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AHAJIN3 TOCJIEJOBATEJIBHOCTEM PET'YJIITOPHBIX PAHOHOB T'EHOB
PEJIIHUOHHOM CUCTEMOM EXPERT DISCOVERY,
BCTPOEHHOM B ITAKET UGENE *

3agaya aBTOMAaTHYECKOTO BOCCTAHOBJICHHS MEPAPXUUECKOH CTPYKTYpHI PETYISTOPHOH 0OJacTH 3YKapHOTHYECKOTO
TeHa IOCTaBJIeHa Ha CTHIKE OMOJIOTHHU, MaTEeMaTUKH M WHQOPMAIIMOHHBIX TexXHOJoruil. Pemenue 3ol 3amaun npexmomna-
raeT NOHMMaHHE CI0XKHBIX MEXaHU3MOB PETYJISILIUN T'€HOB 9YKapHUOT U IIPUMEHEHHE UHTEIUIEKTYaJIbHbIX TEXHOJIOIUM A1
MHOTrOIapaMeTpu4ecKoro aHaian3a. B nanHoit paboTe npuBeIEHO ONMMCAHWE HHTEIPUPOBAHHOM CHCTEMBI, KOTOpas peau-
3yeT MEeTOJ PeNSIIMOHHOTO aHallN3a OMOJIornueckuX AaHHbIX. CHCTeMa MO3BOJISIET YUUTHIBATh AOCTYIHYIO OHONIOTY anpu-
OpHyI0 nH(pOpPMaIHIO 00 aHAIM3UPYEMBIX JAHHBIX, OCYIIECTBIIATh aHAIN3 HAa KaXJOM YPOBHE OpPraHH3alluH PeryJsiTop-
HOTO paifoHa, MOCJIEeI0BaTEIFHO MPOM3BOAUTE MOUCK PEIICHHS OT MPOCTOW THUIOTE3Bl K Ooyiee ciiokHOH. MHTerpamms
CHCTEM IPEJOCTABIISET yAOOHYIO Cpefy A MPOBEACHMS KOMIUIEKCHBIX HCCIIEIOBAaHMI M aBTOMAaTHU3alMU pabOTHI IKC-
nepra-ouonora.

Kniouesvie crosa: KOMIIIEKCHBII CUTHAN, HEPAPXUUECKUN aHAIN3, UHTEIPUPOBAaHHAS CUCTEMA, PEJIALUOHHBINA IOAXO0/,
pacrio3HaBaHue, peryJISTOpHbIE pailoHbI TCHOB, AaHHOTALIMSL.

BBeagenne

AHanmu3 peryJsiTOpHBIX TOCIIEeNI0BATEIbHOCTEH T€HOB M TOUCK CTPYKTYpPHO-(QYHKIHOHATBHBIX
3aKOHOMEPHOCTEH MX OpPTaHU3alKHU MPEICTABISAET aKTyalbHYIO MpobiaeMy OHOIOTHH, KOTOpas Aa-
JieKa OT OKOHYATEJIbHOIO peuieHus. Bo MHOIOM 3TO 00YCJIOBIIEHO CIIOXKHOCTBIO CTPOEHHS PEryiis-
TOPHBIX 00JIaCTeH U MHOTr00Opa3reM MEXaHW3MOB PETYJISIIUU TPaHCKpUTIMK. Bo3HuKaeT HeoOxo-
JUMOCTb AHAJIU3UPOBATH PA3HOPOIHYI0 HWHGOPMALHUIO 1O (U3UKO-XHMHUYECKUM, CTPYKTYPHBIM,
MH(QOPMAIIMOHHBIM CBOICTBAaM PEryIATOPHBIX IOCIENOBATEILHOCTEH I'€HOB, SKCIIEPUMEHTAIBHBIX
JTAHHBIX 00 UX (PyHKIIMOHUPOBAHUH.

OnHO M3 caMbIX BaKHBIX CBOWMCTB reHa — CIOCOOHOCTH K AKCIPECCHH, MPOLIECC, B X0 KOTOPOTO
Ha OCHOBE T'eHeTH4YecKoi nHpopmanun (mociaenoBarenbHocTd HykieotunoB [IHK, coorBercTByto-
el HEeKOTOPOMY T'€HY) CHHTE3UPYETCS ONPEAETICHHOE KOIMYECTBO (YHKLIHOHAIBHOIO NMPOAYKTa
storo reHa — PHK nnm Genka. Dkcnpeccust — 3TO CIOKHBIA U MHOTOCTaJUHHBINA MPOLece, MEPBBIM
3TAllOM KOTOPOT'O SBISIETCS TPAHCKPHUIILMS, Y DYKapHOT OHAa MPOXOIUT B sAnpe. MIHTEHCHBHOCTDH

* PaGoTa BBIIIOJIHEHA npu puHaHcoBoi nopaepxkke POOU (rpant Ne 11-07-00560-a), UHTErpaliiOHHBIX MPOCKTOB
CO PAH (mpoextsr Ne 47, 113, 115, 119), npesuguyma PAH (mporpammer Ne b.25, 5.27, A.11.6), nmpn 4acTUYHOH MO~
nepxke MunoOpaaykun P® (rockontpakter Ne T1857 m 07.514.11.4003, 07.514.11.4023, 14.740.12.0819), Cosera no
rpanTtam [Ipesnnenta PO u rocynapcTBeHHO# MmoiepsKKe BeAy X HaydHbIX mkoi (mpoekt HII-3606.2010.1).
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TPAHCKPHUIILMH KaXXIO0T0 KOHKPETHOT'O 3yKapHOTHYECKOTO T'eHa IOABEp)KeHa I'MOKOM peryssiuuu B
3aBHCHMOCTH OT KJIETOUHBIX YCJIOBHUH (THIa KJIETOK M TKaHEH, CTaIiH pa3BUTUS OpraHHU3Ma, Kile-
TOYHOTO IIMKJIa, HHAYKTOpaM JHUOO pemnpeccopam, OEHCTBYOMMM Ha kieTk) [1; 2]. Perymsuums
TPAHCKPHUIILMH T'€HOB OCYIIECTBIISICTCSA NPU YIACTHH OONBLIOT0 KOJIMYECTBA PETyJIATOPHBIX OEIKOB!
TPaHCKPUTIITHOHHBIX (hakTopoB (Td), KOAaKTUBATOPOB, KOpPEHpeccopoB, MeanatopoB [3]. Baxueii-
IIyI0 pOJIb B ATOM Ipoliecce urparoT Td, xotopble crnennduyeckd B3aUMOAEUCTBYIOT C OIpe-
neneHHbIMu yuacTkamu JJTHK B peryistopHbIX paiioHax reHOB — caiTaMy CBS3BIBaHUS TPAHCKPHII-
rnoHHBIX (hakTopoB (CCT®). ITommmo B3anmonetictBus ¢ JJHK T® ydgacTByIoT B 0€10K-0€TKOBBIX
B3aWMOJICHCTBUSIX C JAPYTHMH DETYJISATOPHBIMH OelkaMu, (GOpMHUPYS CIOXKHBIE MYJIbTHOCIKOBEIE
KOMIIJIEKCHI, aKTUBUPYIOLIHE JTHO0 TTOAABISIOIINE TPAHCKPHUIILIHIO TCHOB.

Bo3MOXHOCTD TMOKOH pPEryssiiuU SKCIPECCUH T'€HOB 3YKapHOT OOYCIOBJICHA HAIWYMEM [0-
BOJIBHO OOIIIMPHBIX PETYJIATOPHBIX 00JaCTeH, HMEIOIINX OJIOYHO-HEePaAPXUUCCKYIO CTPYKTYpPY [4—7].

[lepBoMy ypOBHIO HepapXuH perysTOPHbBIX oOnactel reHoB cooTBeTCTBYIOT CCT® — kopoTkue
nocnenoBatensHocTd JJHK (10-20 HyKI€0THIOB), SBISFOIIAECS MECTOM TOCAAKH TPAHCKPUIIIHOH-
HBEIX (pakTopoB [8].

CrnenyiomyM ypoBHEM HEPapXWUU SBISIOTCS KOMITO3UIIMOHHBIE 3JIEMEHTHI, IMPEICTaBIAIOIINE
coboit 6musko pacrnonoxkeHasie CCT®, koTopeie B pe3ynbTaTe 0elOK-OeTKOBBIX B3aUMOCHCTBHUM
MEXIY COOTBETCTBYIOIIMMH TPAHCKPHUIILMOHHBIMU (DAKTOpaMH NPHOOPETAIOT HOBBIE PETYJIIATOP-
Hble cBoWcTBa. KOMMO3UIIMOHHBIE 371eMEHTHl CHHEPTUYHOTO THITa 00ECTIeYNBAIOT B pe3yibTare Oe-
JIOK-0EJIKOBBIX B3aMMOJEHCTBUM HEaIIUTUBHO BHICOKHH YPOBEHb aKTHUBALWU TpaHCKpunuu. Kom-
MO3ULIMOHHBIC 3JIEMEHTHl aHTArOHUCTHYECKOTO THIA BKIIOYAIOT IIEPEKPBIBAIOIINECS JTHO0 OYeHb
ommsko pacrionoxenasie CCT®. B aToil curyaruu aBa OETKOBBEIX (haKTOpa KOHKYPHUPYIOT IPYT
c apyrom 3a csasbiBanue ¢ JJHK, OGnaromapst yemy BO3MOXKHA CMEHA CTHMYJIHUPYIOIIETO BIIUSHHS
(akTOpa-akTHBaTOpa Ha MHTHOMpYIOIee BIUAHUE (aKTOpa-penpeccopa U, HA0OOPOT, B 3aBUCUMO-
CTH OT KJICTOYHOU cuTyammu [1; 2; 9]

