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BBenenne. B onkorenese KiIr04eByI0 poJib UTPAET FT€HOMHAsI HECTAOMIIbHOCTD, IPUBOIAIIAS K
HAKOIUICHUIO KpyrmHoMmacmTabHeix mnepectpoek JIHK. Omamm u3 Hambonee pa3pylmIUTEIbHBIX
MIPOSIBIICHUH TaKOW HECTaOUIILHOCTHU SIBJISIETCSI XPOMOTPHUIICUC — KaTacTpoduyeckoe coObITHE, MTPU
KOTOpPOM B MPEAENIaxX OJHON WK HECKOJIBKUX XPOMOCOM 33 KOPOTKOE BPEMSI BOSHUKAET MHOXKECTBO
JIOKQJIM30BAHHBIX Pa3pbIBOB U IMOBTOPHBIX COEAMHEHUN (PparMeHTOB, (GOopMHpYysS XapaKTepHbIE
KJIaCTephl TOYEK pa3phlBa U OCHWUIMPYIOIIME COCTOsHMS KomuiHocTh [1]. BeisBiaeHue
XpOMOTPHUIICHCA HMEET NPAKTHUECKYI0 IEHHOCTh Kak Jjs (YyHIaMEHTAIbHOTO MOHUMAaHUS
MEXaHU3MOB Pa3BUTHsI OIMYXOJIEH, TaK U JIJIS 3a/1a4 MOJIEKYJISIPHONU TMATHOCTHUKU M CTPATU(PUKALIUN
pucKa.

OcHoBHasi yacTh. CyliecTBYIOIME IPOTPaMMHBIE PELIEHUS AJI JETEKLUM XPOMOTpUIICHCA
(mammpumep, ShatterProof u ShatterSeek) kak mnpaBmiio OnmUparOTCs Ha HAOOP IBPUCTHUCCKHX
CTaTUCTHYECKUX KPUTEPHUEB U TPeOYIOT pyuyHOH HACTPOMKU MOPOrOB M MApaMeTPOB, YTO CHIXKAET
BOCIPOM3BOJMMOCTb IIPU aHAJIM3€ JAHHBIX PAa3sHOrO0 KadyecTBa M NPOMCXOXKJeHus. B kauecTBe
aJIbTEPHATHBBl PACCMATPUBAIOTCS MOJIEU MAIIMHHOIO OOyuYeHHsl, OHAKO MOJXO0/bl, OCHOBaHHbIE
TOJIBKO Ha arperupoBaHHBIX NpHU3HaKax npoduis Bapuauui yucia konui (CNV), MoryT Tepsthb
MHGOPMALIHIO O IPOCTPAHCTBEHHONW OPraHU3aIMK U TOIOJIOIMH IIEPECTPOEK.

B pabore mpemiokeH BOCHPOU3BOAUMBIA (PpelMBOpPK TiyOOKOro oOydeHHs Uis
aBTOMaTU3MPOBAHHOM KIacCU(UKALMKN COOBITUI XpPOMOTPHUIICHCA C YUYETOM CTPYKTYPHBIX BapHaluii
(SV) u CNV. B kagectBe pedepeHcHoro Habopa MCIOIB30BaHA BPYYHYIO aHHOTHpOBaHHas 0a3a
ChromothripsisDB, Bxmouaromas 2428 nanuentoB, 37 TunoB omyxojei u 19713 pa3medeHHbIX
T€HOMHBIX JIOKYCOB [2, 3]. lanubie SV u3 popmata BEDPE Obutn yHUBHUTIMPOBAHBI 111 COBMECTHOM
ob6paboTku (B ToMm uucie no ucroynukam ICGC u TCGA), mocne yero xaxmaoe SV-coObiTue B
npenenax KJIMHUYECKOTO PEruoHa TMpeACTaBsIoch B BUAE 32-MEPHOTO BEKTOpa IPU3HAKOB,
COJIEPIKAIIIET0 MPOCTPAHCTBEHHBIE XaPAKTEPUCTUKH, CTATHCTUYECKUE arperarsl U HEIUHEIHbIE
B3aumojeiicTBus. Jlig MonenupoBaHUs ObUIM HCNOJNB30BaHbl JBa (opMara MpeAcTaBICHUsS
PETMOHOB: MOCJIEI0BATENBHOCTH YIOPSJIOUYEHHBIX MO0 KoopauHate coOblTuit SV mHON 1o 200
aneMeHTOB (¢ magauHrom) ans ooydenuss BILSTM u rpadsl, rne BepumHbl COOTBETCTBYIOT SV-
COOBITHSIM, a pedpa 3aJaloT NPOCTPAHCTBEHHYI OJM30CTh M CBSA3b MEXIY COOBITHUSIMH, 4YTO
1o3BosisieT 00yuaTh rpagoBsie HelipoHHbIE ceTH (GNN). DkcnepuMeHThl IPOBOAMIUCH B MOJYJIbHOM
naiinnaiine ¢ ympaeineHueM KoH¢urypanusmu depe3 Hydra, uto oGecreunBaeT MOBTOPSIEMOCTb
CPaBHEHUU apXUTEKTYp U MPOTOKOJIOB OOYUEHHUS.

