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BBeaenue

B oHKoreHese KJIIOYEBYIO POJIb WIPAET T€HOMHAs HECTAOMIBbHOCTh, MPUBOJSAIIAS K
HaKOIUIeHUIO0 KpynHomacTaOHbIX nepectpoek JJHK. Oqnum u3 Hanbosnee pa3pylninTeabHbIX
NPOSIBJIICHUH TaKOH HECTaOUIBLHOCTH SBISETCS XPOMOTPHUIICHC — KaTacTpoduyeckoe CoObITHE,
IpU KOTOPOM B Mpezesax OAHON MM HECKOJIbKUX XPOMOCOM 3a KOPOTKOE BpeMsI BO3HHUKAET
MHOYECTBO JIOKAJIM30BAHHBIX Pa3phIBOB M MOBTOPHBIX COEAMHEHUH (pparMeHTOB, popMupys
XapaKTepHble KJacTepbl TOYEK pa3pblBa M OCHMIUIMPYIOLIME COCTOSHHUS KomuiiHoctu [1].
BrisiBiieHnE XpOMOTpHIICHCAa UMEET MPAKTUYECKYI0 HEHHOCTh Kak s (yHIaMEHTAIBHOTO
INOHUMAaHMsI MEXaHU3MOB Pa3BUTHUS OIYXOJIEH, TaK U JUIs 3a7a4 MOJIEKYJIIPHON TUarHOCTUKYU U
cTpaTtuduKaK pucKa.

OcHoBHast YacTh

CyuiecTByrolye IporpaMMHbIe pelIeHus Ul JeTeKIIMU XPOMOTpHIIcHca (Hampumep,
ShatterProof wu ShatterSeek) kak mnpaBuno ommparoTcs Ha Ha0Op HIBPHUCTHYCCKUX
CTaTUCTUUYECKUX KPUTEpPHUEB U TpeOyrT PY4YHON HACTPOWKHM MOPOrOB M IMapaMeTpoB, YTO
CHIDKAET BOCIPOU3BOAUMOCTH MPH aHAJIN3E JAaHHBIX Pa3HOTO KauecTBa M MPOUCXOXACHUSI. B
Ka4yecTBE aJIbTEpPHATUBBI PACCMaTPUBAIOTCS MOJIEIN MAIIMHHOTO O0YUYEHHM S, OJJHAKO MOAXO0/IbI,
OCHOBaHHBIE TOJIBKO Ha arperupoBaHHBIX MTPU3HAKaX Mpo¢uis Bapranuii uncia konuii (CNV),
MOTYT TepATh UH(OPMALIHIO O MPOCTPAHCTBEHHOM OPraHNU3alMU U TOMIOJIOTUH NTEPECTPOCK.

B pabore mnpennoxkeH BOCHPOM3BOAUMBIN (peMBOpPK TIiIyOOKOro OOy4YeHHs AJis
aBTOMATH3UPOBAHHOM KilacCUPUKAMU COOBITUI XPOMOTpPHUIICHCA C YYETOM CTPYKTYpPHBIX
Bapuanuii (SV) m CNV. B kaudectBe pedepeHcHOro Habopa HCIOIb30BaHA BPYYHYIO
aHHoTHpoBaHHas 6a3a ChromothripsisDB, Bxmouatomias 2428 narueHToB, 37 TUIIOB OIyX0Jel
u 19713 pa3smedeHHBIX TeHOMHBIX JIOKYcoB [2, 3]. Jaunsie SV u3 ¢opmara BEDPE Obun
YHUGUIIMPOBAHBI ISl COBMECTHOM 00paboTku (B ToM uncie no uctouynukam ICGC u TCGA),
nociie 4ero kaxxaoe SV-coObITHE B Mpefiesiax KIMHUUECKOT0 PETHOHA MPEICTaBISIOCH B BUJIE
32-MepHOro BEKTOpa IPHU3HAKOB, COJEPIKAIIEr0 IPOCTPAHCTBEHHBIE XAPAKTEPUCTHUKH,
CTaTHUCTUYECKUE arperatbl U HeNMHEWHble B3auMojedcTBus. [l MoaenupoBaHusi ObLIU
UCTOJNb30BaHbl  JBa  (opMaTa  MpENCTaBIEHUS  PErHMOHOB:  IOCJIEIOBATEIbHOCTH
YIOPSIOYSHHBIX 110 KOoOpauHaTe coObrTrii SV mmmHoM 10 200 371eMeHTOB (C A AuHTOM) TS
oO0yuenust BILSTM u rpadpl, rie BepIInHbl COOTBETCTBYIOT SV-COOBITHSM, a pedpa 3a7aioT
MIPOCTPAHCTBEHHYIO OJIM30CTh U CBSI3b MEXAY COOBITUSIMH, YTO MO3BOJISIET 00y4aTh rpadoBbie
Heiiponnsle cetd (GNN). DkcnepuMeHThl MHPOBOJAMINCH B MOAYJIBHOM TailaiiHe ¢
ympasieHrueM KoHpurypamusmu uepe3 Hydra, uto oGecrieunBaeT moBTOPSEMOCTh CPAaBHEHHI
APXUTEKTYP U MPOTOKOJIOB OOYUECHHS.

