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BBEJEHHUE

[IpuMeHeHre NCKYCCTBEHHOTO HHTEJUICKTa B OMOJIOTHH, XUMUHU, MEAUITTHE U
JPYTUX CMEXKHBIX HayKax HMMEET OTPOMHBIA MOTEHIMal. DTO CErMEHTaluus Hu
KiIaccupukanus OO0beKTOB Ha cHuUMKax peHTtreHorpaduu, KT, MPT; ananus
CTPYKTYpbl U3BECTHBIX [1] M co3AaHME HE CYLIECTBYIOIIMX B MPUPOAE OEIKOB U
coequHeHul [2]; pazpaboTtka jekapcTB [3]; KIMHUYECKUH MOHUTOPUHT MMAIlUEHTOB
[4]; mpencka3anue OTBETA Ha JICUCHHUE [S]; pacueT JO3UPOBKHU U Tpadrika BBEICHUS
MpenapaToB C BHIPAKEHHBIM TOKCUYECKUM JIEUCTBUEM U MHOTHE APYTrHe CIOCOObI
[5].

OTaenbHO HEOOXOAMMO BBIIEIUTH CPEepy MNPUMEHEHUS HCKYCCTBEHHOTO
WHTEJUICKTa JIJIsl BBISIBIICHUS U Kiaccudukanuu 6uomapkepos, mytanuii B JJHK u
PHK. Knaccuduxkanus omnyxoJieil Ha OCHOBE JaHHBIX O MyTallUsX HeoOXoauma, B
YaCTHOCTHU, ISl pa3pabOTKU TMEPCOHATM3UPOBAHHBIX JIEKAPCTB M BaKIMH TMpU
JICYeHUH MeTojlaMu TapreTHod u ummyHoTepanuu (CAR-T-kierounas tepamus,
JICHIPUTHOKJIETOYHBIC BAKIIUHBI, OHKOJIUTUUECKHE BaKIIMHBI U 1p.). s npumepa,
oxkuaercs, uto k 2033 roy 00beM MUPOBOTO PhIHKA OHKOJIOTHUECKHUX MPErapaToB
nocturdet 343,7 muipa nosapos [6]. DTo mo3BoJIIET TOBOPUTH 00 AKTYAJIbHOCTH
1 BOCTPeOOBAHHOCTH TEMbI UCCIIEI0BAHNUA.

BaxxHo oOTMETHUTh, 4YTO OOJBIIMHCTBO WCCJICAOBAHUM MPEINOIAraloT
UCIIOJIb30BAHUE «PYYHOTO» OTOOpa MPU3HAKOB B COYETAHUH C MPOCTHIMU
KJ1accu(ukaTopaMu UK KJacCU(DUKAIMIO 110 KOCBEHHBIM MapaMeTpaM, TAKUM Kak,
HalpuMep, KOJMYECTBEHHAsh OIEHKAa OJKCIPECCUM TE€HOB WM  KIHOYEBBIX
MYTHPOBABIIINX TCHOB.

BrlmeonvicanHbiii OIX0/T ONMMPAETCSl HAa TITyOOKOe 3HAHWE UCCIIeI0OBATEIIEM
npeaMeTHOM o0JlacTh, B TO BpeMs Kak, C KIMHUYECKONW TOUYKH 3pEeHus,
MPAKTUYECKUNM WHCTPYMEHT JUArHOCTHKU M KIACCU(UKAIUU OIMyXOJeH JOJIKEH
OBITH MTPOCTHIM B UCIOJIb30BAHUU U TIOJITOTOBKE aHATM3UPYEMBIX JTAHHBIX.

Ucxons u3 aToro, B AaHHOM padoTe mpeasiaraeTcs Moaxo/1, OCHOBAaHHbBINA Ha
MOCTPOCHUU KapT TEHETHYECKUX MyTaluii, MpeoOpa3oBaHUM JTHUX KapT B
U300paKEHUsI, U JaJdbHEHIIEM MPUMEHEHUU METOOB IIyOOKOro oOyuyeHus aiis
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KJ1accu(UKauy pa3IMdHbIX TUIIOB Paka Ha OCHOBE 3TUX KapT. I3 Bcex n3yyeHHBIX
UCCJIEIOBAHNM, TAHHBIN MOJIX0] UCIIONIB3YETCs TOJIBKO B padoTe [7]. B oTinuue ot
paboThl [7] B JaHHOM padoTe npeaaraercs ABa pa3HbIX M01X0/1a K TeHEPaLUU KapT
TeHEeTHYECKUX MYTallHii, a TAK’Ke€ HOBBIE MOJIEIN CBEPTOUYHBIX HEHPOHHBIX CETEH, HE
UCIIOJIb3yeMble B HcciieqoBanuu [7]. Kpome toro, B 3T0il paboTe MCHOJIB3YIOTCS
0oJiee HOBBIE JaHHBIE U3 MMPOEKTa «ATIac pakoBOro reHomMay». Bee aTo u onpeznenser
HOBH3HY HCCJIE[IOBAHMS.
I'unote3a uccieA0BaHUsI COCTOUT B TOM, UTO MpeAsiaraeéMblii B pabote
MOJIXO0/1 O3BOJIUT YIAYUYIIUTh TOYHOCTh TUATHOCTUKHU U KJIACCU(PUKALIUU OIyXOJei
[0 CPABHEHMIO C JAPYTMMHU IIHPOKO HCHOIb3YEMBIMU METOAAMH KilacCU(UKaLUU
IyTeM YJIy4IlIeHUus METpUK TouHOCTH (precision), nomuotsl (recall) u F-mepsr mo
CPaBHEHHUIO C aHAJIOTMYHBIMU METPUKAMH B JIPYTUX UCCIIETOBAHUSIX.
esbi0 uccaenoBaHus SIBISCTCS pa3padOTKa MOJIETU MAIlIMHHOTO O0y4YeHUs
JUTS KJTacCU(UKALIUY OITyXOJIe Ha OCHOBE IAHHBIX O COMaTHUECKUX MYTaIlUsX.
B cooTBeTcTBUM ¢ TMOCTaBICHHOM LEIbIO 3aJaYaMM HMCCJIeI0BAHUS
SIBIISIFOTCS:
— aHaJIW3 MPEAMETHOM 00JIaCTH UCCIEAOBAHNS U UCTOYHUKOB JTaHHBIX;
— cOop IaHHBIX, CO3/IaHME JlaTaceTa, MpeaBapuTeabHas 00padoTKa U aHAIU3
JTaHHBIX;

— pa3paboTka W peanu3amus B KOJE MOJeJeH MAIIMHHOTO OOyYeHHUs
(xmaccudukaropa);

— aHaIM3 TOJIYYCHHBIX pPE3yJbTaTOB W HMX CpPaBHEHHE C pe3yibTaTaMu
JIPYTUX METOA0B Knaccudukaumm.

O0bexTOM HCCJIeIOBAHNS SIBISECTCS AUATHOCTUKA U KJIacCU(PUKAIIUS THUIIOB
paxa.

IIpenmeTomM uccief0BaHUA SBISETCS pa3padOTKa M peaiu3aius MOJCIH
MaIIMHHOTO OOydYeHus Ui KJIacCHU(PUKAMU THUIOB paka IO JaHHBIM O
COMAaTHYECKUX MyTalUsX.

MeToabI Hcci1e10BaHUsI BKIIIOUAIOT B ce0sl:

~  METOJIbI KJIacCH(pUKAIUH;
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~  METOJIbl CPAaBHUTEIIBHOTO aHAJIN3a;
~  METOJbl MOJICIIUPOBAHUS UH(DOPMAITMOHHBIX CUCTEM.

