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Cankr-IlerepOyprckuii rocyiapcTBeHHbI YHUBEPCUTET
UHG(OPMALMOHHBIX TEXHOJIOT i1, MEXaHUKH M ONTUKHU

AnHoTanusi: B paboTe mpeacTaBieHbl alropuTMbl COOPKH TPOTS-
KEHHBIX ()parMEHTOB T€HOMHOM MOCIIEI0BATEIHHOCTU (KOHTUTOB), OCHO-
BaHHbIC HA TexHOJOTuU MapReduce. JlaHHbIE alITOPUTMBI SIBIISIFOTCS CBEP-
XMacHIMTaOMpyeMbIMU TapajuleIbHbIMU U IpeIHa3HAu€Hbl ISl COOpKU
T€HOMHBIX MOCJIeIoBaTesibHOCTe. OHM MPUMEHUMBI, B TOM YKCJIE€ Ha KJia-
cTepax mneTadaomncHOro u AK3a(IonCcCHOr0 YpOBHEH MPOU3BOAUTEILHOCTH.

BBenenue

MHorue coBpeMEHHBbIE 33J]a4ui OMOJIOTUU U MEAULIMHBI TPEOYIOT 3HAHUS FE€HO-
MOB ’KMBBIX OPTaHU3MOB, KOTOPBIE COCTOST U3 HECKOJIBKUX HYKJICOTUIHBIX ITOCTIE-
J0BaTEIbHOCTEN MOJIEKYI 1e30KkcuprOonyKienHoBo# kucioTsl (JJHK). IToatomy
BO3HUKAET HEOOXOAMMOCTh B JICIIEBOM U OBICTPOM METO/I€ CEKBEHUPOBAHUS —
METOJI€ OIPEICIICHHsI TIOCIIEeI0BAaTEILHOCTH HYKIICOTHA0B B oOpasie J[HK.

N3ydenune reHoMa 4ejioBeKa U APYIUX JKUBBIX CYILIECTB UMEET BAXKHOE IIPHU-
KJ1agHoe 3HaueHue. Ha ocHoBaHUM pe3ynbTraToB COOPKU reHOMa KOHKPETHOTO

" MccnenoBanus BRIMOTHSIIOTCS B paMKax TOCYIapCTBEHHOTO KoHTpakTa Ne 16.740.
11.0495 (3axnrouen B pamkax denepanbHoil LeneBoil mporpamMmMbl «HayuHble u HayuHO-
nearoruyeckue kaapel ”HHOBamoHHOM Poccuu Ha 2009-2013 ronbi»).

IIpu npoBenenun pabot ObUI UCNOIB30BaH cynepkoMibioTep «JlomoHoCcOB» MI'Y
uMmenu M. B. JlomoHOCOBaA.
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YeJIOBEKa BO3MOXKHA peanu3alus NepcoHn(GUIMPOBAHHON MEIULIMHBI — OIpe-
JEJIEHUS TIPEIPACIIOIOKEHHOCTH YEJIOBEKA K Pa3IMuYHbIM 0OJIE3HSIM, CO3JaHue
WHANBUIYaTbHBIX JEKApCTB U T. A. Kpome 3Toro, Ha 0OCHOBE pe3ysIbTaTOB HCCIIe-
JIOBaHMSI FTEHOMOB PAaCTEHUHN U JKUBOTHBIX C UCIIOJIB30BAHUEM METOJ0B OMOMHIKE-
HEPUU MOTYT OBITh BBIBEJICHBI HOBBIE X BHUbI, 00JaA0IINE ONPEACICHHBIMU
CBOWICTBaMH.

3amava pa3pabOTKu METO0B COOPKHU FT€HOMHBIX MOCIIE0BATEIIbHOCTEH SIBIIS-
€TCs1, B ONPEJEICHHOM CMbICTIE, LICHTPAIBHOU Cpeir Bcex 3a/1a4 OnouHdopmaru-
KH. DTO OOBSICHSETCS TEM, UTO 0€3 €€ PEIICHHsI HEeJIb3sI MPUCTYIHUTh K AeTalIbHO-
My M3yUY€HHIO T€HOMA JKUBOI0 CYILIECTBA U €r0 aHaJIU3y ¢ IPUMEHEHUEM JPYTrUX
aJTOPUTMOB OMOMH(OPMATHKH.