PerynsTopHable eauHUIBI (IPOMOTOPHBIE pPalOHbI, dHXAHCEPHI, CailIeHCEephl) SBIAIOTCSA Cle-
IYIOIIMM YPOBHEM B CHCTEME HEPApXWUYECKOM OpraHM3allMM PperyJsITOPHBIX pallOHOB TE€HOB.
Ux perynsatopHble GyHKINH peanu3yrorcs onaroaaps Haaunuuio B HUX CCT® 1 KOMITO3MIMOHHBIX
3JIEMEHTOB, B3aUMOJICHCTBYIONINX C PEryIsATOpHBIMHU Oenkamu [1; 2]. Pacmonoxxenue perynastop-
HBIX €MHHUI] OTHOCUTEIHHO CTapTa TPAHCKPHUIIIIMH I€HOB U UX MPOTSHKEHHOCTh BapbUPYyET CYIIECT-
BEHHBIM 00pa3oM. DHXaHCEPbl M CaillieHcepbl — PEryJNATOPHbIE €OUHUIBI, aKTUBUPYIOIIKE OO
MOJABIISIOIINE TPAHCKPHUIILIMIO KOHKPETHOI'O T€Ha W YIAJeHHBIE OT €ro CTapTa TPaHCKPHUIILUU
Ha 3HauuTenbHoe paccrostaue (1o 50 000 m. 0). DHXaHCcepsl U caillieHCepbl MOTYT HAXOAUTHCS Kak
B 5’- u 3’-¢pmaHKUpYOMUX 00JacTSIX T€HOB, TaK U B HHTpOHaX. [IpoMoTOpHBIE paiioHBI pacoo-
KEHBI HEIIOCPEICTBEHHO IIEpe/l CTApTOM TPAaHCKPUIIMU I'eHOB. VX pasmep, Kak IpaBUIIO, BapbUPY-
et B npenenax ot 200 go 1 000 mykneorumos [10].

Campblil BBICIIMK YPOBEHb HEPapXUH CTPOCHHS PETYISTOPHBIX 00NacTeil TeHOB COOTBETCTBYET
CHCTEME MHTETPAIbHON PETYJIIIUU TPAHCKPHUILUH [5], KOTOpas peaqu3yercsl MpH y4acTHH CIIOXK-
HBIX KOMIUIEKCOB PETyJIATOPHBIX OEIKOB, B3aUMOJICHCTBYIONINX CO BCEl COBOKYMHOCTBIO PETYJIs-
TOPHBIX €AMHUI] M BJIEMEHTOB KOHKpeTHOro reHa. CocTtaB MyJbTHOETIKOBBIX KOMILJIEKCOB OMpEe-
nsiercst JIHK — OenkoBeIMU B3aMMOJCHCTBUSIMH, OCHOBAaHHBIMU HA CYNEPIO3ULIMHU Pa3HBIX KOIOB
JHK (nmume#HbIx, KoHGOpMamMoHHBIX) [11].

Pa3zHooOpasue cTpoeHus peryisTOPHBIX pailOHOB T€HOB BEJIHMKO, YTO OINpeelseTcss HeoOX0au-
MOCTBIO PeaIn30BaTh HHANBUAYaJIbHBIN CIIOCO0 PEryISIIUU KaXKJ0r0o KOHKPETHOTO TeHa B COOTBET-
CTBMU C KJIETOYHOH cuTyaunuell. Hampumep, o coBpeMEeHHBIM OLICHKAaM, B TEHOME YE€JIOBEKa 3aKO0-
IpoBaHo okoyio 1 500 TpaHCKpUMIIMOHHBIX (akTopoB [12]. MOXHO OXHIATh, YTO PETYJIATOPHEBIE
paiioHBl TEHOB BKJIIOYAIOT Takoe ke Oojpmioe KoiamyecTBO pasHbix TunoB CCT®. Perymstop-
HbIE palOHBI KAXAOTO TeHa BKIOYaeT yHUKaimbHYyto KoMmOuHarmioo CCT® pasnudHBIX THIIOB.
[To mamapM 6a3er TRRD, perymstopHble pailoHBI KOHKPETHOTO T'e€Ha MOTYT COAepXkaTh Oolee
20 paznnuabix CCTO, GyHKIMOHATBEHOCTh KOTOPBIX MOATBEPXKICHA SKCIIEPUMEHTAIIBLHO, a, B CBOIO
ouepenb, BCA CHCTEMa MHTETPaJbHOM PEryJsILMU I'€HA MOXKET BKIIIOYATh JCCATKU PETYISTOPHBIX
equaMI [7]. PazHOOOpa3ne cTpoeHUS PEryISTOPHBIX PailOHOB BBIPA)KAeTCs €Ie M B TOM, UTO, KaK
OTMEYaJIOCh BBIIIE, U TMPOTSHKEHHOCTh PETYJIATOPHBIX €IUHHIL, W UX JIOKAJTU3alUs BapbUPYIOTCA
CYLIECTBEHHBIM 00pa3oM.
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B HacTosmIee BpemMs MIUPOKO MPUMEHSIOTCS Pa3HOOOpa3HbIe METOBl KOMITBIOTEPHOTO aHAIIN3a
CTPOCHHS PETYISATOPHBIX PAalOHOB T'€HOB, K&KIBIH M3 KOTOPBIX COOTBETCTBYET OIpPEACICHHOMY
uepapxudeckomy ypoBHio. s pacnosnaBanust CCTD ucnons3yroTes Takue MoIXoAbl, KaK METO
BecoBbIX MaTpull [13; 14], merox SITECON [15], SiteGA [16] u psx npyrux. Bece n3BectHBIE TTOA-
XOJTBI IMEIOT OTIpe/IeJICHHbIE HeJOCTATKH, TIOCKOJIbKY HE YYUTHIBAIOT B3aNMOPACTIONIOKEHHIE CaiTOB
Y XapaKTepU3yIOTCs OMpeaeIeHHBIMI YPOBHIMH Teperpeicka3zanus (Win Hexonpeackasanus) [17].

3anmava, COOTBETCTBYIOIIAsl OJHOMY U3 YPOBHEW HEpapXWU CTPOCHUS PETryJSITOPHBIX PaliOHOB
TE€HOB, COCTOWT B OOHapyKeHHH 3aKkoHOMepHocTel pacmnonoxenus CCTD [18; 19]. Omnako mo-
CKOJIBKY PeryJISITOpPHBIE PailOHBI TEHOB COAepX aT yHuKanbHbie koMOuHaruioo CCTD, pa3pabdaTsi-
BaeMbIe METO/bI CTAJIKHBAIOTCS C MJIOXOH Pernpe3eHTaTUBHOCTHIO JaHHBIX 00YUYCHUS, COACpIKaIINX
HEJOCTaTOYHOE YUCIIO YACTHBIX CIIy4aeB 0oJiee OOIIETO SIBICHUS.

3amaya aHanmM3a PETYJIATOPHBIX EAWHHUI] TEHOB W BCEH CHUCTEMBl WHTETPAbHOW pETyISLIHN
TPAaHCKPHUIIMH CYIIECTBEHHO MPEBBIIIAET MO CIOKHOCTH 3a1auH, cBs3aHHble ¢ aHaan3oM CCTO u
WX KOMOMHaIMil. TO CBA3aHO C OTPOMHBIM Pa3HOOOpa3WeM CTPOCHUS PETYIATOPHBIX pAaHOHOB Te-
HOB, KOTOpPOE, KaK OBLJIO M3JI0KEHO paHee, 0OYCIOBICHO BO3MOXKHOCTHIO MPUCYTCTBHS OOJIBITIOTO
Konu4uecTBa dieMeHTapHbIX curHanoB (CCT®, koH(POPMALUOHHBIX H (PU3UKO-XMMUYECKUX
CBOICTB, HyKJICOCOMHOTO IMOTEHIIMANa) B Tpe/Aeiax perysaTOPHBIX paHOHOB, a Takke Bapuabenb-
HOCTBIO TIPOTSKEHHOCTH W PACIIONIOKEHUSI CAMHX PETryJISTOPHBIX paioHoB. C MH(MOPMAIMOHHOM
TOYKHM 3pEHHUS 3a/1a4a aHaJu3a PETryIATOPHBIX PaifOHOB T€HOB AYKAPHUOT COCTOUT B HEPAPXUUECKOM
aHaJi3e reHeTHYeCKor HH(opMaluu.

s pemieHus 3Tol poOIeMbl HEOOXOANMO IPUMEHEHHE COBPEMEHHBIX KOMIIBIOTEPHBIX TEXHO-
JIOTHH, CBSI3aHHBIX C MHTEIUICKTYaIbHBIM aHam30M daHHBIX (Data Mining and Knowledge Discov-
ery). Ha ceropgnamnmuii 1eHs HM OAMH U3 U3BECTHBIX METOAOB HE B COCTOSHUU TOJHOCTBIO €€ pe-
muTh. B OONBIIMHCTBE CIIy4aeB SKCIIEPTHI-TEHETHKH BBIHYXKICHBI BPYUYHYIO aHAIH3HUPOBAThH
OTPOMHOE KOJWYECTBO HH(OPMAIUH, YaCTO MPOTHBOPEUHBOM, UTOOBI JOOUTHCS OHMOIOTHUECKH
3HaYMMOT'O pe3yibTara.

ABTOMaTHYECKHE METOJbl aHaji3a M PacIO3HABaHUsS PETYJSTOPHBIX O0iacTeid, B 0o0IIeM Ciry-
Yae, JJOJDKHBI YYUTHIBATh Pa3INIHbIe KOHTEKCTHBIC, (PM3NYECKIe, XUMHUECKHE U CTPYKTYPHBIE 0CO-
oennoctn IHK. Takum oOpa3om, co3naHne WHTETPUPOBAHHOI'O METO/A PACIIO3HABAHUS, KOTOPBIH
OBl paccMaTpHBall CUTHAJIBI Pa3JIMYHBIX TUIOB, IOJYYEHHBIC KaK pe3yJbTaT paboThl APYTHX METO-
JIOB pacIiO3HaBaHUSI, SIBIIICTCS aKTyalIbHOH 3a/1a4ei.