CTpykTypa AUIJIOMA BKJIIOYAET TMEPEYCHb COKPAIICHWA W 0003HAYEHUH,
BBEJCHUE, TPU OCHOBHBIX pa3liefla, 3aKIIOUYECHUE, NPUIOKEHHS U CIIHCOK
WCITOJIb30BAaHHBIX HCTOYHUKOB. BO BBEZICHNY OTIPEIETIAIOTCS aKTyaIbHOCTD pa0OTHI,
Hay4yHasi HOBHW3HA, 1I€JIb W 3aJlauyd, OOBEKT U MPEAMET HUCCICAOBAHUS, a TaK¥kKe
BBIJIBUTACTCS TUIIOTe3a uccienoBanus. [lepBblil paznen paboThl MOCBSIICH aHATIU3Y
npeaMeTHol obmactu. Bo BTOpoM paszzmene 3aTparmBaioTCs BOIPOCH BhIOOpa
UCTOYHUKA JIaHHBIX, (OpPMUpOBaHUS Jdaracera W ONpEJEICHUE METOJIOB
uccienoBanus. [locienHuil Tpetui pasgen ABJISETCA NPAKTUYECKUM U IOCBSILIECH
peanu3anuu Mojenen kiaccu(puKaTopoB Ha 0a3e CBEPTOYHBIX HEUPOHHBIX CETEN U
aHaJIM3y TMOJYYEHHBIX pe3yJbTaTOB. B 3akiIt0YeHUU TOABOIATCA OOIIHME HUTOTH
WCCIICIOBAHUSI U JAIOTCA BO3MOXHBIC JAIBHEUININE HANPABICHUS HCCIIEIOBAHUA
JaHHOM Tembl. CIHUCOK HCIOJIb30BAHHBIX HCTOYHUKOB COAEPKUT TNEPEUYEHD
myOJIMKaIii, UCTIOIB30BaHHBIX B IAaHHOM padoTe.

HUcxonnblii KO/ U AaHHbIE JIOCTYTIHBI o azpecy

https://github.com/Losyash/umbrella_corps.
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1 AnaJjau3 npeaMeTHOM 00J1acTH

1.1 Onpenenenne, kiaaccugukanus MyTAIUA U UX BJIUsSTHIE HA PA3BUTHE
OHKOJIOTHYECKHUX 3a00J1eBaHUil

Pax CUUTaeTCA CMEPTEIbHBIM T€HETUYECKUM 3a00JIeBaHUEM,
XapaKTEepU3YyIOIKUMCI aHOMaJdbHBIM pPOCTOM KieTok. B 2022 1. B wMumpe
JUArHOCTUPOBaHO 20 MJIH HOBBIX ClIy4yaeB paka v 9,7 MiiH cmepteid ot Hero [8]. T1o
JaHHBIM MeXTyHapOJHOTO areHTCTBA MO WM3YUYCHHUIO paKa KOJIMYECTBO CIydacB
3a0oyeBaHusl pakoMm BbIpacTeT Ha 77% wu pocturHer 35 muH k 2050 romy mo
cpaBHeHuto ¢ 20 mutH, 3adukcupoBadHbix B 2022 roay [9]. B 2024 roxy B Poccun
ObLTO0 BBIsSIBIIEHO OoJiee 630 ThIC. CydaeB oHKoJIOrmYeckux 3adoneBanuii u 300 ThIC.
cMmepTeit oT paka (54% — myxxuunbl, 46% — xenuunsl) [10].

Kpome Ttoro, mo naHHeM, onmyOJuKOBaHHBIM B kypHasie BMJ Oncology,
MPOUCXOJIUT PE3KUM II100aTBHBIA POCT YUCIIA PAKOBBIX OOJILHBIX BO3pacToMm 10 50
JeT, pexe Bcero B CeBepHoit AMepuke, 3anagHoi EBpone u ABctpanuu [11].

CyliuecTByronme TPaAUIMOHHBIE CIOCOOBI  JICYEHUS OHKOJOTHMYECKUX
3a00JIeBaHUN:  XUPYPTUYECKHUM, pajuoTepanus, JEKapCTBEHHbBIH B  BHJE
XUMHUOTEpANUi  00JIaJal0T  CYUIECTBEHHbIMU  NOOOYHBIMU 3 dexkramu U
HETATUBHBIMM TOCIEACTBUAMU, BKIIIOYasl JOJITOCPOYHBIC, a TAKXKE 3a4acTyl0 HE
MO3BOJIAIOT MOJIHOCTBIO YJIAJIUTh PAKOBBIE KIIETKH, YTO MPUBOJIUT K PEUUIIUBY U
Pa3BUTHIO METACTaTUUECKOTO paka.

CrnencTtBueM OTOTO  SIBISIETCA TOUCK CIIOCOOOB  JICUEHUS, JIMIIEHHBIX
BBIIIETIEPEYUCIIEHHBIX HEAOCTaTKOB. WM 37ech Ha TMEepBOE MECTO BBIXOJIUT
MMMYHOTEpAaIusi, OJTHO U3 CAMBIX MOJIOJILIX U BMECTE C TEM OYE€Hb MEPCIEKTUBHBIX
HaIpaBJICHUI B OHKOJIOTHUH, KOTOPOE MO3BOJIIET COOCTBEHHON MMMYHHOM CHUCTEME
opraHu3Ma 00pOTHCS C OIMYXOJIEBBIMU KJIETKAMU.

OCHOBHBIMH BHIAMH KIMMYHOTEPANUH SIBISIOTCS MHTHOUTOPBI KOHTPOJIbHBIX
TOYEK HWMMYHHOTO OTBETa, UMMYyHOTepanus Ha ocHoBe nutokuHoB, CAR-T-
KJIETOYHAs Teparusi, UCTI0JIb30BAHUE MOHOKJIOHAIBHBIC AaHTUTEIN, BAKIIMHOTEPATTHSI:
JICHIPUTHOKJIETOYHBIC BAKLIIMHBI, OHKOJIUTUYECKHUE U ITepcOoHaNM3npoBanHbie MPHK

BaKIUHBI.
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OgHako 3TU METOABI SBISAIOTCA IMEPCOHAIU3UPOBAHHBIMHU, PEArupyrOT
WHIMBUyaJIbHO HAa IMArHOCTUPOBAHHBIN BUJ OIYXOJIM, YTO TPeOyeT paciinppoBKU
ee JIHK, BbIsiBIeHMs MyTauui U Kiaccupukauuu tuna pak. OIHUM U3 COCOOOB
CYIIECTBEHHO YCKOPHUTh MPOLECC CO3JaHHS TEPCOHAIM3UPOBAHHON BaKIUHBI
ABJIAETCS] HCIOJIB30BAHNE METOJOB MAILIMHHOTO 00YYEHUSI.

Onkonornyeckue 3a001eBaHus KaK IpymIa MaTojaorui, COMpOBOKIAOIIAACS
oOpa3oBaHUEeM JTIOOPOKAYECTBEHHBIX M 3JI0KAUECTBEHHBIX OIMYXOJIEW B OpraHU3ME,
OTHOCATCA K TEHETUYECKUM F€TEPOTr€HHBIM 3a00JIEBAHUSIM, UMEIOITUM KIMHUYECKU
CXOJIHBIE MPU3HAKHU, HO 00YCJIOBJICHHBIE PA3IMUYHBIMU MYy TAIUSMHU.