B cepennne nepsoro necsatunerns X XI Beka MMUpOKoe pacipoOCTPaHEHUE I10-
JYYWIIM TaK Ha3blBa€MbI€ TEXHOJIOTUU next generation sequencing (TEXHOJIOTUU
CEKBEHUPOBaHUs HOBOTO MokosieHus ). [1o orieHkaM sxcniepToB [ 1] 3Tu TeXHOJI0TUH
B HACTOSILIEE BPEMSI PA3BUBAIOTCS CYLIECTBEHHO OBICTpEE, UeM KOMITbIOTEPHbIE
TEXHOJIOTUHU U AJITOPUTMBbI COOPKH T€HOMHBIX I1OCIIEI0BATEIbHOCTEN.

COopka renoma 3 Habopa (PparMeHToB, MOJYICHHBIX Ha CEKBEHATOpE, — all-
TOPUTMHYECKH U BBIYUCIUTEIBHO CIIOXKHAS 33/1a4a, pelIeHne KOTOPOil HEBO3MOXK-
HO 0e3 HCcIob30BaHus KiacTepoB. Hampumep, kaxaas cOopka reHoMa IeueHOou-
HOTO COCaJbIMKa, OCHOBAHHASI HA JIAHHBIX HECKOJIBKHX 3aITyCKOB CEKBEHATOPA,
TpeOyeT 10 Helenu paboThl KilacTepa U3 JIByX JECATKOB Y3JIOB MO BOCEMb SIAEP
1 8 I'06 onepaTUBHOM MaMATH B KaK0M, 00beIMHEHHBIX 110 uHTepdericy MPI [2].
OnHako OJHOTO 3amycka MOYTH BCETa HEJOCTATOYHO — TaKUX COOPOK MOXKET
OBITh HECKOJIBKO M3-3a2 HEOOXOIMMOCTH 0100pa ONTUMAIbHBIX TApaMETPOB aJl-
ropuTMa U J00aBJICHHS] HOBBIX AKCIIEPUMEHTANIbHBIX JAHHBIX.

Ha ceroans npoueaypa paboTsl cekBeHaTOpa U COOPKHM reHOMa Ha KiacTepe
OTJIMYAOTCS 110 BPEMEHHU B 3aBUCUMOCTU OT KOHKPETHOTO OOOpYIOBAHMS U UC-
MOJIb3yEMbIX aJITOPUTMOB, HO B IIEJIOM — 3TO BEJIMYMHBI OJHOTO MOpsiaKa. Bole
OBLJIO OTMEUEHO, YTO B ONMKANUIINE TOABI TEMIIBI POCTa MPOU3BOJAUTEIBHOCTH
CEKBEHATOPOB OKHUJIAIOTCS 00JIe€ BHICOKUMU 1O CPABHEHHIO ¢ POCTOM MPOU3BO-
JUTEIBHOCTU KJIACTEPOB, U MOITOMY «Y3KHM» MECTOM B IMOJIyYEHUU T€HOMHOMN
MOCJIEZI0BATEILHOCTHU OyIET UMEHHO MPOLIeypa BOCCTAHOBIECHUS T€HOMA, BBITIOJI-
HsieMasl [OCJIe MOITYYEHUS PEe3Yy/bTaTOB padOThl CEKBEHATOPA.

Hcnonb3oBaHue CyIIECTBYIONINX B HACTOSIIEE BpEeMs alTOPUTMOB Ha Tep-
COHAJIbHBIX KOMIIBIOTEpPAX MPUBEJIET K TOMY, UTO COOpKa OJIHOTO reHOMa 3aiiMeT
MecsIbl, @ MOXKET PacCTAHYThCS U Ha Tol. i1 yCIEnHOoro pemenus 3Toi 3a1auu
HE00XOIMMO TEPEXOIUTh Ha HOBBIE aJITOPUTMBI JUIsl KIIACTEPOB, B TOM YHCIIC Tie-
Ta(I0MCHOrO U 3K3a(PIONCHOr0 YPOBHEN POU3BOJUTEIBHOCTH.