B nacrosmeit pabote omnricaH MeTOJT HHTEIUIEKTYAIBHOTO aHAIIN3a PETYIATOPHBIX o0iacTe, Ko-
TOPBIA OCHOBBIBAETCS HA MHTETPALMU B3aMMOJIOIOJIHSIONINX WHCTPYMEHTOB: cucTeMbl ExpertDis-
covery, MOITHOTO WHCTPYMEHTa I MepPapXUUYecKOTo aHajiu3a PeryJSTOPHBIX PaiiOHOB T'€HOB H
MynbTHILIaTGOpMeHHOTO OronHpopmarmonnoro nakera UGENE, o0beauHsIIONero 00JbIoe Juc-
JI0 aNrOPUTMOB JUIs pabOThl ¢ reHeTHuecKoi uudopmarueii ' [20-23]. Cucrema Expert Discovery
uHTerpuposana B nporpammubiii naker UGENE B Buge moaymna. Monyin UGENE o0bennHensl
oOmM uHTEpdEeiicoM U TOTUKON paboTel. TakuM 00pazoM, pe3ynbTaThl pa0OThI PA3TUIHBIX MOJY-
Jieid MOXXHO KOMOHMHHUPOBATh, YTO PACKpPBHIBACT MOTEHIMAN cucteMbl ExpertDiscovery mo moucky
KOMIUIEKCHBIX 3akoHOMepHocTel. C noMompio UGENE M0OXHO OCylecTBUTh pacliO3HaBaHUE CHUT-
HAJIOB Ha HU3KHMX YPOBHAX HEpapXHH W TepeaaTh 3T pe3yibTathl ExpertDiscovery, koTopas crio-
co0OHa mpown3BecTH 00Jee CIOXKHBIN HepapXWdecKhil aHanmmu3. B oTiaudne OT M3BECTHBIX METOOB
aHaJ3a peryJIsATOPHBIX 00JIacTeH, KOTOpble (POKYCHPYIOTCS Ha BBISBJICHWUHU OTAEIBHBIX CHI'HAJIOB,
cucrema ExpertDiscovery ucmosib3yeT HHTETPUPOBAHHBIN MOAXOA ISl aHaIH3a TeHETHYECKOH WH-
dopmammu. Cucrema ExpertDiscovery Mmo3BojsieT TPOBOAUTH HCCIICIOBAHUS HA JIOOOM ypOBHE,
OT HYKJIEOTHIHOTO JO T€HOMHOTO, M JaeT BO3MOXKHOCTh HMHTETPallUM CHEIH(QUIHBIX METOJIIOB
Ha Ka)KI0M YpOBHE.

PeasinuoHHbIii 0AX0 K O0HAPYKEHUIO 3HAHUI

Cucrema ExpertDiscovery mpuMeHsieT OpUTrHHANBHBIN persinuoHHbN monxoy (Relational Data
Mining) st o6HapyKeHus 3HaHMi * [6]. JlaHHBIH MOIX0/ paHee MpHMEHsUIcs B cucteme Discovery

! Unipro UGENE: an open-source bioinformatics toolkit; http://ugene.unipro.ru
% Scientific Discovery Web Site, http://www.math.nsc.ru/AP/ScientificDiscovery
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JUTS pellieHns OOJBIIOTO Psiia MPAKTUYECKHX 3a/1a4 MICUXO(U3NKH, TUaTHOCTHKH PaKOBBIX 3a0o0Ie-
BaHMH W TpEJCKa3aHus KypCOB IICHHBIX Oymar. B OCHOBE 3TOH CHCTEMBI JIGKUT CEMaHTUUCCKHUN
BEPOATHOCTHBIN BBIBO/I.

DTOT METOJ TIpeNCTaBiIsieT cO00i CHHTE3 JIOTUKUA U BEPOATHOCTH. M CBs3aH C yTBEpKICHUEM:
MpeJcKa3aHue HeNb3d BBIBECTH, @ MOXHO TOJBKO BBIUMUCIUTH. Mes ceMaHTUYECKOTO MOAXOja
B mporpamMMmupoBanuy, BeliBuHyTas 0. JI. Epmosev, C. C. I'onyapossiM u /. M. CBupunenko,
3aKJII0YAEeTCs] B TOM, YTO MPOLIECC BBIYMCICHUSA PAacCMaTPUBAETCS KaK IPOBEPKA HCTUHHOCTH
YTBEpKICHUS HAa HEKOTOPOU MoJienu (HampuMep, MOJCIBbI0 MOTYT OBITh TaHHBIE, TIPEICTABIICHHBIC
HEKOW MHOTOCOPTHOU cucteMoii). IIpu TakoM momxojne mpoleAaypy JOTHIECKOTO BBIBOJA MOXHO
00001UTh, paccMaTpuBas Ooliee pa3HOOOpPA3HBIC B3aWMOOTHOIICHHS BBICKA3bIBAHUNA W MOJICIIH:
paccMOTpeTh TPOIecC BBIYUCIECHUS KaK, HAlpUMep, OnpeeieHne Hanboiee BEpOsSTHBIX, TOATBEp-
JKJICHHBIX WJIM HEYCTKUX BBICKAa3bIBaHUH Ha MojieNid. Takoi 0000IIeHHBIN BBIBOA OYyJIeM Ha3bIBATh
cemanmuyeckum [24].

Wnes u3BneyeHUs] HOBBIX 3HAHUM COCTOUT B MOCIEAOBATEIHHOM YTOUHEHHUU THIIOTE3bl TAKUM
00pazoM, 9TOOBI Ha Ka)IOM CICAYIOIIEM IIare IMOMydaaiuch THIIOTE3bl ¢ OOJBIIEH BEPOSITHOCTHIO
U ONPEENICHHOCThI0. [Ipu 3TOM OCyllecTBIsIETCA MPOBEPKA 3HAUMMOCTH MOJYYEHHOTO pe3yibTaTa
MIpY TOMOUIU CTaTUCTUYECKUX KPUTEPHUEB.

Ilox cemanmuueckum sepossmuocmusvim 6616000M TTOHAMAETCS TaKasl MOCICIOBATEIPHOCTD TIpa-
Bun C, C,, ..., C,, uTO:

1) C=(4&.&4,=G), i=l..n

2) C, — noonpasuno npasuna C,,,, T. €. {Ai,...,A,ii} CONEPIKUT {A,"”,...,A,f;l]};

i+l
3) Prob(Cl.) Prob(Cl.+1 ), i=12,..,n—1, roe ycrosnas eepoamnocme npasuna C, onpeneins-
€TCsI CICIYIOIIMM 00pa3oM:
Prob(C,) < Prob(G/ 4] &...& 4}, ) =Prob(G & 4] &...& 4;) [Prob( 4] & ...& 4,);

4) C, — sepossmnocmublil 3aKoH, T. €. 115 nroboro mpasmwia C' = (Al’ &.& 4, = G) MpaBuia

C, {Al,...,Aj} COZIEPXKUT {A{,...,A,;} BBITIONIHEHO HepaBeHCTBO Prob(C') < Prob(C, );

5) C, — cunvhetiwuii 8eposmHOCHHbIY 3aKOH, T. €. IpaBmwiIo C, HE SIBISICTCS MOANPABUIIOM HUKa-
KOT'O IPYTrOr0 BEPOSTHOCTHOTO 3aKOHA.

Cucrema Discovery peanu3yeTr CeMaHTHUECCKHH BEPOSITHOCTHBIM BBIBOJI C OOHAapyKCHHEM 3Ha-
HUH B BUJIC MHOXECTBA BEPOATHOCTHBIX 3aKOHOB, CHJIBHEHIIIMX BEPOSITHOCTHBIX 3aKOHOB M MaKCH-
MaJIbHO CIIeNU(UIHBIX 3aKOHOB.

Bapuanueii cuctemsl Discovery siBnsietcs ExpertDiscovery, HacTpoeHHas Ha OOHApyKEeHHUE 3HA-
HUI B BBIOOPKaX HYKJICOTHIHBIX MOCIEIOBATENLHOCTE B COOTBETCTBHH C CEMAHTUUECKUM BEPOST-
HOCTHBIM BBIBOJIOM B BH/IC KOMILJICKCHBIX CUTHAJIOB C YKa3aHHBIMU ITapaMeTPaMH.

IpuMeHeHUe PEIAIMOHHOTO TOX0/Ia K AHAJIN3Y PEryJisiTOPHbIX PaioHOB
Cucrema ExpertDiscovery

Benem psin 6a3zoBbIX i cucteMbl ExpertDiscovery moHATHIA, HEOOXOIUMBIX TS (hopManm3a-
LMY U ONIMCAHUS METOJIA.

Kak u3BecTHO, reHeTnyeckas MHQOpPMALMs MPEACTABIACTCS B BUAE CHMBOJIBHBIX IOCIEI0Ba-
TeJIbHOCTEH B 4- nnm 15-0yKBeHHOM KOJI€.

Curnan — cucTeMa MpaBWj, ONPEIEIIIONTNX CBONCTBA ydacTKoB mociemoBaTenbHocTeit JJHK.
OneMeHTapHbIIl CUTHAJI — HEAENMMBIM CHUTHAI, KOTOPBIH XapaKTepu3yeTcs MMEHEM M MecTaMH B
MOCIIEIOBATENLHOCTH, T€ OH MPUCYTCTBYET.

I'mmotess! 2KcIepToB HOPMYIHUPYIOTCS B BHIE KOMIUIEKCHBIX curHaioB (KC), ompemensemMbix
PEKYpPCUBHO Ha OCHOBE 3JIEMEHTAPHBIX CUTHAJIOB M ONepaliil HaJ HUMU:

1) snemenTapHslil curnan sisusercst KC;

2) pesyabrar Bo3neicTBusa Ha KC omepanunii (moxpoOHOE ompesesieHue omepariii mpuBeIeHO
HWKE) «ITOBTOPAY WM MPUHAIIEKHOCTH «HHTEpBaITy» siBisierca KC;

3) pe3ynbTat Bo3aeiicTBus Ha ABa KC onepanun «1ucTaHIMsS» MeX Ty curHanamu sisisiercst KC.
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Cxematnyeckn KC MoxeT OBITH TIpENCTaBICH B

Buze jaepeBa (puc. 1). DJIeMeHTapHBIMH CHUTHalaMH REPETITION
SIBIISIIOTCSL OYKBBI, 0003HAYAIONIUE HYKICOTUIBI B IIC- /\

mu JIHK, a onepanusamu — «auctanmus» (MexIy Oyk-

Bamu 1 KC) u «mmoBTopen» (mByx KC). Kak crenyer u3 DISTANCE DISTANCE
ompeieNieHns, Kaxaas OyKBa M KaXkJI0€ OTAEIbHO B3si- between between

Toe noaaepeBo u ectb KC.
Han KC ompenenens! cieayronme oneparmm.