['eTepOreHHOCTh  OIyXOJIeH MMEET IEPBOCTENEHHOE 3HAYEHHE IIPH
JMArHOCTUKE W JICYEHUH OHKOJIOTMYECKUX 3a00JIEBaHUN W TMPOSBISETCA B BHJIE
BHYTPHOITYXOJIEBOM HJIM MEKOIIyXOJIEBOM T'€TEpPOreHHOCTH. BHyTpromyxosesas
reTEPOreHHOCTh MOAPA3yMEBAET HAIMYME OJHOM OMYyXOJIM B OYKBAJIbHOM CMBICIIE
BHYTPU OJHOW OIYXOJUM C PpPa3HbIMU KIOHAaMU KJIETOK. MexomnyxoneBas
IeTEPOreHHOCTh  BCTPEYAETCs, KOrJAa Yy pasHbIX I[AIUEHTOB C  €IUHBIM
TUCTOJIOTUYECKUM BapHUaHTOM, CYIIECTBYET CBOM KJIOH.

[Toxa MyTanussMH MIOHUMAIOT CTOMKHE U3MEHEHUS HACIIEICTBEHHBIX CTPYKTYP
KUBOM MaTepuu, OTBETCTBEHHBIX 3a XpaHEHHE M TNeperayy TeHETHYeCKOU
uHpopmanuu [12].

CymectByeT O0JbIIOE KOJIMYECTBO TPU3HAKOB, MO KOTOPHIM MOKHO
KkjaccuduipoBath MyTanuu. OCTaHOBUMCS MOJAPOOHEE HA OCHOBHBIX U3 HUX.

Hanbonee obmias kimaccudukaius BbIACISICT I'€HOMHBIC, XPOMOCOMHBIC U
IEHHbIE MyTall1H.

['eHOMHBIE MyTalMM CBSI3aHbl C M3MEHEHUEM YHCIIa LEJIbIX XPOMOCOM B
KapuoTHUIle opraHu3Ma. JlaHHbIM BUJ MyTalWi NOAPA3ACISIOT HA MOJIUILIOUIHYIO,
U aHEYIUIONIHYIO0 (TeTepOIuIOuAHYI0) (POpMBI, TO €CTh KpaTHOE W HEKPATHOE
yBeJIU4YeHHEe HA0Opa XpOMOCOM, COOTBETCTBEHHO.

K XpoMOCOMHBIM MyTanusiM OTHOCSTCS Jenenuu (yTpara ydacTka
XPOMOCOMBI), MHBepcHH (M3MEHEHHUE MOpsAKa I'€HOB Yy4acTKa XPOMOCOMBI Ha

oOpaTHBIN), IymIuKanuu (MOBTOPEHHE ydYacTKa XPOMOCOMBI), a TaKxke
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TpaHCIOKaIMK (MEPEHOC ydYacTKa XPOMOCOMBI Ha Jpyryio) u (opmupoBaHue
JTUIEHTPUYECKUX U KOJIBIIEBBIX XPOMOCOM.

['eHHbIC MyTallMU TAK)K€ MOTYT MPOSIBISITHCS B PA3NUYHBIX opMax, Kaxaas
U3 KOTOPBIX IIO-pa3HOMY BJMSET Ha TeHeThueckuil matepuan. OHH, Kak U
XPOMOCOMHBIE MYTallMH, BKIIFOYAIOT MHCEPLMH, NEICUUU (MHCEPLUH U JAeNIelnn
BMECTE HA3bIBAIOT MHJENBI) U 3aMEHY OJHOI'0 MJIM HECKOJBKHX MOCJIEI0BATEIbHBIX
HYKJICOTHU]IOB Ha JAPYyTHE.

B cBoro ouepear TOUEUHBbIE MyTallMU, CBA3aHHBIE C 3aMEHON HYKJIEOTH]IOB,
MO>KHO pa3/ieNIuTh Ha HOHCEHC-MyTallud U MHUCCeHC-MyTanuu. HoHceHc-MyTanus
IPUBOJNUT K IIOSBJIICHUIO CTOI-KOJOHA M MPEXKICBPEMEHHOMY IPEKPALICHUIO
cuHTe3a Oenka. MucceHc-MyTanusi IPUBOAUT K 3aMEHE OJHOrO (PYyHKIIMOHAJIBHOTO
KOJZIOHA Ha JPYroi M MOCIEAYIOIEMY U3MEHEHHI0 AMUHOKHUCIIOTHI B KOAUPYEMOM
Oelke.

[Ipu 3TOM Cpean MUCCEHC-MYyTali BBIAEISIIOT PUEMIIEMbIE MyTalluu, KOTAa
cneuu(UuHble CBOMCTBA NPOTEHMHOB IOJHOCTBIO  COBMAJAIOT, YaCTHYHO
pUeMIIEMbIE MyTAllMK B CIy4yae YaCTUYHOI'O COBHAACHUS CHELU(PUUHBIX CBOMCTB
IIPOTEMHOB M HEIPUEMIIEMBIE MHUCCEHC-MYTAILMM, €CJIIM CBOMCTBA IPOTEMHOB HE
COBMAJAIOT.

OTaenbHO OTMETUM TAaK HA3bIBAEMBIE «MOJYAIUBBIE» WIIU «TUXHE», TAKKE
MMEHYEMbIE CHHOHUMUYHBIMU, MyTaluu. OHAKO BOIIPEKH HAa3BAaHUIO U TMIIOTE3aM
00 UX 6e3BpEeTHOCTH MOCIETHUE UCCIETOBAHMS JOKA3bIBAIOT, UTO KTUXUE» MY TALIUH
CKOpee BpEIIHbI, YeM HeUTpaibHbl [13, 14].

Kpome Toro, B CBSI3M C TPHUIUIETHBIM XapaKT€POM TI'€HETHUYECKOro KOAa,
WHCEPIUU WM JAENIEUUU, HE KPATHBIX TPEM, MOTYT NPHUBOJIUTH K MyTalUsM CO
CABUIOM pPaMKH CYHUTBIBaHMS, YTO B CBOIO OYEpPEIb MOXET MPUBOAUTH K
00pa30BaHUIO AMUHOKHUCIIOT B HOBOM MOPSJIKE UM TOSIBJICHUIO CTOM-KOAOHA.

[To cnoco0y BO3HMKHOBEHHUSI pa3JInyaloT CIOHTaHHBIE, KOTOPHIE IPOUCXOIAT
KpaitHe peako (B cpennem 1-100 myTanuii Ha MWUIMOH 3K3EMIUIIPOB T€HA) U

HHAYOHUPOBAHHBIC MYTAallMKM, BOZHHUKAIOIIUE IIPHW HAIIPABJICHHOM BOSI[GfICTBI/IPI Ha
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OpraHu3M MYTareHHbIX (AKTOPOB B HMCKYCCTBEHHBIX YCIOBUSAX WU IPHU
HEOJIAronpUsITHBIX BO3ACHCTBUAX OKPYKAIOLIEH Cpeibl.

[To oTHOMIEHHIO K 3a4aTKOBOMY IYTH MYTAallMM JICJISIT HA COMAaTUYECKHE U
reHepaTuBHble MyTauuu. [locnenHue SBIAIOTCS BPOXKIECHHBIMHU WIIM MYTALUSIMU
3apOJIBIIICBOM JIMHUHU, 3aTPAaruBatoT TOJBKO MOJIOBBIE KJIETKHU, U, COOTBETCTBEHHO,
MOTYT TIepelaBaThCid 1O HachenctBy. ComaTHyecKue MyTallud HU3MEHSIIOT
F€HETUYECKUI MaTepuall B OJIHOW COMAaTHYECKOM KIETKE, 4YTO IPUBOAUT K
BO3HUKHOBEHUIO KJIETOYHOTO KJIOHA C T€HOTHUIIOM, OTJIMYHBIM OT «HOPMAaJIbHBIX)
KJIETOK.

