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Beenenune

CrpykrypHsle Bapuauuu (CB) npencraBistor coboil kpynHOMacIITaOHble U3MEHEHUs
TeHOMa, BKIIOYAIONIUE JIENICUH, IYIUIMKAWK, WHBEPCHUM M TPAHCIOKAUU (PparMeHTOB
JuiHOH oT 50 map HykieoTHIoB U Oosnee. OHM OKa3bIBalOT CYLIECTBEHHOE BIIMSHHUE HA
apXUTEKTypy XpOMaTHHA, (PEHOTHIIMYECKOe pPa3HOOOpa3We W  OSBOJIOLHUIO  BHJIOB.
CpaBHUTENBHBIE TEHOMHBIE HCCIICJOBAHMS JIEMOHCTPUPYIOT, YTO KPYIHBIE XPOMOCOMHBIE
MEPECTPOUKH HEPEIKO COMPOBOKIAIOT Mpoliecchl BupooOpasoanus [1]. Texunomorus Hi-C,
OCHOBaHHas Ha METOJle 3axBaTa KOH(POPMALUU XPOMOCOM, II03BOJIIET AHAIM3UPOBATh
IIPOCTPAHCTBEHHYIO OPraHU3allMi0 XpOMaTHHAa B MacliTabe BCEro I'€HOMa M BBISBISTH
CTPYKTYpHbIE IEPECTPOMKHU IO XapaKTEepPHbIM IaTTepHaM B3aMMOJEHCTBHM BOJIM3M TOYEK
paspsiBa [2]. Tem He MeHee OOMIBIINHCTBO CYIIECTBYIOIINX HHCTPYMEHTOB OPUEHTHPOBAHBI HA
BHYTPHUBHJIOBBIE CPAaBHEHUS M HEJOCTATOYHO (P PEKTUBHBI IPU MEKBUIOBOM aHAIM3€ — KakK
[0 T[IOJIHOTE OOHApY)KEHHUs, TaK M [0 TOYHOCTH. BeposTHOW npUYMHON sBIsSETCS
HeonTuMaibHas npenodbpaborka marpuny Hi-C u cneuun¢uka nmartepHOB B3auMOJIEHCTBUINA
BOJIM3U MEKBUJIOBBIX TOUEK pa3phiBa.

OcHoBHast yacTb

B Hacrosimelt pa®oTe NpeaniokeH BBIUMCIUTEIBHBIM METOJ OOHapyXEHHUs TOYeK
pas3pbiBa FeHOMHBIX IepecTpoek Ha ocHoBe faHHbIX Hi-C. [Toaxoa coueTaer cTaTUCTHUECKYIO
npe1o0paboTKy MaTpull KOHTAaKTOB C aHCaMOJIeM U3 JIECATH CBEPTOUYHBIX HEHPOHHBIX CETeH
(CHC), o0yueHHBIX paclo3HaBaTh NaTTEPHBI, XapakTepHble 1t CB.

3anava pemiaercss kak OuHapHas kiaccuduxanus noamarpul] Hi-C: xaxnas w3 HHX
OTHOCHTCS JINOO K PEryJsipHOMY PETHOHY, MO0 K PErHOHY, COAEPIKaIIEeMy TOYKY Pa3phIBa.
[Tonmatpuubl pazmepoM 48 x 48 OGMHOB M3BJIEKAIOTCS CKOJIB3ALIMM OKHOM BJIOJIb TJIABHOM
JIMaroHaad XpOMOCOMHOI KapTbl. OOHapyeHHEe OCYIIECTBIISIETCS B JBa 3Tala: Ha IEPBOM
JTane MOJENb CKaHUPYEeT JMaroHaiab, Ha BTOPOM — JJIs KaXJAOro IOJOKUTEIbHO
KJIacCU(UIIUPOBAHHOTO OKHA BBITMOJHAETCS TOPU3OHTAJIBHBIN MOUCK MO COOTBETCTBYIOIIEH
CTPOKE MaTpPHUIIbIL.