Jlucmanyus mexcoy cuenaramu. Ha BXoa mogarot- DISTANCE DISTANCE
csa aBa KC s; 1 s, 1 yKa3pIBaeTCsl, YTO AUCTAHIIUS Me- hetween between
KAy HUMH MOXET H3MEHAThCS OT min [0 max, ,/\ /\\.

Y UMEET JIM 3HaueHHue nopAnok. [lomydeHHbI Ha BbI- Accag Gtaage Togag A cgat G otatte T
xone KC cuuraercs HallleHHBIM Ha IOCEI0BATEIb-
HOCTH B HeKOTOpOﬁ TO3HIIAH, €CJIM B 3TOH MO3MIINH Puc. 1. Cxemaruueckoe npenactapienne KC

HalJeH CurLHail §;, U Ha pacCTOSHUHM OT min
JI0 max CHMBOJIOB OT HETO HailieH CUTHAM s,. B ciydae, ecinu mopsiiok He UMEeT 3Ha4YeHus, CHava-
JIa MOKET OBITh HAMJIEH §7, & ITOTOM ;. [lapaMeTpsl min ¥ max 3a7atoTcs SKCIEPTOM.

Iloemop cuenana. YxaspiBaeT, uto pe3ynbptupytonmii KC sBiIseTcs MOBTOPEHHUEM BXOIHOTO
CUTHaJA S OT Nyin 10 Niax pa3, IPU 3TOM PACCTOSHUE MEXKIY COCETHUMH MOBTOPAaMHU MPHUHAIIEKHUT
JUanazony oT min a0 max. [lapaMeTpsl Npyin, Nmax B Min, max 3aJatoTcs SKCIIEPTOM.

Ipunaonescnocms cuenana unmepsany. YKaspiBaer, 4ro BxoaHoit KC cnemyer uckatb TOJIBKO
B MHTEpBajJe OT min A0 max. 31ech min ¥ max aOCOJIOTHBIE 3HAYCHHUS OTHOCHTEIIBHO IEPBOTO
CHUMBOJIA TIOCJIEI0BATEIBHOCTH. JTa OMNepalisl OCMBICIEHA TOJBKO AJISl BBIPOBHEHHBIX IMOCIENI0Ba-
tenpHOCTeH. [lapamerpbl min u max 3agarorcs sxcreproM. [lpu aTtom nucranuus mexay asymst KC
MOXET ObITh U3MEPEHa PA3IUUYHBIMU CIIOCOOAMH, TAKMMH KaK:

e OT KOHIJa NIEpPBOTo JI0 Hayaia BTOPOTo;

o OT Hayaja IepBOro J0 Hayaja BTOPOIo;

o OT CepeIuHbI IEPBOTO IO Hayasia BTOPOTO.

Crnioco0, KOTOpBIM CIEIyeT M3MEPSTh MUCTAHIMIO, SIBJSIETCS MapamMeTpoM COOTBETCTBYIOIIEH
oInepanyy 1 3a7aeTcsl SIKCIIEPTOM.

3amaBast mapaMeTphl Olepanuii, IKCIepPT TEM CaMbIM 3a1aeT MHOXKECTBO omnepanuii SetO, KoTo-
phle MOTYT HMCIIONB30BaThCs TpH 3ananuu KC kak rumoTtes, a Takxke MHOkecTBO SetKC Beex KC,
KOTOPBIE XOUeT MPOBEPUTH SKCIEPT WIIK KOTOPBIE HAJJ0 OOHAPYKHUTh aBTOMATHUECKH.

[Tome30BaTenb onpeaenseT MHOXeCTBO oneparuii SetO, koropsie Oymy npumeHsaThest K KC, Tem
caMbIM (GopMynIupys runoressl 3xcneproB B Buae KC u nocienoBaTenbHO ux yTo4HsA. Takxke He-
00X0IMMO 3a7aTh MapaMeTpbl, 10 KOTOPhIM npou3Boautcs otoop KC.

Ha mepBoM miare 3a HayagbHYIO MOMYJISILHIO CHUTHAJOB OepyTcs SJeMEHTapHbIE CHUTHAJIBI.
C yBenuuenueM mara KC Texymeit nonynsuuu yroussitorcs. [{ns yrounenus tekyuero KC nena-
eTCsl CleIyIoniee:

1. BeiOupaercst oguH U3 31eMeHTapHbIX curHanoB T gqannoro KC.

2. U3 nabopa omepanmii SetO Gepercst oxHa u3 oneparuii O u ocymectsisiercs 3ameHa T Ha O,
MPUMEHEHHYIO K HEKOTOPBIM JPYTUM JIEMEHTAapHBIM CUTHAJIAM.

3. V¥ nonyuusierocs KC npoBepsiercs kpumeputi ombopa (cM. najiee):

a) eCITM OH BBIMOJIHUIICS, To AaHHBINA KC 3anuceiBaeTcs B pe3ynpTHpyoliee MHOKecTBO ResCS;

0) nHaye — mpoBepsIeTC Kpumepuil gemeaenuti (CM. aaimee). B cirydae ero BBIOTHEHUS CUTHAI
MIEPEHOCHUTCS B CJIEAYIONIYIO MOMYJISIIHIO;

B) €CJIM HU OJIMH U3 IPEeAbIAYLINX KpUTEpHEB He BhInosHeH, To KC orcenBaeTtcs.

Hanee paccmarpuBaercsa cnenytomuil KC Texymei nonmyasiuuu, Korga CUTHANBI B TEKYILIEH Mo-
MYyJSIIMN 3aKOHYWINCH, alllOPUTM IMEPEXOJUT K ciedyromed nomyminuu. {ukn mpoposskaercs,
MOKa TOMYJISUs He omycTeeT. PesynbTarhl paboThl anropuTMa — MHOXKECTBO HoiydeHHbIX KC
ResCS. Crengyer oTMeTHuTh, uTO Kax bl nonydeHHb KC Oonee 3HAUMM U BEPOSATEH, YeM JIF000i
€ro MOJICUTHAJL

Hunst mpoBepkn KC HyXHBI 1Be BBIOOPKH — MO3UTHBHAS W HeratuBHas. HazoBem UX yCIOBHO
YES u NO. Bribopka YES comepxuT nociie1oBaTeabHOCTH, KOTOPBIE 3aBEI0OMO COAEPKAT HEKOTO-
poie curHainsl. [locnenoBatensHocTH BBIOOPKH NO 3aBeIOMO HE COAEPKAaT 3TH CUTHAJIBL, TUOO 3TH
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MOCJIENOBATEIbHOCTH CTeHEPUPOBAHbl CIyYalHO M HY>KHBI JUIS IPOBEPKH CTAaTUCTHYECKUX Mapa-
METPOB CUTHAJIOB.

B cucreme ucnons3ytotes cnenytomue kpumepuu omoopa KC:

o TOpor ycrnoguotu geposmuocmu KC — MUHIMaIbHOE 3HaYCHUE YCIOBHON BEPOSTHOCTH, KOTO-
poe DOJDKEH MMETh CUrHail. Takxe IpoBEpseTCs, YTO CUrHAN 0ojiee BEPOSITEH, YeM IPebl Iy i
MOJICUTHAI;

e TOPOT CMAMUCMUYEcKoU 3Hayumocmu no kpumepuio Quuiepa N NpoBepKu 3 u 4 CBOUCTB
CEMaHTHYECKOI'0 BEPOSTHOCTHOI'O BBIBOAA;

e €CIIM yCTAHOBIIEHA MUHUMU3AYUA YPOBHA 3HAUUMOCIU nO Kpumeputo Puuiepa, TO TPOBEPS-
eTcsl, YTO CUTHaJ OoJiee 3HaUnuM, YeM HpeAbI Iy N OJCUTHAT;

e TMOPOT cmamucmuyeckou 3Hauumocmu no kpumepuro fOna [25];

e TIOPOT ROKPLIMUSL NOUMUBHOU 8b1OOPKU;

o TPOBEPKa HA YHUKAIBHOCTh. Ha pa3HBIX miarax MoryT ObITh HaiileHbl CHUT'HAJBI C OJWHAKO-
BOM CTPYKTYpOil. MOKHO BBIOMpATh MEKIY COXPAaHEHHEM BCEX CUI'HAJIOB HIIM TOJIBKO YHUKAIbHBIX.

J1s IPOBEPKU Kpumepus 6emeneHus:

« mopor ycroenoti eeposmuocmu KC. Taxxe mpoBepsercs, YTO MOJy4IHUBIIUIICS TIOCTE BETBIIE-
HUS CUTHAN OoJiee BEPOSITEH, YeM HCXOMHBIN;

o IIOPOT CMAamMUCMu4ecKkol 3Hauumocmu no kpumepuio QPuwepa;

e €CIIM yCTAaHOBJIEHA MMHHMMH3ALIMS YPOBHS 3HAUMMOCTH N0 KpuTepuio duiepa, To IpoBeps-
eTcsl, YTO TOYYMBIIMIACS MTOCTIe BETBICHHS CUTHAI O0Jiee 3HAYNM, YeM HCXOIHBIN;

o MUHUMAAbHAS CLONCHOCHDb (KOTMYECTBO BXOISIIUX B ero cocTas onepauuii) KC;

o Mmakcumanvras croxcnocms KC;

o YCIOBUS Ha Koppenayuro apeymenmos onepayuu «oucmanyus» B KC.