[To aganTUBHOMY 3HAQYEHUIO BBIACISAIOT MOJIOKUTENIbHBIE, OTPULIATEIIbHBIE U
HEeUTpaibHble MyTanuu. Kak ciienyer u3 Ha3BaHUM, IMOJIOKUTEIbHBIE MYTAIUU
MOBBIMIAIOT KU3HECTIOCOOHOCTh OpraHM3Ma, OTPUIIATENIbHBIE MPUBOJAT K THOETH
WM  CHWXEHUIO JKHU3HECIIOCOOHOCTM W  HEWTpajdbHbIE HE BIUSIOT Ha
KU3HECTIOCOOHOCTh OpraHu3ma.

[Io nokanu3auuMu B KJIETKE MYTAallMd JEJSATCA  Ha  AJEpHBIE U
nurorazmarudeckue. Anepusie myranuu npoucxonar B JJHK sanxpa, B To Bpems kak
mia3mMatuyeckue Mytanuu 3atparuBaloT JHK wMuToXoHapuit u mimactun u
MEePEIAOTCS TOJBKO MO KEHCKOW JIMHUU, T. K. MUTOXOHIAPUU WM TUIACTHABI U3
CIIEPMATO30U/IOB B 3UTOTY HE IOMAIAOT.

OTaenpHO pacCMOTPUM MYTALIMU CaiiTa CIUIAICUHTa, KOTOPbIE BOBHUKAIOT Ha
CTBIKE K30HOB U MHTPOHOB. DTOT BUJ MYTAllMi MPOSBISAETCS B BUAEC BKIIOUCHUS
OJIHOTO WJIM HECKOJbKMX WHTPOHOB B 3penyr0 MPHK wim ynamenuum Bmecre ¢
UHTpOHOM dYacTu 3k30Ha 3 MPHK. B GonbpmHcTBe ciydaeB, okosio 95%, 3tu
MYTALlUU SIBIIAIOTCSI TSDKEJIBIMU U MO MEXaHU3MY JACHCTBUSA PABHO3HAYHBI HYJIb-
MYyTAaIUsIM, TIPUBOIAIIUM K TOJTHON yTpare GyHkiuu 6enka [15].

[TomMmrMO KauYe€CTBEHHOW OLEHKU MYTAallMi HEMAJIOBAKHOE 3HAYCHUE UMEET U
KOJIMYECTBO MYTallMii, BO3HHUKAIOUIMX B TE€HOME U 3/IECh BAXHO pa3InyaTh
HACJICICTBEHHBIE U COMATUYECKUE MYTALUU.

[Ipu nepenaye HacneacTBeHHON uHPopmanuu B HOBOHM JIHK Bo3Hukaer B

cpeanemM 100—-200 myTtaumii [16]. OgHako, B ciiydyae COMaTUYECKUX MYyTallui Ha UX
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YUCJIO HAYMHAET BIMITH BO3PACT YeEJIOBEKA. Tak, COTJIACHO HCCIIEIOBAHUSIM
Nuctutyra CeHrepa, €cid y JABaJAUATWICTHETO 4YEJIOBEKa Ha OJIHY KIETKY
MPUXOJIUTCS HECKOJIBKO COTEH MYTAIlUi, TO K BO3PACTY OKOJIO 75 JIET UX CTAHOBUTCS
OoJiee 1ByX ThIcs [17].

BakHO OTMETHUTBH, YTO TEUEHHUE OHKOJOTHUECKUX 3a00JICBAHUN OMPEACIISIOT
HE TOJbKO FT€HOMHBIEC, HO U STIMT€HOMHBIEC U3MEHEHHUS B KaXKJI0M OTJACIbHOM KIIETKE.
KpoMe Toro, nmampHeWIMe MyTalMM TaKXke BIMSAIOT Ha Te4ueHUE OOJIE3HH U
dbopMHpoBaHUE METacTa3, TAe OJIUH METACcTa3 UMEET MOJIEKYJIIPHO-TEHETUICCKUE
MPU3HAKKA TEPBUYHOM OIMyX0oJd (MOAKIOH «A»), a BTOPOU SIBISETCS MOJIKIOHOM
kietok «b». Jlamee, Kaxapli W3 MeTacTa3 HAYMHAET METACTa3UpPOBATH
CaMOCTOSITENIbHO,  (OpMHUPYST  OTJIMYHBIE 1O  MOJIEKYJIIPHO-T€HETUYECKUM
MIPU3HAKaM OITyX0JIU (TTOAKIOHBI «By», «I™ u T. 1.), KaXXIbIH CO CBOUM Pa3BUTHEM U

TCUCHUCM.

1.2 O030p HCTOYHUKOB r€eHOMHBIX JAHHBIX

B Hacrosdmee  BpeMs = pa3iMYHbBIMM  MEAUUMHCKMMH,  HAy4HO-
UCCIIEIOBATEIbCKUMUA  OpraHu3alusIMH  (OPMUPYIOTCST  OOJBbIIOE  KOJUYECTBO
OaHKOB JIaHHBIX, BKJIIOYAIOIIME KaK pa3HOOOpa3Hyl0 TE€HOMHYIO, TakK |
KJIMHAYECKYI0 MH(OpMaIUI0 O MalMeHTax, oOpa3lax TKAaHEW, B TOM YHUCIE HUX
U300paKEeHUsT M Jpyrue JaHHble, YTO OTKPHIBAET HOBBIE BO3MOXKHOCTH B
JMArHOCTUKE U MPOTHO3UPOBAHUN OHKOJIOTHYECKUX 3a00JIEBAHUM.

OpnHako, HECMOTpPSI HA OTPOMHBIE MAaCCHUBBI OMOJOTUYECKUX, METUITUTHCKHUX
JIAHHBIX, KOTOPBIE CO3JAIOTCS ThICYAMM OpraHu3alMid II0 BCEMY MUDY,
MOJIABJISIIONIEe OONBIIMHCTBO 3TUX JTAHHBIX SBIISIIOTCS 3aKPBITHIMHU.

OTaenpHO MOXHO OTMETHTh TOT (PaKkT, uTO, K cokajeHuto, B Poccum BO
MHOTOM  OTCYTCTBYET TMpakThUKa OOMEHa JIaHHBIMH  MEXJIy Hay4Ho-
UCCJIEI0BATENbCKUMU U MEAUIIMHCKUMHU YUPEKICHUSIMU U, TEM OoJiee, myOnKanus
TUX JAHHBIX B OTKpbITOM jgoctyre. Croja K€ MOKHO OTHECTH M TO, YTO

MMPAaKTHYCCKN BCC MHUIMATHUBLI, ITPOCKTEI, BKIIIOYasA MCKAYHAPOAHBIC, 1O C60py u
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UCCJEIOBAHUIO TE€HOMHOW HH(OpMauMyM NpUHAANEKAT aMEPUKAHCKUM U
eBpOIEHCKUM uccieaoBateaM [18-21].

Ha cerogusmauii neHh caMbIMH MacmITaOHBIMH TI0O 00BEMYy M BHJIAM
coJiepkalieiicss B HUX MHpopManud OaHKaMH JaHHBIX MO U3YYEHHUIO PaKOBOTO
reHOMa, JOCTYMHBIMH IIHUPOKOMY KPYTy UCCIIEA0BaTENEH, IBISIOTCS:

— 1poekT «Atinac pakoBoro reHoma» (anri. The Cancer Genome Atlas,
TCGA) Haumonansnoro Muctutyra Paka CILA [18];

— npoekT «PakoBblit renoM» UucTtutyTa Cenrepa [19];

— mnpoekt Tocnurtans Cestoro amoctona HWyaer ®ammes (aeTckoi
uccnenoBarenbekoit 0onbHUIEI CBToro Myapl) Mo M3yYEHUIO OHKOJIOTMYECKUX
3abosneBanuil y nerei [20].

