOJIb-
MM YKCJIOM OIIMOOK BCTaBKU M yAayieHUs. Takke 3TU METOoAbl TPeOyIOT s
CBOEM pabOTHI OOJIBIIOrO0 0OBEMA ONEPATUBHOMN MAMSITH.

B Hacrosmeit pabote npeasnaraeTcsi METOA, JHILIEHHBINA YKa3aHHBIX HEIO-
ctarkoB. [TocTtpoenue ckapdonnoB B HacTosel paboTe HE pacCMaTPUBAETCS.

IMpennaraembii MeTO

B pabore npemiaraercss MoauUIIMPOBATh alrOPUTM, MPEII0KCHHBIN B pa-
oore [&].
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AJNTOPUTM UCTIPABIICHUS OLTMOOK OCHOBAH Ha aHAJIU3€ YacCTOT k-MEPOB (CTPOK
JUITMHBI k) U COCTOUT U3 YETHIPEX I11aroB:

1.

Pa3buenue k-MepoB Ha KOP3UHBI COTIIACHO UX IpedukcaM. OuKcupyeTcs
HeKoTopas JuinHa L. JIna kaxaoi us 4’ CTpOK JJIMHBI [ BBIAENSAETCS MHO-
KECTBO k-MEPOB, HAUMHAIOIIUXCS C TAHHOTO MpeduKca.

[Toncuer yacTot k-MepoB B 0OJHOM Kop3uHE. [IpoxoaoM no BceM JaHHBIM
JUTSL KaXKI0T0 k-Mepa MOJCUUTHIBAETCS, CKOJIBKO pa3 OH BCTPEUAETCs B Ha-
Oope YTEHU, TTOCIE Yero BCEe k-Mephl ACNATCS Ha HadedicHvie (Te, 4TOo
BCTPEUAIOTCSI MHOTO pa3) U HeHadedcHvie (T€, YTO BCTPEUAIOTCS Maio

pas).

. UcnpaBnenne ommbok B k-Mepax OgHON KOp3uHBIL. [[1s1 kaxaoro k-mepa

nepeduparoTcs BCce BO3MOXKHBIE MCIPABIEHUS, KOTOPbIE MOXHO OCYIIIE-
CTBUTb — Ha KaXKJI0¥ MO3UIIUU MOYKHO 3aMEHUTb, YIATUTh WK JJOOABUTh
CUMBOJI. MakcuMasbHOE YKCIIO0 OMIMOOK, UCIIPABISIEMBIX BHYTPU OTHOTO
k-Mepa, SBIISIETCA TapaMeTPOM ajaropuTMa. BHYTpHU Hcnob3yemMoro npu
pa3oMeHnM Ha KOp3UHBI TpeduKca OIMMOKHU HE UCTIPABIISIIOTCS, Onaroaaps
YeMy UCITPABJIEHHBIE £-MEpHI JI€XKAT B TOM K€ KOP3UHE, YTO U UCHPABIIS-
emble. Eciiu HeHaie)xKHbIN k-Mep eIMHCTBEHHBIM 00pa3oM IpeBpaliaeTcs
B HAJICKHBIN, HAJICHHOE UCIIPABJICHUE 3alIMCHIBACTCHI.

[Ipumenenne ucnpasieHui. i1 KaXKAOr0 YTEHUS BBIIIMCBHIBAIOTCS BCE
k-mepy, comepxkamuecss B HeM. Te, K KOTOPbIM HalJeHbl UCIIPABIICHHUS,
3aMEHSIOTCSl Ha COOTBETCTBYIOIINE HAJIEKHbIE k-Mepbl. Jlanee st Kax-
JI0¥ MO3ULIMHU IO MPABUITY KOHCEHCYCa BBIOMPAETCs] CUMBOIIL.

Pa30OueHne Ha KOpP3UHBI [TO3BOJISIET TPOBOAMUTH UCIIPaBICHHUE OIIUOOK U B He-
00JBIIIOM 00bEME MaMSITH.

[Tocne ucnpapneHus: OMMOOK MPOUCXOAUT COOpPKAa KOHTUIOB, BBIMOJIHSIO-
mascsa B JiBa dTamna: cOopka KBa3MKOHTUTOB M3 MapHBIX YTEHUH — (parMeHTOB
T€HOMa, U3 KOTOPBIX OBbUIM MOMTY4YEHBI MapHbIE YTCHHs, 1 COOPKH KOHTUTOB M3
KBa3UKOHTHUTOB.

COopka KBa3UKOHTUTOB OCYIIECTBISIETCS C UCIOIb30BaHueM rpada ae bpéii-
Ha ¥ COCTOUT TPEX IIaroB:

l.

2.

[Toncuer yacTOT k-MEpOB B UCIIPaBICHHBIX YTEHUsX. BhinonHsercs tak
e, KaK U IPU UCTIIPABICHUH OIINOOK.