[Ipu mpoBepke mosyueHHs pe3yibTaTa WIN MPOAOJKESHUS BETBICHHUS HCIONB3YIOTCS CIEIYIO-
1I1e KPUTEPUH.

1. Venoeuas eeposmnocme P npunaminesxxnoctu ganaoro KC Beibopke YES:

P=a, (alo +a11):
rae

a1 — o0IIee KOIMYeCTBO pean3annii CUrHana Ha BeIOOpke YES;

a0 — o0I1Iee KOJIMYEeCTBO peain3anuii curnana Ha Beioopke NO.

2. Cmamucmuueckas 3Ha4uMocms cueHana no kpumepuio QPuuiepa (TOUHBIA KPUTEPHUI HE3aBH-
cumocti Duniepa It TaOIUI cONpspDKEHHOCTH [26]). s BeIYUCIEHNs] YPOBHS 3HAYUMOCTH [ HIC-
HOJIb3YIOTCS 4 BEJTMUUHBL:

foo — KOJIMYECTBO HETATHUBHBIX MOCIIE0BATENBHOCTEN, HAa KOTOPBIX HE PEaTM30BaH CUTHAI;

fo; — O0lLIee YHCII0 peann3alyii CUI'Hajla Ha MO3UTUBHON BBIOODKE;

t10 — O0IIIee YMCIIO peaTu3alyii CUTHAIA Ha HETaTHBHOW BEIOOPKE;

t11 — KOJIMYECTBO TTO3UTHUBHBIX MOCIEI0BATEILHOCTEH, HAa KOTOPHIX HE pealn30BaH CUTHAI:

I =t + )Mt + 1) (t0 + 110 )20, +t10)!/((t00 -ty + g + by ) gy Yoy 1 11, 1),
3. Cmamucmuyeckas 3HaUUMoOcmy cueHaia no kpumepuio FOna.
4. Iokpvimue no3umueHol 6b100pKYU B TIPOLIEHTaX (IJIs ITOCIEA0BATEIIEHOCTEH TO3UTHBHOMN BhI-
OOpKH, COIepIKAINX CUTHAII).
5. Iloxpvimue nHecamusHol 6b100pKYU B TIPOTIEHTAX (VIS MTOCIIEIOBATEIHFHOCTEH HETATUBHOHN BBI-
OOpKH cofeprKaIIuX CUTHAT).
Jis omiepanuu «IMCTAaHIHUS» OLUEHUBACTCS YPOBEHb KOPPEIAYUU MENHCOY APSYMEHMAMU.

Cucrema UGENE

Hensto npoekta UGENE siBnsieTcst KauecTBEHHAs] MHTErPaLys pa3IMYHbIX aJTOPUTMOB aHAIU3a
TeHETHYECKUX JAaHHBIX B eUHOM padoueii cpene [23]. Cpenu Takux alropuTMOB: MTOUCK MIaOIOHOB,
JoKajgbHOE BhIpaBHHBaHUE (Smith-Waterman), HMMER, nouck caliToB pecTpUKLWH, BEIpaBHUBA-
Hue Ha reHoM (Bowtie, UGENE genome aligner), ¢punoreneTHuecKuii aHain3, MHOKECTBEHHOE BBI-
paBauBarmne (MUSCLE, KAlign) u T. 1. Peanm3oBaHbsl OpUTHHAIBHBIE KOHCTPYKTOPHI: JIJIST BBIYHUC-
mutenbHbix cxem (Workflow Designer [27]) u mis koMmiuiekcHbix 3ampocoB (Query Designer).
Opnnum u3 ocHoBHbIX npeumyuiecTB UGENE siBnsieTcst agantauus alropuTMOB AJI UCIIONb30BaHUS
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o01mieil BHYTpeHHEH MOJIEH TaHHBIX MIPHU BCTPAMBAHHUH B TIAKET. DTO MO3BOJIAET PA3IMYHBIM MOJIY-
151M 3G (HEeKTHBHO «0OMIATHCS» APYT C IPYyTroM Oe3 JAOTOIHUTEIbHBIX YCUIINH Ha KOHBEPTAILUIO JaH-
Heix. Takke UGENE nmoanepkuBaeT 3anuch u ureHue nopsjaka 20 pacnpocTpaHEHHBIX (hOPMAaTOB
OMOJIOTHYECKUX JaHHBIX. HeKoTopble alropuTMBI ONTUMHU3UPOBAHKI JIJISI UCIIOJIH30BAHHS COBpE-
MEHHO# ammapatHo#l 0a3wl (MynbTumponieccopubie BbramcieHus, NVIDIA CUDA, ATI Stream
Technology u T. 1.).

Bonpiioe BHIMaHWe ynenseTcs BU3yalH3aliy IMOYIeHHBIX PE3YyIbTaTOB aNropuTMOB 1 3 dek-
THBHOMY B3aWMOJICHCTBHIO TIONH30BATENISI C CHCTEMOH depe3 yAoOHBIM wuHTepdeiic. Co3maHsl
M OTJI&KEHBI CPEICTBA JJISI OTOOPaKEHH MOCIEAOBATEIEHOCTEN M X aHHOTAINi, BEIpAaBHUBAHUIA,
3D-cTpykTyp U QHIOTeHETHUECKHX JepeBheB, cOopok JJHK u T. 1. EcTh BO3MOXKHOCTH B3aUMOICH-
cTBUA ¢ yraneHHsIME 0azamu nanHbeIX (NCBI, Genbank, PDB u ap.).

UGENE peanmnzoBana Ha Qt4, HHCTpyMeHTapuu pa3paboTku Ha s3b1ke C++, 9T0 obecreunBaeT
cHCTEME TTOMIEPIKKY BCeX MOMyJsIpHBIX 1uiatdopm: Win, *nix m Mac. [IpoekT pacupocTpaHseTcs
o JiatteH3uu GPLV2 ¢ OTKPBITHIM HCXOTHBIM KOJIOM.

HNuTterpuposannas cucreMa UGENE u ExpertDiscovery

WuTerpupoBanHas cuctema sIBISIETCS JOCTATOYHO MOITHBIM CPEJCTBOM HEPAPXUUECKOTO aHAIH-
3a peryisTOpHBIX obnacted. ['eHepupys pasMeTKH pa3HBIMH METOJaMH, MBI TIO3BOJISIEM CHCTEME
OCYIIIECTBIIATH paCIO3HABAHNE HA BBHICOKHX YPOBHSIX HEPAPXUH, YTO HE YMEIOT JellaTh APYTHE TPO-
rpaMMbl. TakuM 00pa3oM, MBI MOXKEM TOMYYUTh M MCCIEI0BATH MOJIENb CIOKHOW PETYISATOPHOM
obmactu. M Bech ATOT PyHKIIMOHAI TOCTYIIEH B KOHTEKCTE OJHOTO MPOTPaMMHOTO ITaKeTa.

B UGENE wucnonp3yercsi cucreMa MOIKITIOYaeMbIX Moayied (plugin’oB): Kaxmplil ITOTOIHH-
tenpHBIN QyHKHoHa UGENE BeaenseTcst B OTACNBHBIA MOMYJIb U MOKET OBITh OTKIIOYEH WIIH
TIOJIKITIOYEH TMOJIb30BATENIEM, MOAYJIH MOTYT B3aUMOJCHCTBOBATH JAPYT C IPYTOM.

Anroputmel cuctemsl ExpertDiscovery xopoio BrnucsiBatoTcs B koHuenuuo UGENE, nostomy
OBLIO pEelIeHO WHTETPHPOBATH MX B MPOEKT, OOPMHUB B BUAE OTICIHEHOTO MOJYJIS, KOTOPBIA OBI
MTOBTOPSUT M paciupsit Bo3MoxkHocTH ExpertDiscovery.

ExpertDiscovery, Bcrpoennas B UGENE, obnanaeT psaoM npenMyIiecTs.

1. MyapTuILIaTGOPMEHHOCTD.

2. EnuHas cucrema:

a) peau3anusl pa3TUIHbIX AITOPUTMOB B PaMKax OJHOTO MPOEKTa, HECOMHEHHO, AaeT OOJbIe
BO3MOKHOCTEH, 4eM OOJIBIIOE KOJHMYECTBO Pa3pO3HEHHBIX y3KOHANPABICHHBIX NpHIIokeHui. Ta-
KOU ToX0J obierdyaer Tpya mojik3oBarens: noctatouno 3amycTtuTh UGENE u momydnTts mocTym K
ITUPOKOMY PSIy aaropuTMoB (B ToM umciie ExpertDiscovery) BMecToO TOTO, 9TOOBI 3aITyCKaTh pas-
JUYHBIE HECBA3aHHBIE TPOTPAMMBL;

0) moxymn UGENE o0beanHeHBI HEKOTOPHIM OOIIMM HHTEp(EHCOM U JIOTHKOH pabOThI C TIOJTb-
3oBaresnieM. Ilomb3oBatens, yxe 3HakoMblli ¢ UGENE, cMokeT ObICTpee OCBOHTH BO3MOYKHOCTH
HOBOTO MOJYJIS, HAXOISICh B €NMHON HHTEpPEHCHON 1 HyHKITHOHUPYIOMIEH 10 3HAKOMBIM TTPUHITH-
maMm cpeze. Tak, ExpertDiscovery mcmonp3yeT yke HapaOOTaHHBIE WHTEPPEHCHBIE W BU3YyalIbHBIC
pemreHust (0TOOpakeHHe MOCIeNOBAaTeIFHOCTEN, aHHOTUPOBAHUE, 3aITyCK BBIYMCIUTENHHBIX 3a/1a-
HUW U T. 11.);

B) TOSBIISTFOTCS BO3MOXXHOCTH TIO0 PacCHIMPEHHIO M KOMOWHAIMU pe3yibTaroB. Hampumep, Ha
Bxon ExpertDiscovery, B KauecTBe pa3MeTOK, MOXKHO TIOJATh PE3yIbTaThl alfOPUTMOB, PeaTu30-
BaHHBEIX B UGENE (SITECON, Weight Matrix, Query Designer u T. 11.);

r) ¢opmarel maHHeIX. B ExpertDiscovery MoXHO 3arpyskaTh IOCJIEIOBATECILHOCTH B JIIOOOM
nomgnepxkuBaecMoM UGENE dopmate (FASTA, FASTAQ, Genbank, GFF, EMBL u np.).