OcranoBuMcs 0Oosee MOAPOOHO Ha BBHINIENEPEUUCICHHBIX HCTOYHHKAX U
BHUJIAX JAHHBIX, KOTOPHIE OHU COJIEpIKAaT.

The Cancer Genome Atlas (TCGA) onHa W3 KpyMHEHIIMX OTKPBITHIX 0a3
JTaHHBIX, coJieprkamas HWH(QOpPMAIMIO O pa3auYHbIX THmax paka [21]. Ilpoekr
peanuzoBbiBajics ¢ 2005 mo 2017 rox. OcHoBHOU TmIaThoOpMoON pa3MenieHus
nanubix sBisgercs Genomic Data Commons (GDC) Data Portal [18].

Cymmapno, Bkirodast nanasie TCGA, GDC comepxut nanusie 22 mporpamm
(86 mpoekToB) 1Mo u3ydeHuo pakoporo renoma. Oqnako TCGA 3anumaer 38,37%

BCE 0011ero 00beMa BCeX TaHHBIX.
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Pucynoxk 1.1. — UuTepdeiic paszaena cuucka npoekroB GDC Data Portal

Ha cerognsmnmii nens TCGA conepskut unpopmanuio o 2940240 myTarusix
B 22534 renax 33 TUIIOB paka, B3sTHIX U3 00pa3IioB TkaHew 44736 marmeHToB. Bee
naHHbIe cojepxkarcs B 1121816 daiinax obmmm oosemom 9.37 I1b, U3 KOoTOpBIX
354547 (31.60%) HaxomsTcs B OTKpbITOM U 767269 (68.40%) B orpaHUYeHHOM
noctymne [18].

B pamkax mpoekTa st KaKJ0T0 THIa paka aHaTU3UPOBATIMCH OMMyXOJIEBhIE U
HOpMaJIbHBIE TKaHW IMAIIMEHTOB. B Xoje peanu3anuu mpoeKkTa, TOMUMO JaHHBIX,
COACpXKAIUX  TOCIAEAOBATEILHOCTU  HYKJICOTHJIOB, TMOJYYEHHBIX B  XOJI€
cekBeHHpoBaHUs TeHoMoB wuiu 23k30HOB JIHK w PHK, cobupamuce wu
obOpabaTeiBasiach WH(MOPMAITUS O MyTaIUAX, SKCIIPECCUU TEHOB, SIMUTCHETUYSCKUX
M3MEHEHMX, TTOJTHOTGHOMHOT0 aHayn3a naTTtepHoB MetrimnpoBanus JIHK, gucie
Bapualii KOMWA TeHOB, TCHOTUITUPOBAHUH OTHOHYKJICOTHIHBIX MOJUMOP(OHU3MOB

U JPYTUE XapaKTEPUCTHUKHU.

18



[ NIH) vt st () video Guides 37 Send Foedback [} Browse Annotations  |f} ManageSets M cart @] ) Login 1 GOC Apps ~

Q eg 8

sitory
ﬂ n B TR AR *

S analysis Center & Projects (@ Cohort Builder gl Repo:

Unsaved_Cohort [~ ]

No filters currently applied.

REPOSITORY

Filters

Collapse Al + Somplesheet || & Metadata |[ & Manitest || view images | = adaanFies 1o can
+ Add a Custom Filter ] ISON TSV TOTAL OF 1121816 FILES 2 44 736 CASES B 937 PEB  Q search =
~ Experimental Strategy amm i Cart Access . File Name © Cases Project - Data Category - DataFormat - FileSize - Annctations
Name = Files <
E Contra-. ] a30070a7-6312-4343-bb15-7553dcdb8%E was ade realnbam n1 [ HCMLOMDC  Sequencing Reads  BAM 9029 GB 0
[ ATAC Seq £10(0.04%)
) Diagnostic slide 1766 (1.05%) [®]  open 1 oaob0ds BIs0-4832-aM3-6384c22edcc2 methyiation array.sesameevel3betas. s §1  (HCMLCMDC DNAMethylation  TXT ngME 0
[ Expression Array 1426 (0.13%)
0] Genotyping Arcay MITSAUBT | () cammen ] HOMLCMDC 45202678 7060 4013 fleb a6adbG1899 star fusion ma uslon ts M1 AHCMICMOC  Stucural Variation TSV 609k8 0
) Methylation Array 49719 (4.43%)
() miRNA-Seq 54 834 (4.89%) — .
[L Open 1] 12b45bBe-fe0d-4296-0bed-21 385A4FI4FB wgs ASCAT gene level.copy number variationtsy 1 1 o HeMLCMpe SOy Numbe: TSV 344 VB 0
Variation
© 7 more
\ m
[i ope A1 [ HOMICMOC p’;’f'““(ﬂ'{!”“’"’e TSV 51148
T — a w9 ||
= | n Somatic Structural
Name = Files ¥|  contra.. 71 HHOMCMpC oonaCSICUal gepe 254368 0
Cox-10x 4 458 (0.40%)
[ roxzsx soz3sn | [w) conran 91 GHoMucupe SmPieNudeotde o ITNKE 0
[ 150x+ 3(0.00%) eriation

Pucynok 1.2. — UnTepeiic pa3aena 3arpysku nqanabix GDC Data Portal

B otimmuun ot npoekra TCGA, MpOEKT 1Mo M3y4EHHIO PaKOBOIO T€HOMA Yy
nereit, Hayatbld B 2018 roay m moanep:KUBAeMbId JETCKOM HCCIEA0BATEIbCKOU
oonpHuLe CBsatoro Wynel, mnpemocTaBiser JIOCTyH TOJBKO K JIaHHBIM
CeKkBeHHpoBaHUs TeHOMOB, 7k30HOB JIHK/PHK wu cBenenus o Bapwamusax ux
MOCIIEI0BATEIBHOCTEH (MyTaIHIX ), OTIMYHUSAX OT pehepeHCHOTO TeHOMA.

B cB0OOAHOM N1OCTYIIE HAXOATCS TeHOMHBIE TaHHbIe 19866 00pa3oB 13955
nanueHToB. Bee nanabie coaepikarcs B 133575 daiinax oosemom 1,77 I1b [20].

[Tocnennuii U3 BIIEHA3BaHHBIX — 3TO MPOEKT «PakoBbiii reHom» MHCTUTYTA
Cenrepa. Jlanueiii mpoekt Obin 3amymieH B 2000 romy v B HacTosiiee Bpems
ABJIETCS IEUCTBYIOIIUM, IOCTOSIHHO MOMOJIHSIEMbIM HOBBIMU JAHHBIMU MPOEKTOM.
Pesynbrarel myOnmkyroTcss B 0a3ze naHHbIX «Karamor comarnueckux pakoBbIX

myTtanuid» (anrit. The Catalogue of Somatic Mutations in Cancer, COSMIC) [19].
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For existing users when you login you will be correctly redirected to re-registration process. Please follow the re-registration path rather than any other paths like reset password etc.

Data Downloads (release v101, 19th Nov 2024)

This is the COSMIC Downloads page. It is now possible to browse by project and download complete datasets for all available products and genome versions for the current and 3 previous releases -
COSMIC, Cell Lines Project, Actionability, and Cancer Mutation Census (CMC).

A detailed technical document listing all the changes in the new download files, along with the ERD (Entity Relationship Diagram) to explain the links between different products and a list of all the
COSMIC identifiers is available in the change log.