B kadectBe 0a30BOW TOYKM CpaBHEHHUS BBINOJIHEH OeHUMapKUHT CNV-OpHeHTHpOBaHHOM
mozenn GECNVNet [4]. Bpiio moka3zaHo, 4YTO UCXOHAs BEpCUsl CKIOHHA K CMEUICHUIO B CTOPOHY
MOJIOKUTENBHOrO Kiacca (Belcokuil recall mpu Huskoi precision). Jlaxke mocie onTUMH3ALMU
oOydeHHus: MOJENb MO-MPEeKHEMY OTpaHHuY€Ha OTCYTCTBHEM SIBHOTO MOJEIUPOBAHUS JIOKaIbHOU
KJlacTepu3aluu pa3pbiBoB. JlJis yCTpaHEHHsT 3TOrO OrpaHUYEHMS TMPEJUIOKEHBI COOBITHIHO-
OPUEHTHUPOBAHHBIE MOJIENH, PabOTaIIIMe HAMpsAMyK C marTepHaMu SV Ha ypOBHE pErvoHa:
BiLSTM, yuuThiBatomiass nopsaok paspbiBoB, u Graph-GNN, yuuThiBaromias TOMOJIOTHYECKYIO
CBSI3aHHOCTb M TEOMETPHIO KJlacTepa MepecTpoek.

BoiBoabl. [IpoBeneHHBIE YKCIEPUMEHTHI TTOKA3alld, YTO COOBITHIHBIC MPEACTABICHHUS Ha
ocHoBe SV HecyT 60siee MHPOPMATUBHBIN CUTHAI JIS IETEKIIUU XPOMOTPHUIICHCA, YeM TTT00aTbHbIC
CNV-cBonku. Ha  mamspix  ChromothripsisDB momenm  BiLSTM  u  Graph-GNN
MPOJIEMOHCTPHUPOBAIH Oojiee cOATaHCUPOBAHHOE KAYeCTBO MPU CHIIBHOM JMCOallaHCE KIIACCOB;



HaWJTydIlye ToKa3aTesin JOCTUTHYThI TpadoBoit moaensto (F1=0.78, precision=0.90, recall=0.70),
toraa kak BiLSTM nokazana F1=0.71. [IpakTiuecku pe3yabTaTbl MOTYT OBITh HCIOJIb30BAHBI KaK
4acTb aBTOMATH3UPOBAHHOTO OHWOMH(POPMATHUECKOTrO TMaimiaiiHa MEepBUYHOIO CKPUHHUHTA
PETHOHOB € IPU3HAKAMU XPOMOTPUIICKCA U KaK OCHOBA JUIsl JAJIbHENUIIETr0 paclIMpeHUsl MOJENIN
(Bayinanys Ha HE3aBUCUMBIX KoropTax, unHrerpamuss CNV-ocuwmuiauuidi U APYyrux T€HOMHBIX
KOHTEKCTOB).
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