UGENE pacmmpsier pacmmupsier 6ubamoreky KC ExpertDiscovery. Bo BCTpoeHHOM Bepcuu
CHCTEMBI JJIEMEHTApHBIMH CHTHAJJaMH MOTYT OBITh CHTHANBI, TPEACTaBICHHbIE B TaOm. 1.
brmaromaps UGENE Query Designer MOXHO cO371aTh pa3METKy, COAEPIKAIIYIO PE3YIbTAThl PaOOTHI
pasnuuabix aroputMoB (SITECON, PWM, Repeat Finder) (puc. 2), mojiHOE onHCaHUE aIrOPUTMOB
n ux 3amycka B Query Deisigner moxkao Haiith B nokyMeHTarmun UGENE. Uto kacaercs uepapxu-
YeCKOTO aHaJIn3a PeryJATOpHBIX oOmacteit, To cpeacTBamMu UGENE Mo0XHO co3maBaTth pa3MeTKH
MOCTIeTI0OBATENNFHOCTEH 2JIEMEHTapHBIMU CHUTHAIAMH, KOTOpbIe OymyT 3arpyxensl B ExpertDiscovery
IUIS TaTbHEHIIIeTro aHaan3a | IMMOCTPOSHHUsS O0siee CI0KHBIX MOJIETIEH peryIsaTopHbIX obnactei. Ha-
MpUMEp, 3TO MOXXHO CJENaTh C MOMOIINBI0 BCTPOEHHOTO KOHCTPYKTOpPA BBIYHCIUTEIHHBIX CXEM
(Workflow Designer), co3maB COOTBETCTBYIOIIYIO CXEMY.
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Tabnuya 1

Onemenrtapubie curHansl ExpertDiscovery

OneMeHTapHBINA CHTHAT

Onucanue

HyxieoTiapl, KOHTEKCTHBIE CHIHAIBL,
1:00BIE CIIOBA B PACLIMPEHHOM KOJIE
TUPAC [28]

JIONONHUTENBHO K pa3MeTKe HYKICOTHIAMHU TI0JIb30BATEIb
MOXET 3arpy3uTh NPOU3BOJIbHBIC KOHTEKCTHBIE CUTHAIIBI, O0HA-
pPYKEHHbIC, HANpPUMEpP, C MOMOLIBIO MPOrPaMM MOUCKA «IIO0
Macke» [29]

ITorenmmansusie CCTD, pacrio3HaHHbBIE
TPaAUIHOHHBIMH MTOJIX0IAMH, METOIOM
BCCOBBIX MaTpull, CTAaTUCTUICCKUMU MEC-
TOdAMU

PacriosHaBaHHe BO3MOXKHO Ha OCHOBE MaTpul] U3 0a3 IaHHBIX
JASPAR (511 marpur) m UniPROBE (275 marpum). Kpome
TOTrO, BO3MOXHO pacrno3HaBanue u apyrux CCTd Ha ocHOBe
BBIOOPKH HYKJIEOTHUIHBIX mocienoBareibHocteir CCTO (ymbo
TOTOBOM MaTpUIlBl), TPEIOCTaBICHHOMN IONb30BaTeNIEM

Iotenmansasle CCT®, pacrio3HaHHBIE
metoqoM SITECON, ocHoBaHHOM Ha
aHaJM3¢ KOHCEPBATUBHBIX KOHPOPMAIIH-
OHHBIX JTH0O (PH3UKO-XUMHUUCCKUX
cBoiictB JJHK [15]

Bo3moxHo pacnio3HaBaHue 44 caiiTOB CBA3BIBAHUS JYKAPHOT,
st kotopbix B UGENE umeroTcst Mojenu KOHCEpPBaTUBHBIX
KOH(OPMAIMOHHBIX JTHOO0 (U3UKO-XMMUYCCKHX CBOWCTB, BBI-
siBiieHHbie MeTogoM SITECON.

Kpowme toro, ecrmu monp30BaTeh UMeeT 00YJaroIIyr0 BEIOOPKY
npyrux CCT®, B cpeme UGENE B03MOXHO TOCTpOCHHE
MOJIENIH IJISl TaHHOTO THIIA CAWTOB M PAacllO3HABAHHE METOIOM
SITECON

Pa3meTku, creHepupoBaHHbIE KOHCTPYK-
TopoM BeraucuTeIbHBIX cxeM (UGENE
Workflow Designer)

I/IHCprMeHT II0 IPOCTOMY CO3JaHHIO BBIYHUCIHUTECIBHBIX CXEM
TMO3BOJIACT TCHEPUPOBATH PA3MCTKH PAa3JIMYHBIMU METOJaMU

111a610HBI, HAliAEHHBIE C ITOMOIIBIO KOH-
ctpykropa 3anpocoB (UGENE Query
Designer)

UGENE Query Designer mo3BoyiIeT BBISBISATE CUTHAIBI C pa3-
JUYHOM (QYHKIIMOHAILHONH 3HAYMMOCTBIO: OTKPBITBIE PAaMKH
CUNTBIBAHUS, MTOBTOPBI, CAHThl PECTPUKIMH, MAOIOHBI, OTEH-
unanpHele CCT® (naiinenHble merogamm Weight Matrix u
SITECON)

JIroOble aHHOTAIMHN TIOCIIEI0BATEIHHO-
[ *
CTel, 3arpyxeHHbIe B popmare genbank

OTKpBITHIE 0a3bl JaHHBIX COJEpP)KAaT AHHOTALMU, B TOM YHCIC
W SKCHEPHMEHTAIBHO TOATBEP)KJICHHBIE TaHHBIE O PacIoJjo-
xkeann CCT®, B pacmocTpaHeHHOM (opMate IS 3alucH I0-
CJIEIOBATEILHOCTEN U NX aHHOTALIUN

KC, obHapyxeHHBIE CHCTEMOH
ExpertDiscovery

JIro60it KC MoxeT OBITH HOOaBICH B pa3METKy W HCIOJB30-
BaTbCsl B KauyecTBE DIEMEHTAPHOTO IPU BBIIEICHHH Oojee
cnoxsbpx KC

" http://www.ncbi.nlm.nih.gov/collab/FT/#5.1

[ Anroputmel ]

Ha puc. 3 mpencraBieHa BBIYHCIHTEIbHAS cXeMma, o0ec-
neuynBaromas pasMmerky mnocienoarenbHoctd JJHK CCTO,
HallIGHHBIMH METOJIOM BECOBBIX MaTpull. [{nsg pemeHus sTon
33/1aud co3JaHa CXeMa, ColeprKalllas 3JIEMEHT CUUTHIBAaHUS
MIOCJIEIOBATENBHOCTEH, CUNTHIBAHUSI BECOBOM MAaTpHUILbL, 3Jie-
MEHT, BBINOJIHSIOUINI paclio3HaBaHUE M 3allMCBHIBAIOIIUIN pe-
3ynbTarT B (aiii. Pe3ynbTaToM BBINOJIHEHUS JaHHOH CXEMBI
sBisieTcst (haliyl ¢ aHHOTAUSAME TIOCIICIOBATEIBHOCTEH caidi-
ToM cBsi3biBanus IRF. Jlanee aTot aiinm MOXKHO 3arpy3uth B
cucremy ExpertDiscovery B kauectBe pasmerku, U calT IRF
OyIeT BBICTYNaTh B POJIH 3JIEMEHTAPHOTO CHTHATIA.

OtMmeTnM, 4TO B KadecTBe pa3MmeTku misa ExpertDiscovery
MOYET BBICTYNATh JIIOOOW (aiin ¢ aHHOTauMsAMHU B (opmare
genbank. Hanpumep, MOXHO TIOTY4YUTh pa3METKy C TIOMOIIBIO
MOXO0XKEN BBIUUCIUTENIBHON CXEMBI, HCIOJB30BATH METOJ
SITECON BMecTO BECOBOM MaTpHIIBI, 3aITyCTUThH MOUCK dJIe-
MeHtoB ¢ nomomsio UGENE Query Designer unu apyrux
cpencts UGENE.

CDD

. BaseContent
@ ~vnz

¥ ORF

g Primer

7 Repeats

@,_ CaiTeIPecTprKLmMK
AES Pattern

‘“-5] Sitecon

SW Smith-Waterman

L WeightMatrix

Puc. 2. Anroput™msl, A0OCTyNHBIE
yepe3 UGENE Query Designer
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Read sequence
Feads |
sequence(s) from Squence ) " Y B ) I )
CH 1 all -500+2 N Weight matrix | 7
TR By Search for TFBS with weight annotations 1 Write Genbank |
S 5 matrix =5 -
P : . T = Write each sequence
search transcription factor | from Read sequence
Weight matrix binding sites (TFBS) . I and set of annotations
T T Recognize sites with similarity | from Search for TRBS
d 80%, process both strands. 1| with weight matrix in
Read weight Cutput the list of found regions | Genbank format, to
matrix annotated as ISRE. : neg test isre 80 copy
Read model{s) e = H

from
matrix_isre.pwm

Puc. 3. Cxema UGENE Workflow Designer o co3gaHuio pa3MeToK MMociIei0BaTeNbHOCTE
METO/IOM BECOBBIX MaTpPUIL

Positive Parameters
Data »
Negative — ED Signal Parameters
Data Extractor Complex
Markup i ¢ ED Recognition

Recognition | = Data

Control —
Data

Puc. 4. OcxoBnas nteparus paboTsl monb3oBaTess cuctemsl ExpertDiscovery

OcHoBHOI nuka paboTel mporpammsbl ExpertDiscovery BRITTSANT ciaeaytommM o0pazoM (puc. 4).
B cucreme ExpertDiscovery MOKHO BBEIACITUTE JJOTHYSCKU JIBE YACTH: TIEPBask OTBEYACT 3a MOCTPOE-
e KC (ED Signal Extractor); Bropas — 3a pacnosnaBanue KC Ha nocnenoBarenbpHocTsix (ED Rec-
ognition).