We value your feedback on the new Download page and downlead files. Please help us as we work to improve the useability and accessibility of COSMIC data by sending your thoughts to
cosmic@sanger.ac.uk

Download sample taster data

We have made the first 100 lines of each of the download files freely available 5o you can try out the data, More information can be found on our About page.

o, Downlead the GRCh3? sample (tar file)
o, Download the GRCh38 sample (tar file)

COSMIC - the Catalogue of Somatic Mutations in Cancer - is the world's largest source of expert manually curated somatic mutation

W COSMIC information relating to human cancers,

v oviol Please refer to the About COSMIC page to understand more about the project.

— Breakpoints
There are 3 ways COSMIC data can be downloaded: Download in Browser, Scripted Downloads, and Filtered downloads. To access any

— CNA (Copy Number Analysis) of these options, select the release version and the product you want to download (e.g. Breakpoints, Cancer Gene Census), and click on the
— Cancer Gene Census ‘File Name', This will open up a pop-up window with the 3 options available for download

Pucynox 1.4. — Unrepdeiic paznena 3arpysku ganasix COSMIC

Ocob6ennoctero  COSMIC, sBnsercs TO, 4YTO OHAa COCPENOTOYCHA Ha

aKKyMyJIILIMKA HE BCEl TEHOMHOW MH(pOpMAnUM, a TOJbKO CBEIECHUH O

COMATHMYECKUX MyTauusx [22].

Kpome Toro, 6aza nmaHHbIX coOupaeT HMHGOPMALMIO U3 JIBYX OCHOBHBIX

MCTOYHUKOB. B mepByto ouepe/ib, MyTallui B U3BECTHBIX OHKOT€HAX COOMPAIOTCS U3

auteparypsl. [Ipu 3TOM CIUCOK reHOB, KOTOPBIE MOABEPTAIOTCS PYYHOU MPOBEPKE,

UACHTU(ULIMPYETCS MO UX IPUCYTCTBUIO B Tak HaszbiBaeMol «llepemucu reHos
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paka» (anri. Cancer Gene Census). Bo-BTopbIX, TaHHbIE JJIs1 BKJIIOYEHHUS B 0azy
JAHHBIX COOMPAIOTCA U3 HUCCIENOBAHUNA O CEKBEHHUPOBAHHUIO T'€HOMa O0pa3loB
OITyXO0JIeH, MPOBOAUMBIX B pamkax npoekta Cancer Genome Project.

BaxxHo otmeTuTh, uTO 0a3a NAaHHBIX HAXOAMUTCS B TOJHOM CBOOOIHOM
noctyne (Imociae perucrpauuu) JUis  aKaJeMHYEeCKUX HCCleloBaTrened u
JMUEH3UPOBaHA JJIsl IPYTUX JIULI.

[Tocnenuss 101-a Bepcust ot 19 Hos0pst 2024 rona coaepXUT HHPOPMAITHIO
o 27970153 myrauusx (Bapuauuii mociaeaoBaresbHOCTH reHoB); 17007936 ne
KOJMPYIOLIMX BapuaHToB; 5481950 koaupytomux BapuanToB; 9348799 myranuii B

WHTPOHAX U IPYTUX MEKTeHHbIX o0nacTsax u3 1538010 obpasmos [19].

1.3 O030p cymiecTBYOMMX METOA0B MAIIUHHOTO 00y4eHHU S 1JIsl pelIeHUus
3212494 JHATHOCTHKHU U KJIACCH(PUKANMH PAKa HA OCHOBE N'€HOMHBIX JIAHHBIX

Eciu roBopuTh 00 MCCIeIOBaHUAX KIIACCHYCCKUMH MeTOoAaMH| iN VItro u in
VIiVO, TO HECMOTps Ha BEIYyIIHE MO3UIMKM B 3TOW 00JACTH 3aIaHbIX ¥ KUTAHCKUX
YYEHBIX, POCCUICKasl HayKa, TEM HE MEHEE, BHOCUT CBOM CYIIIECTBEHHBIN BKJIA]I, YTO
BEIPQKACTCS KaK B MPAKTHIECKUX Pe3yJIbTaTaxX, TaK U B MyOJUKAIUAX PE3yIbTaTOB
rcciaeaoBanuii [23].

[Tpu stom, roBops o MeToxax In Silico, ormMeTnM, 4TO 37M€Ch HAOJIFOAACTCS
a0COJIFOTHOE JIMJIEPCTBO 3aMaHbIX U KUTAUCKUX yUeHbIX. [IoMCK TOIBKO B OJHOM
0a3e mamnbix PubMed mo Takum crnoBocouetanmsm kak artificial intelligence,
machine learning, deep learning BeIgaeT THICSYM M JCCATKH THICSY CCHUIOK [24].
Cpenu oTeuecTBEHHBIX pa3pabOTOK, MOKHO OTMETUTh YIIOMUHAEMYIO JUPEKTOPOM
HannonanpHOTO HMCCIeA0BATENIbCKOTO IEHTPA MUAEMHUOIOTUNA U MUKPOOUOIOTHI
uM. lamanen A. I'mHuOyproM mnporpamMmuyio miatrgopMmy U 0a3y CHKBEHCOB
OITyXOJIeH, KOTOpast UCIIOIh30BATHCA JJIs1 OOYYCHHS NICKYCCTBEHHOTO MHTEJUICKTA U
pa3pabOTKK TEepPCOHANBHBIX BakIMH OT paka [25]. OmHako Kakue-To Oosee
MoApPOOHBIE CBEJICHUS O IAHHOM IIaTPOpMe OTCYTCTBYIOT.

['oBopss 00 wuccnenoBaHHWSX TO JaHHOW TeMme, HEOOXOAMMO OTMETHUTH

HECKOJIbKO OCHOBHBIX MOMEHTOB. B MCPBYIO OYCPCAb TO, YTO JaHHBLIC OI'PaHUYCHBI
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TEMH, KOTOpPbIE MOXKHO TOJYYUTh B XOJI€ MCCIECNOBAaHUHN (U3UKO-XUMHUYCCKHUMH
MeToaMu. COOTBETCTBEHHO, B OTJIMYUH OT JAPYTUX 00JacTeH, 3/1eCh MPAKTUICCKU
HE IPUMEHUM IOJXO/]I, CBA3aHHBIN C KOHCTPYHPOBAaHHMEM HOBBIX Mpu3HaKoB. Kak
CIICJICTBHE, OCHOBHBIMHU TIOJXOJAMH SIBIISTIOTCA pa3paboTKa W ONTHMH3AIUS
QITOPUTMOB ~ MAIIMHHOTO OOy4YeHUsT W [apaMeTpoB MOJENe, a TaKxKe
UCIIOJIb30BaHUE aHCAMOJIEBBIX METO/IOB, BKIIOUYasi HEMpoceTeBble aHCAMOJIH.

B 6uoundopmaruke npobiema oOHapyKEHUS MyTalldid M OMpPEACICHUS HX
TUIIA, a TAK)KE BBISBICHUE CIIENU(PUUECKUX T€HOB, KOTOPHIE BHI3BIBAIOT MYTAIUIO
HOpPMAaJIbHBIX KJIETOK B PAKOBBIC U OTIPE/ICIICHNE THUTIA OITYXOJIH, OCTAETCS CEPhE3HOU
poOIeMOi.

HekoTopsie BUIBI OMYXOJH CIOKHEE KIaCCHPHUIMPOBATh, YEM JIPYTHE, MPH
YeM 3Ta CII0KHOCTh CBSI3aHA HE TOJIBKO C KAYE€CTBOM U KOJMYECTBOM JIaHHBIX, HO U
C Cyry0o OMOJOTUUECKUMHU MMPUYNHAMM.

