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Pa3paboTka MeTo1a BOCCTAHOBJIEHHSI ()PATMEHTOB
HYKJICOTHAHBIX MOCJIEeA0BATEIbHOCTEH M0 MAPHBIM
YTECHUSAM

MHorue coBpeMeHHbIE 3a/ladyll OMOJIOTHU U MEIULUHBI
TpeOyIOT 3HaHUS TEHOMa J>KUBBIX OpPraHU3MOB, KOTOPBII
COCTOMT M3 HECKOJbKUX HYKJIEOTHIHBIX MOCJIEI0BATEIbHOCTEH
JJHK — mo oxnHoii B kaxaoil xpomocoMe. B cBsizu ¢ 3TuM
BO3HHKAeT HEOOXOJIWMOCTh B JCIICBOM M OBICTPOM METOJE
CEKBEHHUPOBAHHUSI, TO €CTh ONPEACICHUS MOCIEI0BATEILHOCTH
HYyKJIeoTH10B B 00pasie JJHK.

Cyl1iecTByronye TeXHUYECKUE CPENICTBA HE IMO3BOJSIOT
cuuTath pazoM Bcro MoJekyny JHK opranumsma, mostomy
nepen cuuteiBanueM Moliekynbl [IHK npobsrcs Ha ManeHbKue
dbparmenTsl. M3nauansHO, Hampumep, s npoekta « eHom
yeoBeka» [1], ucmonp3oBaiuch (parMeHTHl UIMHOW OKOJIO
800-1000nyK€0THIOB, HO TAaKOW MOAXOJ SBJSETCS JOPOTHM
U 00nazaeT HU3KOH MPONMYCKHOM CHOCOOHOCTBIO — YHCIIO
MPOYUTAHHBIX HYKJIEOTHUIOB B €AMHHIY BpeMeHH. [lo 3Tum
NpUYMHAM B HACTOSIIEE BpPEMs HCIOIB3YEeTCS CIEIyIOIIast
JOCTaTOYHO nemeBass M 3(G(EKTUBHAS TEXHOJOTHS. CHadaja
BBIYJICHSIETCS CIIYYaiiHO PACIIONOXKEHHBIA B T€HOME (pparMeHT
mmHOM okosio 500 HYKIIEOTHIOB, a 3aTeM MPOUCXOIUT



CUUTBIBAHUE JIByX IIOCIEIOBATEILHOCTEH C €ro KOHIIOB
(mmnoit mpumepno 1o 100 HYKICOTHIOB Kakaas). OTH
MOCTICIOBATEIbHOCTH ~ HA3bIBAIOTCA ~ MAPHLIMU — YMEHUAMU.
[Tporiecc moBTOpsSIETCS TakOoe YHUCIO pa3, YTOOBI OOECTIEYUTH
JIOCTaTOYHO OOJBIIOE IMOKPHITUE T€HOMAa YTCHHSMH. Takas
TEXHOJIOTUSl ~ peajM3yeTcsi, HampuMmep, B CEKBEHATOPax
kommanuu lllumina [2]. 3amerum, u9TO TpH (PUIUUESCKOM
YTEHUd MOTYT BO3HUKATh OMMOKHA, HO JUISI KaXIOTro
NPOYUTAHHOTO HYKJICOTHIA W3BECTHO €ro KauecTBO —
BEPOSITHOCTH TOTO, YTO OH OBLJI MPOYUTAH MPABUIHLHO.

Kpome TOro, mporpamMMHBIE CpEICTBA TOXE HE
MO3BOJISIIOT ~ BOCCTAHOBUTH ~ T€HOM  HEJIHKOM. [losTomy
pe3yabTaToM pabOThl COOPIIMKOB SIBISIETCS HAOOP KOHMU208,
OOBETMHEHHBIX B CK2¢hghonovi. KoHTHTamMM Ha3bIBAIOTCS
MaKCHMAJIbHBIE TOJIIOCIEIOBATEILHOCTH TE€HOMa, KOTOPbIC
yaaiock BoccTaHOBUTH. CkaddosnmaMu Ha3bIBAIOTCS TaKWe
MOCJIEZIOBATEIBHOCTH KOHTHIOB C OIIGHKaMH Ha PacCTOSHHUS
MEXIy HUMH, PO KOTOPBIE MPEIIOoaraeTcs, 4To OHU B TOM
K€ TIOCIICJIOBATEIILHOCTH W Ha TaKUX JKE PACCTOSHHUAX
HAXOJATCS B TCHOME.