DKCIIepT 3arpy’kaeT MO3UTHBHYIO BRIOOPKY mocienosaresnbHocTer (Positive), conepxkanyro uH-
TEePECYIOIIHIA PETYJIATOPHBIN 00BEKT, M HeTaTUBHYIO BEIOOPKY (Negative), KoTopas 3TOT OOBEKT HE
conepkuT. Ha ocHOBaHWM 3TUX ABYX BEIOOPOK OyIIET MPOXOAUTH 00y4eHHe cUCTeMBbI. Takke HeoO-
XOIMMO 3arpy3HuTh Pa3METKH 3THX IOCIEIOBATEIbHOCTEH 3yeMeHTapHbIMU curHanamu (Markup),
Ha OCHOBAHUHU KOTOPBIX OyIyT NOCTPOEHbI KOMIIJIEKCHbIE 3aKOHOMEPHOCTH, U YCTaHOBHTH Iapa-
MeTpbl (Parameters) pacmosznaBanus. B pesynprare paOoThl anropuTMa BBIACIEHHS CHUTHAJIOB
nons3oBatenp noiydaeT KC (Complex Signals). Jlanee oH MoxeT pacrno3HaTh HyxkHbIe eMy KC
Ha TIOCJIEI0BATEIbHOCTAX KOHTPOJabHOH BeIOOpKH (Control). ITlonp3oBarens ycraHaBIUBaeT MOpPOr
pacrio3HaBaHUs M, B MTOTE, OIyYaeT JaHHbie pacnio3HaBaHus (Recognition Data) B Bume HTML-
oT4eTa Wi MpoQuIis paclo3HaBaHuUsI.

ExpertDiscovery mpencrasnena B Buge plugin’a k cucteme UGENE, 3amyckaercss u3 MeHIO
Tools B rmaBaoM okHe UGENE (puc. 5).

OyHKIHMOHAT MO YIPaBICHHUIO TOKYMEHTOM, 3arpy3Ke pa3MeTOK, BBIJEJIECHUIO CUTHAJIOB U T. [I.
MIPEJICTaBJIEH B BUJE KHOMOK Ha MTaHEI MHCTPYMEHTOB B BepXHel yacTu okHa. OKHO pa3jesieHo Ha
Tpu obnactu. JleBast BepXHAA 4acTh COMCPKUT MEPAPXUUECKUH CIHCOK 3JIEMEHTOB CHCTEMBI: IO-
CJIeI0BaTEeIbHOCTEH (MTO3UTHUBHBIX, HETATUBHBIX, KOHTPOJIBHBIX), Pa3METOK, CUTHANIOB. JleBas HHX-
HSISl 4acTh 0TOOpakaeT CBOWCTBA BEIOpaHHOTO AnieMenTa. CrpaBa — 00J1acTh 0TOOpaskeHHs BEIOpaH-
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HBIX HOCHCﬂOBaTeHLHOCTeﬁ, BI:I6paHHLIﬁ CHUTHaJI 0T06pa)I(aCTC${ B BUJIC aHHOTaLII/Iﬁ Ha 3THUX I10CJIC-

JOBaATCIbHOCTAX.

3aepysxa 0annpix. JIJi1 MOCTPOCHUS MOJICIIH PETYJIATOPHOM 00JIACTH CHCTEME HEOOXOIUMBI 00Y-
Yarolye JTaHHbIe: TIO3UTHBHAS M HETaTWBHAs BHIOOpKA HYKIICOTHIHBIX MociemoBaTenbHocTel. [lo-
CJICIOBATEILHOCTH TTO3UTHBHON BBEIOOPKH COAEp AT MHTEPECYIONINI 3KCIepTa pailoH. DTO MOXKET
OBITH BEIOOpKA MOCJICIOBATEILHOCTEH, COJIEpIKalllas CAlThl CBA3BIBAHUS ONPEACICHHOTO TUIIA, UITH
BBIOOpPKA OTpe/IeIeHHON TPYTINEI TEHOB.

B xauecTBe HeraTHBHON BBIOOPKH, KaK MPABIIIO, HCIIONB3YIOT HAOOP IMOCIIEIOBATEIHHOCTEH, HE
COJZIEPIKAIIMX UCCIIeAyeMblid curHail (j1u0o Habop curHamoB). OqHaKo 3a4acTyio c(hOPMUPOBATH Ta-
Ky!0 BBIOODKY 10 BBIMOJIHEHHUsS 3Tala KOMITBIOTEPHOTO aHajm3a ObIBaeT JIOCTATOYHO TPYIHO.
[Tosromy HeraTwBHasi BEIOOpKA MOMKET BKJIFOYATh TaK HA3bIBAaeMbIE «CIyYalHBIE TOCIEIOBATEIb-
HOCTH», CTCHEPUPOBAaHHBIC aBTOMATUYECKH C COXPAaHEHHEM YacTOT BCTPEYACMOCTH CHUMBOJIOB OT-
HOCHTEJIBHO MTO3UTUBHOW BEIOOPKH.

(] File Actions Settings Tools Window Help = =] %]
BoHEH zbha = Al & ¢
Ttems © AD0449_PO0SB1_K02248_promote [dr e L. Cm T= Tr hm & = & » WA
4 B Sequences 12040 6050 100 120 140 160 150 200 220 240 240 250 300 320 340 360 __ 400 %)
> df Positive -
= Negative 1 20 40 80 B0 100 120 140 160 180 200 220 240 2-50%[30 300 320 340 360 400
A Control 37194275 [3 bp)
4 4f Markup 1 k ||
4 3 _LETTERS_ GAGAGAGAGTT—_'—GGAGACCGTGGAGAGCTCGATAGCGG s
@ A 260 265 270 275 280 285 290 295 300 304
T oC < Lom_ | +
& G @9 ADD431_POOTS54_X01452_promote [dr "2 £ ce TS Tp im & = & »
® T =
; 12040 6080 100 120 140 160 180 200 220 240 260 280 300 320 340 360 400"9
4 |- Complexsignals E
4 3 TATA-BOX Manual
= 1 20 40 &0 &0 100 120 140 160 180 200 220 240 280 280 309 320 340 380 400
4 (& TATA-BOX Signal 273 @280 [3 bp]
4 (o Interval from 250 to 290 || g =
@ TAWAARNN careTcaracec TN CAACAT CTGGGGARGAGRRAGCCA
4 © TATA-BOX Recognition 280 265 270 275 280 285 290 295 300 304
- & NewsSignal . = ’
@ News!gnalﬂ (9 A00430_P0O0579__K01877_promote [dr 2 I cx TR Tp Nm &, = & » v 3
- & NewSignall =
B NewSignal2 1_20_40_60_80_100 120 140 160 180 200 220 240 260 260 300 320 340 360 __ 400 %)
g
- & NewsSignal3 -
: NewSignald 1 B 100 120 140 160 1 4 ! 4 4
g 20 40 &0 &0 100 120 140 160 180 200 220 240 20| 2B0 300 320 340 380 00
> & NewSignals 269 9278 [10 bp]
Fl [
Editor CCCTGCAG GRAGAGAAGAGTGACAGGGACCAARACG
260 265 270 275 280 285 290 295 300 304
MName TATA-BOX Signal ] [T ’
. € AD0429_POD535_MB6911_promote [dr e [ CR TE Tp Bwm * = & » W
Description ’
120 40 60 B0 100 120 140 160 180 200 220 240 @ 280 300 320 340 360 4DD|@
General information i
Probability 336634% (34 /101 | |1 20 40 60 80 100 120 140 160 180 200 220 24&2;_:5T ggdzig-}bp;zu 340 3580 400
Pos. coverage 58.6057% (27 /46) ||| 2=
CCTAGGC TCGAAGTGCCTAGCTGCTGACCTCCAGGCA
Meg. coverage 9.28571% (65/700) || 260 265 270 275 280 285 290 295 00 304
4 [T 4=
Fisher 1.49769e-19
-
Name Value =
4 @ Auto-annotations [Positive | A00430_P00579_... L
> ﬁ ExpertDiscover Signals (0, 1) =
€| - i | +

Puc. 5. 'maBHoe okHO ExpertDiscovery
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JlnanoroBoe OKHO IJIsl 3arpy3Kd BBI-
0OpOK HYKIICOTHIHBIX IOCIEI0BATENb-
HocTel (pUc. 6) BBI3BIBAETCS C TOMO-
mpio kHomku «New ExpertDiscovery
Document» Ha nmaHeau HHCTPYMEHTOB.
Bribupatorcst daiiiel B 1060oM popmare
MOCIIE0BATEIbHOCTEH, MOAIepKHUBae-
moMm UGENE.

Janee, HeoOXOAMMO 3arpy3uTh pas-
METKY IIOCJIeIOBATEIbHOCTEH 3IIeMEH-
TapHBIMH CUTHQJIAMH, Ha OCHOBaHHMHU
KOoTOphIX OynyT moctpoensl KC. Mox-
HO CJenaTh pa3MeTKy HYKJICOTHIaMU
WIIM 3arpy3UTh MOTy4YeHHBIH paHee Qaiin.
Kak mpaBuio, pasMeTka XapakTepu3sy-
eTcs MECTaMH B TIOCIIEJOBATENILHOCTH, B
KOTOPBIX NPUCYTCTBYET 3JIEMEHTAPHBIN
CHUTHAJI, I MMEHEM BKJIFOYAIOIIEr0 €ro
CEeMEHCTBA.