Cpenn 0OBEKTUBHBIX NMPUYHMH BBIACIUM CXOXKECTh MPOILIECCOB PA3BUTHS H
o0111e 6MOJIOrMuecKe MPU3HAKHU OITyXO0JIeH pa3HOrO MPOUCXOXKIECHUS. Y CIIOKHSAET
3aJaqy u TOT ()aKT, 4TO OOJBIIMHCTBO COMAaTHYECKHUX MYTAllMid YacTO CUIBHO
HEOJHOPOJIHBI MEXIy T€HOMaMU paka Jaxke B Mpejesiax OJHOr0 U TOTO K€ TUIIA, U
IPEJICTABIISIFOT COOOM JIMIIL HEOOIBINYIO YacTh BapHalui reHoMa [26].

BaxxHo 0TMETHTB, YTO HE BCET/1a HEOOBIIIOE KOJTUIECTBO HCIIOIb3YEMBbIX IS
oOy4eHHMs] MOJENH JaHHBIX (00pa3loB) TMPUBOAUT K HHU3KOW TOYHOCTH
kinaccudukanuu. B cioydae BbICOKOM cnenu(UYHOCTH, HalpuMeEp, CHIIBHO
OTIMYAIONUMCS HA0OpOM MYTallUidi WM YPOBHSIMU DKCIPECCHUU OMPEICICHHBIX
I'€HOB, TOUHOCTH OIPEICIICHNUS JAHHOTO TUTIA OMYyXOJIH MOKET ObITh, KAK MUHUMYM,
COIMOCTaBMMAa WJIHM AK€ BBIIIE, YeM I THIOB, OOYYEHHBIX Ha OOJIBIIIOM YHCIIE
JTaHHBIX.

Kak Oynmer moka3aHO HIKE€ B JaHHOM pasfene, s OIEHKA TOYHOCTH
KJIaCCU(UKAIIMU B TIOJABIISIFONIEM OOJBIIMHCTBE PabOT MCIONB3YIOTCS METPHKH:
touHocTh (precision), recall (momxora), F-mepa (F1-score) u mosis mpaBHIBHBIX
oTBeTOB (accuracy). ITocnenHss UCIOMB3YyETCS peXke MO CPaBHEHHIO ¢ Precision B

CHJTy MHOTOKJIACCOBOM KJIacCH(PHKAIIMKU U CYLIECTBEHHOIrO JucOanaHca kiaccos. B
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Y4acTH pa0OT UCIIOJIB3YIOTCS TAKUE MMOKA3aTeNIM KaK 4yBCTBUTEIBHOCTD (SENSitivity)
u criennuaHOCTh (specificity) [28, 41].

Kpome Toro, orMeTum eiiie HeCKOJIbKO MOMEHTOB, CBSI3aHHBIX C aHAJIU30M
HUCCIIe0BaHNM 110 JaHHOU TeEMeE.

B koHile ganHoro paszjena mMeercs: cBojHas Tabnuna (cMm. tabmauiy 1.1) ¢
MOKa3aTeNIMU METPUK PACCMOTPEHHBIX HIKE UcclieIoBaHui. [10CKOJIbKY B pa3HbIX
paboTax 4YMCIOBBIE 3HAUEHUS METPUK MPUBEACHBI KaK B BHJIE MPOIEHTOB, TaK U
JI0JIeH, BCE 3HAUCHUS HUXKE MPUBEACHBI K I0JISIM C TOYHOCTBIO 0 THICSIMHOW YacTH
yucia. Bce 3HaueHuss MeTpuk B Tekcte U Tabnuie 1.1 mpuBeaeHbl sl TECTOBBIX
WJIY BAJIUJTALIMOHHBIX JAHHBIX.

Kpome Toro, Ba)xHO y4YUTBHIBAThb, YTO BO MHOTHUX HCCJIEIOBAHUSAX ABTOPHI
UCIIOJIB3YIOT HE TOJIbKO MYJIBTHUKIIACCOBBIE KIAcCU(UKATOPBI, HO U HaOOPbI
OMHAPHBIX KJIACCU(PUKATOPOB MO YUCITY THUIIOB OMyXoJiel. B 3Tu ciydasx B TEKCTe
u utoroBoil Tabmmie 1.1 yka3piBaeTCcs Juana3oH YHCEN, COOTBETCTBYIOIIMX
HauXyAlleMy W HaujydllleMy pe3yJjbTaTaM MpeICKa3aHHsl OINPEIEICHHOIO THUIla
paka. OIHO 4YHMCJIO TPUBOJUTCS, €CIM OHO MPHUBEACHO B pabOTe Kak CpellHe
3HAYEHUE WU B paboTe KIacCU(UIUPYETCS TOIBKO OJIUH TUIT OMYXOJIH.

JIs aHanmM3a TEHOMHBIX JTAHHBIX U KJIacCU(PUKAIIMU PAKOBBIX 3a00JieBaHUMN
UCIIOJB3YIOTCS Pa3IMYHbIE METOJIbl MAIIMHHOTO O0y4YeHHUsl. DTO U KIIACCUYECKHUE
QITOPUTMBI KaK METOJ OMOPHBIX BEKTOPOB, METOJ CIydalHOro jeca, meton K-
OmkalmMx cocened M Jpyrue, Tak W TIIIyOOKOro oOOydeHHs, CBEPTOYHBIE
HEWPOHHBIE CETU, PEKYPPEHTHBIE HEHPOHHBIE CETH, ABTOIHKOAEPHI U JIPYTHE.

B pabore [27] wucmomszyercs Momenbr XGBoost nmns kmaccudukaiuu
OIYXO0JIEM Ha OCHOBE COMATHMYECKMX MyTallMd W BapualWil yuciia konuu u3 9927
oOpasioB 32 TumnoB paka. Haumydiue mokaszatenn MOACINA COCTaBUIIM: TOYHOCTh
(accuracy) — 0,860 u AUC — 0,970.

Merton ciy4aitHOTO Jieca U JIOTUCTHYECKasi perpeccus MpUMEHsIIMCh B paboTe
[28]. B xome wmccienoBaHus ObLIM MPOAHAIM3UPOBAHBI COMATHYCCKUE MYyTallMH
3374 o6pa31ioB 13 TUTIOB paka KaK MEPBUYHOTO, TAK U METACTATUYECKOTO paka. [[ms

HEKOTOPBIX TUIIOB OMYXOJICH, HAIIPUMED, JEHOMHOCAPKOMBI, TOYHOCTH (precision)
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coctauina 1,000, B TO BpeMs Kak JJisi HEHPOIHAOKPUHHOM  OMYXOJIH
nopkenynouHo skene3nl Bcero 0,330. CpenHsii TOYHOCTh KJacCH(pUKAIIUN
(accuracy) B rectoBoM Habope maHHBIX cocTaBmia 0,860.

OtnensHo oTMeTuM paboty [29], rae mpeacTaBiieH Kiaccudukatop
ormyxoJiell Hen3BecTHOM nepBuaHO Jokanu3anuu (CUPLR), KoTopsiii HCTIOIB3yeT
502 00111eTeHOMHBIX MYTAllMOHHBIX MpHu3HaKa u3 6082 o6pasmos. {1 oTAEIbHBIX
THUIIOB OITyXOJICH, TAKUX KaK XOJaHTHOKAPIIMHOMA, TOYHOCTH (Precision) cocraBmiia
Bcero 0,500, a nst rmuomel (onmyxonu [THC) 1,000. Monens paznuvaet 33 tuna u
MOJATUIA, TIOBBIIIAs TOYHOCTh KJACCU(UKAIMKU  OMYyXOJICBOM TKaHU IIO
MPOUCXOXKJICHUIO, OCOOEHHO TIPU METACTaTUYeCKOM pake. OTIMYUTEeNTbHON
OCOOEHHOCTBIO SIBJISIETCSl MCIOJIB30BAHME HE MHOTOKJIACCOBOr0, a OWHAPHOTO
HaOopa Kiaccu(ukaTopoB, MeETOAA CIy4YalHOTO Jieca M HM30TOHMYECKOU
(MOHOTOHHOW) PErPECCUH.