Ha naHHBIIf MOMEHT CYIIECTBYET MHOKECTBO COOPIIMKOB
TEHOM W3 MapHbIX uTeHHi [3-6], OONBIIMHCTBO M3 KOTOPBIX
MOJTHOCTBIO OCHOBAHbI Ha Mcroib3oBaHuu rpaga Jle bpronna.
I'pad e Bbprowna pasmepuoctu K Ham ampaButom X — 3TO
rpad, BepIIMHAMU KOTOPOTO SBISIFOTCS BCE CTPOKU HaJ
andasutoM X amuHbl K (oM HaseiBarotes K-uepamu), a pebpa
COCIMHSIOT Tapbl TakUX BepIIMH, 4T0 cypdukc mmHbl K-1
MEPBOIl BEPIIMHBI SBISCTCS TPEeYUKCOM BTOPOW BEPIIUHBI.
MOXHO 3aMeTHTh, YTO €CTh OJHO3HAYHOE COOTBETCTBHUE
Mexxay peopamm um (K+1)-mepamMmu  — KaxkaoMmy peOpy
coorBercTByeT (K+1)-Mep, TNONydeHHBIH KOHKaTeHalmed K-
Mepa HavyaJdbHOHM BEpIIUHE pedpa M MOCISIHEro CUMBONIA K-
Mepa KOHEuHOW BepimHbl pedpa. B rpade Jle bprouna Han
andasutom {A, T, G, C}reHom mpeacrasisier u3 cebs HAOOP



nyreii  (BO3MOXKHO ~ HE  MNPOCTBIX), COOTBETCTBYIOIINX
XpOMOCOMaM.

Kak yxe roBopuioch, 3TH COOPIIMKHA HE MO3BOJSIOT
coOpaTh BEChb TE€HOM IIOJIHOCTHIO, TOATOMY HWMEET CMBICI
WCKAaTh METOJbI, KOTOPHIE TO3BOJAT YIYUIIUTH PE3yIbTATHI.
Kpome Toro, >xemaTelbHO ONTUMH3POBATh WCIIOJIIB30BAaHUE
namMsTé MW OBICTpONEHCTBUE, YTOOBI YMEHBIIUTH OOIIYIO
CTOMMOCTH CEKBEHUPOBaHUS.

B pabore [7] Obu1a mpeanoxkeHa uues ¢ moMoIIbIo rpada
Jle bpromna BoccTaHaBIMBaTh (PparMEHTHI, OTBEYAIOIIUE
MapHBIM UYTEHUSM, a 3aTeéM HCIONb30BaTh IOJYYCHHBIC
nocnenoBareabHOCTH 10 SOOHYKICOTHIOB 11 COOPKH reHOMa
C MOMOILBI0 UMEIOMIUXCS COOPIIUKOB U3 <«JUIMHHBIX» UTEHUH,
OCHOBAaHHBIX, Hampumep, Ha amroputme Overlap-Layout-
Consensus [8Jrakux kak Newbler [9]umu Celera Assembler
[10]. K coxanenuio, IpeaIoKEHHBIN B 3TO paboTe aaroputm
BOCCTAaHOBJICHHUS ()parMEHTOB OKa3ajCsi HENPUMEHUM IS
OOJIBIIINX TEHOMOB pPa3MEpPOM OT MHUJUTUAP/IA HYKJICOTHIOB.