B kadectBe ©0a30BOii TOYKM CpaBHEHHs BBINOJHEH OeHumapkuHr CNV-
opuentupoBanHoi moaenu GECNVNet [4]. beuto moka3zaHo, 4To HCXOAHAs BEPCHS CKIIOHHA K
CMEILEHHIO B CTOPOHY IOJIOKUTENILHOTO Ki1acca (Bbicokuii recall mpu Huskol precision). [laxe
nocjie ONTUMHU3aUU OOY4YEeHHsS] MOJEb MO-NPEKHEMY OrpaHHYeHAa OTCYTCTBHEM SIBHOTO



MOJIEJTUPOBAHUS JIOKAIBHOMN KJIacTepHU3aly pa3pbiBoB. lJig ycTpaHeHHs] TOTO0 OTpaHUYEHUS
MPEJI0KEHBI COOBITUHHO-OPHEHTUPOBAHHBIE MOEIH, pAaOOTAIONINE HAMIPSIMYIO C TATTepHAMU
SV na ypoBae permona: BiLSTM, yuuteiBaromas mopsaok pa3peiBoB, u Graph-GNN,
YUUTBIBAIOLIAsl TONOJOTHYECKYIO CBSI3aHHOCTb 1 TEOMETPUIO KJIACTEPA EPECTPOEK.

BrIBOaBI

[IpoBeneHHBIE SKCIIEPUMEHTHI ITOKA3aIM, YTO COOBITHITHBIC MTPEICTABICHHS HA OCHOBE
SV necyT 6onee nHPOPMATUBHBINA CUTHAT JJIsl ACTCKIIMH XPOMOTPUIICUCA, YeM TiI00aIbHbIC
CNV-ceonku. Ha pmamapix ChromothripsisDB  momenn  BiLSTM  u  Graph-GNN
POIEMOHCTPUPOBAIH OoJiee cOalaHCHPOBAHHOE KAUueCTBO MIPH CUIIHBHOM JIMCcOaIaHce KJIacCoB;
HaWIydliue ToKa3aTeJu JOCTUTHYTHI TpadoBori momenpto (F1=0.78, precision=0.90,
recall=0.70), Torna xak BiLSTM mnokazana F1=0.71. IIpaktudecku pe3ynbTaTsl MOTYT OBITh
UCIIOJIb30BaHbl KAaK 4YacTh aBTOMATHU3WPOBAHHOTO OWMOMH(pOpPMATHYECKOro TNaifruiaiiHa
MEPBUYHOTO CKPUHUHTA PETHOHOB C TPU3HAKAMHU XPOMOTPHUIICMCA M KAaK OCHOBA JIs
JMAIbHEUIEro pacluIMpeHus MOJeIH (Baludalus Ha HE3aBHCHUMBIX KOTOpTaxX, WHTErparus
CNV-ocuwuisinui U Apyrux reHOMHBIX KOHTEKCTOB).
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