[TocTpoenue rpada ne bpéitna. B rpad ae bpéiina nobasnsroTcs kak Bep-
LIMHBI BCE £-MEpBhI, BCTPEUAIOIIMECS HE MEHBIIIE IBYX Pa3.

[Touck myTeit B rpade ne bpéitHa, cooTBETCTBYIOMUX (DparMeHTam, U3
KOTOPBIX OBUIM MOJyYEHbI MapHble uyTeHus. [ Kakaoil mapbl yTeHUMN
B rpade ne bpéitHa HaXOAUTCST MHOXECTBO BEPIUUH U pedep, uepe3 Ko-
TOpBIE MPOXOIUT XOTA Obl OJUH MYyTbh, COCAUHSAIONIMN ITH JBa UYTEHUS,
MOJXOAIIUHN MO AJTMHE MOJ alPUOPHBIE TPAHUIIBI HA PACCTOSTHUE MEXKTY
yTeHUusMU. B monyuuBmiemcsi moarpade BbiaensieTcst myTh ¢ HauOOIb-
[IIIM BECOM U MPOBEPSIETCS, YTO BCE BO3MOXKHBIE MYTH, COCTUHSIONINE
NapHble YTEHUSI COBIAJAIOT C 3TUM IyTEM C TOYHOCTBIO J10 HEOOIBIIOTO
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qyclia OIMOOK 3aMEHbl, BCTAaBKU WIH yAaneHus. Ecnu 3To Tak, To mocie-
JI0BATEIbHOCTh HYKJICOTHIOB HAa ATOM ITyTH BBIBOAUTCS KaK KBa3UKOHTHUI.

Pa3OueHue k-MepoB Ha KOp3WHE MPH MOACYETE YACTOT U XpaHEHUE B rpade
ne bpéiina Tonbko pedep ¢ uX BecaMu MO3BOJISET STOMY 3Tay TAK¥KE BBIITOJIHSATh-
csl B HEOOJIbIIOM 00BbEME MaMSTH.

COopka KOHTHIOB M3 KBa3WKOHTUIOB OCYIIECTBIIIETCS C MCIIOJIb30BAHUEM
rpada nepekpoiTuii U metona Overlap-Layout-Consensus. DTOT 3Tan COCTOUT U3
TpEX 1Iaros:

1. TTouck nmepexkpbITUil (B TOM YHCII€ HETOYHBIX) MEXIY KBa3UKOHTUTaAMHU.
BeolnonHsieTcs ¢ UCnoib30BaHUEM CY(P(PUKCHOTO MacCHBa.

2. [loctpoenue u ympoineHue rpada nepekpoiTuii — rpada, B KOTOpOM
BEPIIMHAMU SIBJISIIOTCS KBAa3UKOHTHUIHU, a peOpamMu — MEPEKPhITHS MEXITY
HUMU.

3. BeiBox koHTUTOB. [7151 3TOTO B yNpoOIeHHOM Tpade MepeKphITUii Haxo-
ISTCs My TH 0e3 BeTBIeHU. KOHTUT momyyaeTcss KOHCEHCYCOM U3 MHOXKE-
CTBAa KBa3UKOHTUIOB HA TOM IIyTH C COOTBETCTBYIOLUMU CABUTAMH.

3KCHepI/IMeHTaJII)HI)Ie HCCJIeaJ0BaHUA

DKCIEpUMEHTAIBHBIE UCCIICIOBAaHUS TTPOBOJAWINCH HAa OMONIMOTEKE UYTCHUMN
OakTepuu p_stutzeri, reHOM KOTOPOW UMEET JIMHY OKOJIO 4 MUJJIMOHOB HYKJIe-
otuaoB. J[anHbie nonyuyeHnbl cekBeHaropom lon Torrent. Becero ncnosnb3oBanoch
TpU OMOTNOTEKH, OJTHA U3 KOTOPBIX COEPIKaIa MMapHbIC YTCHHS CO CPEIHUM pac-
cTtossHUEM Mexy uTteHusaMH 2500 HykieoTuaoB. OO0t 00beM UCXOIHBIX JTaH-
HbIX cocTaBisia 2,9 I'b.

[Tocne cOopku ObLIO MoOMydeHO 434 KOHTHTa CYMMapHBIM pa3mMepoM B 4,6
Mb6a3, makcumanbHbIM KOHTUTOM anuHoM 57 K6a3 u ¢ N50 paBusim 17000. Ha
T€X K€ IaHHBIX C MOMOIIIbIO MporpaMmbl AnySS ObL10 oaydeHo S0 ThICSY KOH-
TUTOB CyMMapHO# juinHOM B 6,3 M0a3, makcumanbHoi quHON 7 K6az u N50
paBHbIM 660.

3aKJIuYeHue

B pabote npennoxer MeTos cOOpKH FeHOMA, WCIOJIB3YIOMNUNA HEOONbIION
00beM MaMsTH, MOAAEPKUBAIOUINI paboTy C UTEHUSIMU, COIEPKALIMMHU OIIUOKU
BCTABKH U YJIAJICHUS.
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