B nanHoli paboTe aenmaercs MONBITKA Pa3BUTh METOJ
BOCCTaHOBJICHHS (parMeHTOB, MPEIIOKEHHBIH B padote [7],
4T0ObI OH CTal 3(P(EKTUBHBIM II0 HCIOIB3YEMOH MaMATH H
BpeMeHHU pabOThl U €ro MOXHO OBLJIO TPUMEHHTh K T€HOMaM
pa3MepoM HECKOJIbKO MUJITUAPOB HYKJICOTUIOB.

BaxHbpIM  mpenBapUTENIbHBIM  [IATOM  SIBIISIETCS
UCTpaBJICHUE OIIMOOK, HAIpUMEp, C IMOMOIIbIO YaCTOTHOTO
a”HaiM3a. DTOT IIar MO3BOJISET CHJIBHO CHU3UTH OOIIMHA 00BEM
uH(OpMallMM BO BXOAHBIX MJAHHBIX, MPU OTOM YBEIUYHB
TMIOJIE3HBIN 00BEM.

Taxkum 06pa3om, Bech MPOILECC BOCCTAHOBJICHUS T'€HOMA
10 TTAPHBIM YTEHUSIM COCTOUT U3 YETHIPEX ITAIOB!

1. HcnpasrneHue ommOOK B UCXOIHBIX JAHHBIX.

2. BoccranoBnenue (parmenToB. BoccraHoBieHHBIE

¢bparMeHTsl OyzieM Ha3bIBaTh KBa3UKOHTHTAMH.

3. COopka KOHTUTOB M3 KBa3UKOHTUTOB.



4. Coopxka ck3¢hdonaos.

JlanHas pabota cokycupoBaHa Ha BTOPOM dTarle.

B npennaraemom merozae ucrnonsiyercs noarpag rpaga
Jle bpronHa, B KOTOPOM MHOXECTBO peOEp COCTOHUT TOJIBKO W3
tex (k+1)-MepoB, KOTOpbIE BCTPEYAIOTCS B  YTEHHSX
JIOCTAaTOYHO OOJIBIIOE YHCIIO pa3, YTOOBI UX MOXHO OBLIO C
OUYeHb OOJIBIION BEPOSITHOCTHIO CUUTATH BXOSIIUMU B TEHOM,
a MHOKECTBO BEpILMH TaKoe ke, Kak U B HCXOJHOM rpade.
Ecnu y4acTOK HYKJIEOTMAHON MOCIEA0BATEIBHOCTH MMOKPBUICS
JOCTAaTOYHO XOPOIINO, TO ecTh Bce Bxojsaimme B Hero (K+1)-
MEpBI 110 MHOTO pa3 BXOIAT B UCXOJHBIC JAaHHBIE, TO B 3TOM
noArpad)e CyImecTByeT MmyTh MEXIY MEPBbIM U MOCICAHUM K-
MEpaMH y4acTKa

[IpennaraeMblii METOA OCHOBAaH Ha MOMCKE TAaKOro IMyTH
s (parMeHTa, COOTBETCTBYIOIIETO MapHBIM dYTeHHsM. U3
BCEX IyTe HAac MHTEPECyIOT TOJbKO T€, KOTOpbIE
VKJIQJBIBAIOTCS B ANpPHOPHBIE TPAaHUIBI JJIUH (DParMeHTOB,
MO3TOMY CJIMIIKOM KOPOTKHE U CIMIIKOM JUIMHHBIE IYTH
MOXHO OTOpocuTh. M3 ocTaBmMXCS MyTeH cienyer BbIOpaTh
T€, KOTOPbIE JOCTAaTOUYHO <II0XO0KM» Ha IMapHble uTeHud. J{is
3TOr0 MOKHO CPaBHUTH BCE HYKJICOTHIBI U3 MAPHBIX YTCHHA C
COOTBETCTBYIOIIMMU MM HYKJICOTHUIAMH W3 IYTH, MOCYUTAThH
BEPOSTHOCTh TAKUX OIIMOOK U CPABHUTH €€ C MATEMATUICCKIM
OXXMJAHUEM OTOM BEPOSTHOCTU. Te MyTH, IId KOTOPBIX
paznuuue MEXITY ITHUMH BEJIMYMHAMU BEJIMKO,
otOpaceiBatoTcs. OcTaBIInecs MyTH — XOPOIINEe KaHAUIaThl Ha
poIb MyTH, COOTBETCTBYIOIIIETO dbparmeHTy B
NeUcTBUTENLHOCTU. Eciau Hamieincs eIUHCTBEHHBIM Takoi
MyTh, TO MOXHO C OY€Hb OOJBIION YBEPEHHOCTHIO CKa3aTh, UYTO
OH OTBEYAaeT pEaJbHOMY IIyTH B TE€HOME, MO3TOMY JTOT
(dparMeHT CYHTAeTCs BOCCTAHOBIICHHBIM, a HAJICHHBIN MYyTh
BBIBOJIUTCSl KaK KBa3MKOHTHUT. Ecim Takux myTeil HECKOJIBKO,
TO HE SICHO KakOil M3 HUX Ha CaMOM Jelieé COOTBETCTBYET
(dbparMeHTy, mMo3ToMy 3TOT (PparMEeHT HE BOCCTAHABIIUBACTCS.