B nacrosmieit pabote npeayiaraeTcs CBepXMaciuinTabupyeMblii mapauiebHbIN
MeTOJ COOPKM T€HOMHBIX MOCIEI0BATENbHOCTEHN, KOTOPBI OCHOBAH Ha UCIIOJB30-
BaHuU TexHonoruu MapReduce [4]. COOpKy reHOMa IPeIaraeTcsi OCyIECTBIATh
B TPH dTara — UCIpaBJICHUE OIMUOOK B UTEHUX, COOpKa KBa3UKOHTUTOB, COOpKa
KOHTHUTOB. AJITOPUTMBI JIJISl K&KJI0TO U3 3TAMOB OTJIMYAIOTCS OT CBOMX «IIOCIIEI0-



ABTOMAaTHOE YIIpaBJICHHE, BOJIOLUOHHBIE AJITOPUTMBI, BEpHU(PUKALINSA HA MOJEIIX 421

BaTeJILHBIX» BEPCUH, IPEIJIOKEHHBIX aBTOpaMu B paborax [5, 6]. [Ipennaraemoie
aJITOPUTMBI IOCTPOEHBI HA OCHOBE pacnapaljIeIMBaHUs MO JaHHBIM.

OcHOBHOU HuIeeil MacmTabMpOBaHUs ANTOPUTMA HCIPABICHUS OMMUOOK
B JJaHHBIX CEKBEHUPOBaHUs (HAOOpe YTEHUI F€HOMHOM MOCIIE0BATEIHLHOCTH)
ABJISIETCSl HE3aBUCUMAas 00paboTKa rpyIin A-MEpoB € pa3IMuHbBIMU TTpeUKCaMHU.
J1s Kask10#1 TakoW TPyMIbl A-MEpPOB HE3aBUCUMO OTIPEIEIISIIOTCS, Kakue k-Mepbl
ABJISIIOTCSI IOCTOBEPHBIMHU, U B HUX HET OLIMOOK YTEHHUS, @ B KAKUX BEPOATHOCTD
oIKOKM BhICOKA. sl TeX k-MepOB, KOTOPbIE HE SIBISIIOTCS TOCTOBEPHBIMU, OIIpe-
JeNAeTCsl, KaKue HYKJICOTHU Il B HUX ObUTH MPOYUTAHBI C OIIMOKAMHU, U Ha KaKue
HYKJICOTHU]IbI UX HE0OXO0IUMO uchpaBuTh. Ilocie 3Toro mis Kaxaoro UCXOAHO-
IO YTE€HUSI TEHOMHOM MOCJIEIOBATEIbHOCTH BBITIOIHIETCS UCIIPABICHUE OIIMOOK
Ha OCHOBaHMM MH(OpPMAIIK O TOM, KaK HaJl0 UCTIPABIIATh KaxAbli k-Mep.

Wnes pacnapajieanBaHus ajJropuTMa MOCIEIyIOIUX 111aroB: COOpKHU KBa-
3UKOHTUTOB M COOPKU KOHTUTOB TaK)K€ COCTOMT B paclapasuleIMBaHuU 1O JaH-
HBIM — HCXOJIHbIE JaHHbIE (UTEHUS TEHOMHOM MOCIEI0BATEIbHOCTH C BHECEHHbI-
MU B HUX UCIPABICHUSMHU) Pa30MBAIOTCA HA IPYIIbL, B KAXKJI0M U3 KOTOPBIX OHU
OBLIM TIPOYMUTAHBI U3 OJU3KUX MO3HUIIMN UCXOJHOW T€HOMHOM IMOCTIEI0BaTENbHO-
ctu. Jlanee atu rpynibsl 00padaTbIBaeTCsl HE3aBUCUMO JIPYT OT JIpyra aJlrfOPUTMOM,
aHAJOTUYHBIM aJITOPUTMY COOpPKHM KBAa3UKOHTHUIOB [5]. [lns Takoro pazOueHus
pa3paboTaH aNrOpUTM KJIACTEPHU3alMK YTEHUH TEHOMHOM MOCIEI0BaTEIHHOCTH.
OH ocHOBaH Ha MOCTPOEeHUH rpada 001IKX k-MEPOB UTEHUH, B KOTOPOM BEPILIUHBI
COOTBETCTBYIOT YTEHUSIM, a pedpa YUCIy OOIIUX A-MEPOB Yy COOTBETCTBYIOIIUX
YTEHUI, U TIOCIIEAYIOIIEM BBIJICTICHUH KOMIIOHEHT C OOJIBIIIUM YHCIIOM pedep BHY-
TpU HUX. [l BbIAEICHUS TaKUX KOMIIOHEHT MPUMEHSIETCSl aHAJIOT aJlfOpUTMa
00x0/1a B IIMPHUHY, peaTU30BaHHbBINA MPU MOMOIIM TexHoysoruun MapReduce [3].
B kaxnyro KOMIOHEHTY BXOAUT HEKOTOpas BEpIIMHA ATOTO rpada M BEPIIUHBI
pacmo0KEHHbIE HA PACCTOSIHUU, HE MPEBOCXOISALIEM 3aJJaHHYIO BEIMUNHY.