C nomompro xHonku «lLoad Mark-
up», pacroJIOKCHHOM Ha MaHeNd WHCT-
PYMEHTOB, BBI3BIBACTCS TUAJIOTOBOE OK-
HO 3arpy3ku (puc. 7). Ecnu He ykazan
¢nar «Append to Current Markup», To
cTapast pa3MeTka OyzeT yianeHa.

Peoaxmuposanue KC. JIns pydHoro
coznanuga KC HyXHO BOCIONIB30BAaTHCS
KOHTEKCTHBIM MeEHI0 Bkaanku «Com-
plex signals» B okHe mpoekta «ltemsy.
Jns ynoOcTBa MOKHO CO3[aBaTh IpyI-
MHUPYIOLINE HaNKH.

KC npencrasnen B Buae uepapxuye-
CKOTO JiepeBa, y3JlaMH KOTOPOTO SBIISI-
IOTCSI OTIEpaLUH, a JUCThSIMHA — HIIEMEH-
ThI Pa3METOK WX CIIOBA.

Korna KC co3nan u BbineneH B 00-
JIaCTU MapaMeTpPOB, MOYKHO MEHSTH €ro
CTPYKTYpPY ¥ OTCIIECKHBATh MapaMeTphl.
JIOCTYyIHBIMH THITaMU BEPIIWH JlepeBa
ABJSIIOTCA: OTEpalus «IUCTaHIU»
(OunapHas), orepamus «MOBTOPY», OIIe-
panusi «MHTEpBaI», 3JIEMEHT Pa3METKH,
cnoBo. KC cuuraercs ompeneneHHBIM
JI0 KOHIIa, KOT/Ia BCE €ro JIUCThsS COep-
AT TEpPMUHAJIbHBIE CHUMBOJIBI — CJIOBa
WM DJIEMEHTHI Pa3METOK.

Asmomamuueckoe nocmpoenue KC.
Ha ocHoBaum o0O0y4alommx JaHHBIX
(mo3uTHBHAST W HETATHBHAs BBIOOPKHW,

m Add Positive and Negative sequences | ¥ 23 |

File with positive sequences  for student/train_positive. fa E]
Generate negative sequences

File with negative sequences

[ Next ] [ Cancel

Puc. 6. lnanorosoe OKHO AJIsI 3arpy3KH BEIOOPOK
nocienoBarensHocTedt JJHK

&

m Pasitive and Negative sequences markup ?

File with positive sequences markup  for student/markup/positive/markup. xml E]
File with negative sequences markup or student/markup/negative /markup. xml E]
Append to Current Markup

Generate description file

Description file

[ Ok ] [ Cancel

Puc. 7. lnanorosoe OKHO IS 3arpy3Ku pa3MeTOK
HYKJICOTHHBIX I10CJIE/JOBATEIbHOCTEH

&

m Extractor Parameters setup ?

Setup predicates
Please create some predicates that will be used in complex signal construction
process,

4 Distance Distance
Distance from 3 to UNL taking into account order
Distance from 1 to 5 taking inte account order Repetition
4 Interval ALK
Interval from 2 to 6
(o=
Aligned

Editor

Distance from 1
Distanceto 5 [ unlimited

Take order into account

< Back ][ Next = [ Cancel

Puc. 8. luanoroBoe 0KHO CO3/[aHUS! yCIIOBUH
s Beienenuss KC

pasMeTKH) CUCTeMa MOKET BOCCTaHOBHTH CTPYKTYpY peryistopHoi obmactu B Buae KC. Mactep
HACTPOMKH Mpoliecca pacro3HaBaHMs AOCTYIEH depe3 KHONKY «Extract signals» Ha maHenu mHCT-

PYMEHTOB.

C nomortipio mepBoro okHa (puc. §) 3amarTcs mapaMeTpsl pacrio3HaBaHus (omucaHo Boimie). Ha
CIIEYIOIMX ATalax YKa3bIBAIOTCS OINEpanuu, Kotopeie OyayT y3namu KC, u ocymiecTBiseTcs BbI-
00p manku MpoeKTa, Kyaa rmo Mepe reHepanuu 0yayt nobdasnsatees KC.
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Jus Toro uToOb! yBUAETh pacnonoxeHne KC Ha mocnemoBarenbHOCTH, HEOOXOAUMO BHIOPATh
MOCIIEIOBATENIEHOCTH TSI OTOOpaXeHHsI. JTO JeNaeTcs Yepe3 KOHTEKCTHOE MEHIO IOCIIe0BATEb-
Hoctu. Jlanmee MoxxHO BRIOpaTh J06or KC, n 0H NOSIBUTCS B BUJEC aBTOAHHOTAI[UM Ha KaXJIOH OTO-
OpakKeHHOU TOCJeNoBaTeNbHOCTH. bollee TOro, MMeeTcss BO3MOXKHOCTh YBHJIETh CPa3y HECKOJBKO
CHUTHAJIOB Ha TIOCJIEJIOBATEIHHOCTH, IJII ATOTO Yepe3 KOHTEKCTHOE MEHIO CHTHaa IMOJIb30BaTelNb
BBIOMpAET CHTHAIBI JJIsI TPYMIIOBOTO OTOOpaskeHHs. Ta jKe orepanusi MPUMEHSeTCsl MPH BhIOOpe
CUTHAJIOB JJIsl PacIiO3HABAHMUSL.

Pacnosnasanue KC na nocneoosamenvrocmsx. Ilociie aBromarmueckoro Beiaeinenns KC ux
MOJKHO pacrio3HaTh Ha JII000N MOCienoBaTeIbHOCTH. BIOOPKY TakMX MOCIEA0BaTENbHOCTEH MOX-
HO 3arpy3UTh JOMOIHUTEIBHO, KAK KOHTPOJIBHYIO.

s pacrio3HaBaHUsI MTOJTE30BATENb BRIOUpAET HEeKOTopoe MHOkecTBO KC, KaXKIblii U3 KOTOPBIX
MPUMEHSETCS K IMOCIEI0BAaTEIbHOCTH. 3aTeéM K CHMBOJY IIOCJIEOBATEIbHOCTH, TJE€ BCTPETUIICS
curHain, npubasnsiercs Bec, paBHbiii —log(1 — P), rae P ecTh 3Ha4YeHUE yCIOBHON BEPOSTHOCTH CHUT-
Haia. OOmuii Bec MOCIIeIOBaTENPHOCTH PACCUNTHIBAETCS KaK CyMMAapHBIA BEC BCEX €€ CHMBOJIOB.
[TocnemoBaTeIbHOCTH CUUTACTCSI PACIIO3HAHHOW, T. €. Ha Hell mpucyTCTBYeT BhIOpaHHbINH KC, ecnm
ee Bec 0OJbIe BEIOPaHHOTO MOPOTOBOro 3HadeHHs. [10 MO3UTHBHBIM JTaHHBIM JKCIIEPT MOXKET I10-
no0paTh 3TO 3HayeHue. BrIOOp MOpora OocyIIecTBISETCs Yepe3 AUajJoroBOE OKHO, BHI3BIBAEMOE C
TTOMOINBI0 KHOMKK «Set recognition bound», B JaHHOM OKHE OTOOpaskaeTcs OIIMOKa MEPBOTO H
BTOPOTO poJia AJIsl BEIOPaHHOTO 3HAYECHHUS.

Taxoke st ya00CTBa MOJIH30BATENs] MOKHO CTCHEPHUPOBATh OTYET O Paclio3HaBaHWH B opmare
HTML. Otuer comepXUT CTaTUCTUUYECKUE MapaMeTphl U PE3yJIbTAaT PACIO3HABAHUS AJIS KaXKIOU
MOCIIETOBATENHHOCTH.

3akioueHne

UGENE Bwmecre ¢ moaynem ExpertDiscovery mpencrasiser co0oii yaoOHBIH U 3P PEKTUBHBIN
MHCTPYMEHT JUIs aBTOMAaTH3aIMu paboThl SKcnepToB. MHTerpupoBaHHas cucreMa MO3BOJSET KOM-
OMHUPOBATH PE3YJBTATHl PA3NMYHBIX METOJOB, YTO JaeT BO3MOXKHOCTh OOHAPYKEHHUS CIIOKHBIX
HepapXUUYECKUX 3aKoHOMepHOocTel. PaboTa ocymiecTBisieTcss B KOHTEKCTE OJHOM CHCTEMBI, YTO B
pasbl YCKOPSET MPOXYKTUBHOCTH PAOOTHI 332 CYET YAOOHOTO M OBICTPOrO B3aUMOJCHCTBHS MEKIY
MOZYJIIMH ¥ OTCYTCTBHSI HEOOXOANMOCTH KOHBEPTUPOBATH JAHHEIE.

PazpabarbiBacMblii OPUTHHATBHBIA MOJXOJ K MHTETPAllMU JIAHHBIX OT Pa3IMYHbIX METOJOB W
3HaHUI SKCHEPTOB MMOKa3aJ CBOIO Y(P(PEKTUBHOCTh HA MpakTHKe. [loydeHHbIe pe3ynbTaThl OIy0-
JIUKOBAHKI B cepum crateit [20-22; 30; 31].
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Yu. Yu. Vaskin, I. V. Khomicheva, E. V. Ignatieva, E. E. Vityaev

ANALYSIS OF REGULATORY REGIONS OF GENES BY EXPERTDISCOVERY RELATION SYSTEM,
INTEGRATED INTO UGENE TOOLKIT

The task of automatic extraction of hierarchical structure of eukaryotic gene regulatory region is posed on the junction
of the fields of biology, mathematics and information technologies. A solution of the problem implies understanding of
the sophisticated mechanisms of eukaryotic gene regulation and applying data mining technologies for analysis with many
features. The paper discusses the integrated system implementing a powerful relation mining of biological data. The sys-
tem allows taking into account prior information about the analyzed data that is known by the biologist, performing the
analysis on each hierarchical level, searching for a solution from a simple hypothesis to a complex one. The integration of
the system provides a convenient environment for conducting complex research and automating the work of the biologist.

Keywords: complex signal, hierarchical analysis, integrated system, relation data mining, recognition, genes regulato-
ry regions, annotation.