Ecnu He Hamwioch HU OJHOIO TAakOro MYyTH, TO JAHHBIN
¢parment JIHK Oblm TUI0XO TMOKPHIT YTEHHUSMH € €T0
BOCCTaHOBJICHUE HEBO3MOXKHO.

Jlist Toro, 4ToOBI MOTpebIeHHE MaMATH MPEIaraeMoro
MeTona ObUIO HE OuYeHb OONBIINM, HEOOXOJUMO HUMETh
KOMITAKTHOE TIPEICTABJICHHE MCIOJIb3yeMoro noarpada rpada
e bprouHa. /[ ero xpaHeHus: NOCTATOYHO XPaHUThH TOJIBKO
MHOXECTBO €ro pebep, 4ro MOXHO 3((PEKTUBHO eaTh,
UCTOJB3Ys, HAIIPUMED, XeII-TabJIUIy ¢ OTKPBITOHN ajpecanuei.
[IpenmyriecTBaMu Takoro MojAX0/a XpaHEeHUs mepes IpyrumMu
SBIIIIOTCSL €T0 TMPOCTOTA, OBICTPOJEHCTBHE U BO3MOXKHOCTH
0aaHCUPOBKHU MEXIY HMCIOIb3YEeMON MaMAThIO U CKOPOCTHIO.
Bosnee 3 eKTUBHBIMU C TOUKH 3pEHHS MOTPEOIIIEMON MaMATH
spisiiorest  rank/selectcmosapu  [11], kKoTOpbie MO3BOJSIOT
clenaTh €€ HWCIOJb30BaHHWE ONM3KUM K JHTPOIMHU, HO H3-3a
3TOrO YBEJIMYUBAETCS BPEMsI JOCTYyTIA.

JIns mnoucka nyTed, COCOUHSIOIIMX JBE 3aJaHHbIC
BEPIIMHBI M HE TMPEBOCXOASAIIUX IO JJIMHE HEKOTOpOi
MaKCUMAaJIbHOU JUIUHBI Limay MPUMEHseTCsl MeToauka meet-in-
the-middle, B xoTopoii MpOMCXOAUT OJHOBPEMEHHBIM MOMCK
nyTeil U3 MepBO BEPIIMHBI MO MPSAMBIM pedpaM U MyTed u3
BTOPOM BEPIIMHBI IO 00paTHBIM pedpam. Eciu KoHel kakoro-
TO MYTH U3 MEPBOM BEPIIMHBI COBIAJAET C KOHLIOM MYTH W3
BTOpPOI BEpIIMHBI, TO MOKHO, OOBEAUHUB ITH MYTH, MOTYIUTh
IIyTh M3 IIEPBOM BEPIIMHBI BO BTOPYl. /[lnsa peamusanuu
TaKOro MoJxoja yJo0HO 3amyCTUTh OJJHOBPEMEHHO J1Ba 00X0/1a
B IIMPUHY. W3 MEPBOW BEPIIMHBI MO TPSIMBIM pedpam U U3
BTOpO — 10 oOparHbIM. Torma Ha KaxaoM Imare L MoxkHO
MOA/ICPKUBATh WHBAPUAHT: JUISI MEPBOM BEPILIUHBI HU3BECTHBI
BCE MCXOJSIIME U3 Hee MyTH JUIMHBI L1, a 11 BTopoil — Bce
BXOJIAIIUE MyTH ANUHKI Ly, mpuaem Li+L =L . Takum o6pazom,
Ha KaXIOM [Iare MOXHO Iepeceyb MHOXKECTBA KOHEUHBIX
BEpPIIMH IyTedl M HaWTU Bce MyTH JUIMHBI L W3 mepBoit
BEpIIUHBI BO BTOPYIO. JlJIsl mepexoia K cieayronield nTepamiuu