J71st COOpKM KOHTHTOB M3 KBa3UKOHTHUTOB MOCIIEIHNUE Pa30UBaIOTCS Ha TPyM-
bl OJIM3KHX T10 MOJIOKEHUIO B TeHOME. J{J1s1 KayK10M U3 TaKUX TPy IPUMEHSITCS
aNropuT™M, OCHOBaHHBIN Ha noaxone Overlap-Layout-Consensus. Jlnst ocyect-
BJICHUS pa30MEHMs KBAa3UKOHTUTOB HAa TPYMIBI MPUMEHSIETCS alrOpUTM, aHaJIo-
TUYHBIM OIMCAHHOMY BBIIIE AITOPUTMY KJIACTEPU3ALMU YTEHUM T€HOMHOM I10-
CJIEIOBATEIbHOCTH.

Jlyis yBenu4ueHus: pazMepa Mmojy4aeMblX KOHTUTOB, BBITIOTHIETCS HECKOJIBKO
uTepalrii cCOOPKM KOHTUTOB, MPU ITOM KOHTHUTH, MOJyYCHHbIE Ha MPEAbIIYyIIeH
UTEPALNH, UCIIOJIb3YIOTCS B KAUE€CTBE BXOJAHBIX JAHHBIX JUJIS CIETYIOIIEH.

[IpennoxeHHBIE aNTOPUTMBI OBLIM pEaTu30BaHbl HAa MPOrpaMMHOM (hpeim-
BOopke Apache Hadoop [4]. beinu npoBenena coopka renoma 6axrepun E. Coli [7]
Ha knactepe HUM HKT (HUY UTMO). B pesynbrare akcnepumMeHTa ObLIU I0-
Jy4deHbl KOHTUTH ¢ MeTpukoid N50 6omee 2000, yTo MoOKa3bpIBa€T MPUMEHUMOCTD
JAHHOTO aJropUT™Ma Jisi COOpPKU OaKTepUabHBIX TEHOMOB.

Taxxe Obl1a mpoBeeHa COOpKa YTEHU HCKYCCTBEHHOTO T'€HOMA, UCII0Jb30-
BaBIIIETOCS B IPOEKTE de novo Genome Assembly Assessment Project (pa3mep re-
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HoMma 1,8 Mmuumapaa HykiieotuaoB) [ 8] Ha cynepkomiibioTepe «Jlomornocoy MI'Y
umenn M. B. Jlomonocoga. IIpu 3amycke Ha 30000 mpoiieccopHbIX siiep ObLIu
WCITPaBJICHbI OMMOKHU B YTCHUSAX YKAa3aHHOTO TEHOMA, OJTHAKO TIPOOIEMBI C 3aITH-
CbIO B (halJIOBYIO CUCTEMY HE MO3BOJIMJIM MPOBECTU OCTAJIbHBIE 3TAIbBI COOPKHU.
JIaHHBIN SKCIEPUMEHT MOKa3aJl, YTO MPEUIOKEHHBIA METO/ UCIIPABIICHUSI OIIMOOK
Macmrabupyercs Ha OOJBIIOE YUCIIO Y3JIOB.
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