ITockonbKy aHHOTUPOBAHHBIE IOCTATOYHBIE 110 00bEMY MEXBHI0BbIE HAOOPHI TaHHBIX
OTCYTCTBYIOT, oOOydJalooliue JaHHble ObUIM  creHepupoBaHbl — cuHTeTHuyecku: CB
MOJICIMPOBAINCH HEMOCPEICTBEHHO B pedepeHcHoM renome Gorilla gorilla, mocne yero Hi-C
IPOYTEHHsI BIPABHUBAINCH HA MOAU(DUIIMPOBAHHBIN T€HOM, YTO MO3BOJIMIIO MOTYyYUTh KapThl
C U3BECTHBIMU KOOpJMHATaMU TOUYEK pa3pbIBa. Banunanus npoBoansach Ha OmyOJIMKOBAHHOM
Habope TaHHBIX CPABHUTEIILHOTO aHAJIN3a MEX/Y TOPUILION U YeloBeKoM [2].

PeanuzoBanbl 1Ba pexuma pabOTHI: PEXHUM JABYX KapT, KOrja OJIHOBPEMEHHO
ucnonb3ytorcss Hi-C kapThl IByX BUJIOB, U PEKUM OJJHON KapThl, KOT/Ia JOCTYITHA JIUIIb OJHA
kapta. [lepBblii peXuM yCHJIMBAaeT KOHTPACT NATTEPHOB BOJM3M TOUEK pa3pbiBa 3a CUET
BBIYUTAHUS (POHOBOT'O CHTHAJIA.

[IpenobpaboTka MaTpull BKIIOYAET TUCTAHIIMOHHO-3aBUCHUMYIO HOPMAaJIU3aLUIO: IJIs
KaX/101 mapbl HHAEKCOB (1, J) BEIYUCIAETCS 0’KUAaEMOE 3HaU€HUE KOHTAKTa B 3aBUCIMOCTH OT
T€HOMHOTO PAacCTOSIHUSA |1 — j|, TOCIIe Yero NpuMeHsieTcs JIorapupmMuieckoe rnpeoodpa3oBaHue.



OTO MO3BOJIAET MOAABUTH IIYM U BBIIBUTH CTPYKTYPHO 3HAUMMBbIE CUTHAJBL. TeCTHpOBaHUE
JeBATH KOHUTYpaluii mpeqoOpadoTKy MoKa3ano, YTO PeXHUM JBYX KapT C JTUCTAHLMOHHOU
HOpMaJIM3aIuel o0eceurnBaeT HAMITyqIlIue pe3yJIbTaThl: TOYHOCTH (precision) 0.48, mosHOTa
(recall) 0.67, Fl-mepa 0.56 na TectoBoil BbIOOpKE. B KauecTBe cpaBHEHHs Jydlias W3
cymectByromux mozeneit — EagleC2 [3], umeet F1-mepy Ha Tex ke maHHbIX paBHYO 0.24.
BrIBOaBI
[Ipemnoxennbiii Metonm Ha ocHoBe aHcamOiass CHC neMOHCTpUPYET BBICOKYIO
3P PEKTUBHOCTH 0OHAPYKEHHS TOUEK pa3pbiBa MEKBHIOBBIX T€HOMHBIX IEPECTPOEK B JAHHBIX
Hi-C. VYcranoBieHo, 4YTO [IMCTaHIIMOHHO-3aBUCHUMas HOpMaju3allds M COBMECTHOE
UCTIOJIb30BaHUE KapT JABYX BHUJOB SBISIOTCS KJIIOUEBBIMU (DaKTOpAMH JOCTH)KEHUSI BBICOKOU
MOJIHOTHl M TOYHOCTU. Pa3paboTaHHBIM MOAX0A YyCHEmHO 0000IIaeTCsl ¢ CHHTETHYECKUX
o0yyaromux JaHHBIX Ha peajbHbIe MEXBHUIOBbIE HAOOpPHI M MOXET OBITh NPUMEHEH B
CPaBHUTEIHHOM 1 HBOJIIOLIMOHHONM T€HOMHKE ISl aBTOMAaTU3UPOBAHHOTO MOMCKA CTPYKTYPHBIX
MIEPECTPOEK.
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