Heo0X0IMMO BBIOpaTh, B KAKOM M3 O00XOJOB YBEIMYMBATHL HA
eauHully JUMHY nyted. CaMblM  [POCTBIM  SIBJISETCS
MoOYepeTHOE YBEIMYCHHE JIUTHH, HO JUIst 6osee 3(h(eKTHBHOTO
UCIOJIb30BaHUS TMaMATH M BpPEMEHHU JIydllle IPOU3BOIUTH
yBEJIMUEHUE B TOM 00XOJie, B KOTOPOM Ha JaHHBIA MOMEHT
YHCIIO KOHIEBBIX BEpUIMH MEHbIIe, 4eM B Apyrom. Kpome
TOTO, pa3yMHO MapajuleIbHO OTOpPachiBaTh T€ MYTH, KOTOPHIE
Ha TEKylled HUTepalHH YK€ CHIBHO OTIMYalOTCS OT MapHbBIX
YTCHUH.

3aMeTuM, 4TO 3TO PElIeHUE XOPOIIO MacIITabupyeTCsl Ha
HECKOJIBKO SJIep WM Jake Ha HECKOJBKO KOMIIBIOTEPOB, TaK
KaK BCE MapHbIe YTEHUSI MOXKHO Pa30UTh Ha TPYIIbI, KOTOPHIE
MOXXKHO 00pabaTbiBaTh HE3aBUCUMO, a IIOCTPOCHHE XeIll-
Ta0JINLIBI 3aHUMAET OTHOCUTEIBHO HEMHOTO BPEMEHH.

JlanHbIi ToAX0/ ObLT pa3paboTaH M MPUMEHEH B PaMKax
mpoeckta ONGASP [12], B KOTOpOM  MpemIaraioch
BOCCTAaHOBUTh CHHTETHYECKHH TeHOM pasmepom B 1,8
MUJUIMAPIOB HYKJIEOTHJ0B. BoccraHoBienue ¢GparMeHTOB
pabotanio Ha 24-snepHoit mammue ¢ 641'b oneparuBHOI
namsti. 3Hadenue K Obi10 BeIOpaHo paBHbIM 30 — B 3TOM
ciydae OJMH K-Mep MOXHO XpaHHTh B 64-OMTHOM MElIOM
gyucie. 3a CyTku Obuto oOpadorano 350 MUIIITMOHOB TAPHBIX
gTeHui, 11 67% KOTOPBIX yIaaoCh BOCCTAHOBUTH MCXOIHBIE
dbparmenTsl. s 6% He ymamock HAaWTH HU OJTHOTO TYTH, JUTS
27% (parMeHTOB OJHO3HAYHO BOCCTAHOBHUTH HE MOJIYYHIIOCH
13-3a OOJIBIIIOTO YKCTIa My TEH

B npanpHeiimeMm IiaHUpyeTcst yBENUYUTh K, a Takxke
UCCIEI0BaTh ~ BO3MOXKHOCTb ~ BHECTH  JOIMOJIHUTEIbHbBIE
yIy4IIeHuss B 3TOT METOJM JUIsl  yBEIUYCHHS  €ro
3¢ PeKTUBHOCTH U OBICTPOICHCTBHSI.
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