B wuccnenosanmu [30] paccMarpuBaeTcs KiacCH(pHUKAIUS OMyXOJIed IO
F€HOMHBIM JaHHBIM, BKIIIOYasi comatnueckue myrtauuud 230255 OHKOJIOTMYECKHX
O0onpHBIX. B pabore ObuUM BBIABIECHBI 3aKOHOMEpHOCTH 1760846 comaThuecKux
MyTaIuii B 17 Tunax omyxoiei. 31ech, Kak U B IpeIbAyIel paboTe CIoIb30BajICs
Ha0oOp OWMHAPHBIX KJIACCU(PUKATOPOB HA OCHOBE METOJa OMOPHBIX BEKTOpOB. B
3aBUCUMOCTH OT THIA PaKa M HCIOJB3YEMbIX JIaHHBIX TOYHOCTH (Precision)
kinaccudukaiuu cocrapisiet ot 0,400 mo 1,000.

I'oBops 00 anroputmax TJIyOOKOro oOOy4eHHs, OTMETHM, 4YTO HX
MOMYJISIPHOCTh 3aKJIFOYAETCAd HE TOJBKO B BBICOKOM TOYHOCTHU, HO U OTCYTCTBUU
HEOOXOJMMOCTH PYYHOTO OTOOpa MpHU3HAKOB. bojee Toro, moaenu TIIyOOKOTO
oOyuenus Oosee >PGHEeKTUBHBI, YeM OOBIYHBIE MOJEIH, MPU MU3YUYEHUU CIOXKHBIX
3aKOHOMEPHOCTEH Ha OCHOBE MHOTOMEPHBIX HEOOPaOOTaHHBIX TAHHBIX.

BpemMeHHble CBEpTOUYHBIE CETH MCIONb30BAIUCH B padote [31] mis moucka
MyTalllid B HEBBIPOBHEHHBIX nNocnuenoBatenbHOCcTAX JHK y manneHToB ¢ pakom
MOJIOYHOM Kee3bl C TouHocThIo (precision) 0,987 u 0,976, moxnoroit (recall) —

0,903 u 0,955 u F-uepoti — 0,943 1 0,963 nnsa nHadopor nanasix COSMIC u RSCM,
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COOTBETCTBEHHO. [Ipu 3TOM Kak mokKa3biBalOT aBTOpbl, TCN o00pabaThiBaeT
IOCJICI0BATEIBLHOCTH B IIECTh pa3 ObIcTpee, yeM Moaeib BiLSTM.

B pabGore [32] cBeprouyHass HEWpOHHAs CETh MCIOJB30BANACh IS
KJaccu(uKanuy oOmyxojied MaTKd M IIEHKHM MaTKM Ha OCHOBE COMATHYECKUX
mytauuid Ha 100 obpasuax. Tounocth kiaccudukauuu coctaBuia 0,943 nns
oOyuaroriem Habope manHbiX u 0,892 mis TecToBoro. B mMomenu Mcnoib30BaIMCh
MyTallMOHHbIE JIaHHbIEe O 42 TreHax, CpelAu KOTOpPhIX 0cOo00e BHUMaHHE ObLIO
yaeneHo 12 Hanbosiee MyTUPOBaHHBIM T'€HaM JUIsl KaXKJI0TO TUIIA paKa.

B uccnenopanuu [33] nmpeacraBieH Metoj moja HazBanueM Genome Deep
Learning (GDL) ¢ wucnoab3oBanueM rinyOokux HeiponHbix ceredi (DNN) mo
naHHeiM 6083 oHKONOTHMYEecKuX O0NbHBIX M3 AaHHBIX TCGA m 1991 3mopoBoro
yenoBeka U3 «1000 reHomoB». Mojienu mMoOKa3aaud OYEHb BBICOKYIO TOYHOCTH
(accuracy) B mmamasone ot 0,975 (PRAD) mo 1,000 (CRC, LUSC, OV).
YyBcTBUTEIBHOCTh MoOjeiei Bapwupyercs ot 0,958 (PRAD) nmo 1,000 (KIRC,
LUSC, OV), a cneruduunocts ot 0,980 (UCEC) no 1,000 (KIRC, LUSC, OV).

Onnako MojeNb, 00ydeHHasi BHIOOpKE U3 00pa30B pa3HbIX TUIIOB OMYyXOJEH,
uMeeT 00Jiee HU3KKE MOKa3aTeI TOYHOCTH, YYBCTBUTEIILHOCTH U CIIEIU(PUIHOCTH,
0,704, 0,659, 0,963 cOOTBETCTBEHHO.

Merton, Ha3BanHblii DeepDriver, ocHOBaHHBIN Ha MPOTHO3MPOBAHUU T'€HOB-
JpaiiBEpOB paka ImyTeM 00beIMHEHUS MPU3HAKOB 00 MyTAIUSAX U CXOJICTBE T€HOB C
MCIIOJIb30BaHUEM CBEPTOYHBIX HEHPOHHBIX CETEN MPEIIOKEH B MCCIIEAOBaHNH [34].
JanHble 0 myTtanusax Bkiarouanu 228046 comarnueckux BapuaHTOB i BRCA,
168746 BapuantoB st COAD u 287667 nns LUAD u3 1102, 478 u 551 oOpasios
13 KOTOPBIX ObUIM OTOOpaHbl HaMOOoJIee MyTUPOBAaHHbIE BapyuaHThl, 13777 reHoB st
BRCA, 11282 g COAD u 13731 gna LUAD. Metpuka AUC coctaBuina 0,984,
0,976 1 0,998 nns KaxxJ10ro U3 TPEX TUIOB paKa, COOTBETCTBEHHO.

B pabore [35] mpeacrtaBimen DeepSom, knaccudukarop omyxosei mo
JAHHBIM O COMATHYECKUX MyTarusax st 5 BumaoB paka ¢ mpumeHeHueM CNN.
Haunyummit pesynsrar AUC 0,977 Obl1 moka3aH i paka sKellyAka ¥ XyAlul

0,817 mmst ocTtporo MuenoOmacTHOro Jerko3a. OXHUM W3 OCHOBHBIX OTIHMYHI
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UCCJIEIOBAHUSI SIBJISIETCSA MCIOJIB30BAHUE JTAHHBIX MOJIHOI€HOMHBIX BBIPAaBHEHHBIX
MOCJIEIOBATEIBLHOCTEN TOJIBKO OMYyXOJIEBBIX 00Pa30B, UTO MO3BOJISIET UCIIOIB30BAThH
MOJIEJIb B UCCIIEIOBATEIbCKON WIIH B KIIMHUYECKOM MTPAKTHUKE.

Knaccudukarop mns 23 OCHOBHBIX THIIOB paka, HUCIOIb3YIOLIUN JTaHHbBIE
CEeKBEHHPOBAaHUA Bcero renomMa 2606 o0pa3loB M COMAaTUYECKUX MYyTaluil ObLI
npejacTaBiieH B padote [36]. ABTOpBI UCIOIB30BAIM METOJ CIIy4alHOIoO Jieca U
DNN. Tounocts otaenbHbix kiaccudukaropoB RF cumbHO BapbupoBanach B
3aBUCHUMOCTH OT KaTErOpUHU OMyXOJel U MPU3HAKOB, Ie F-Mepa BapbupoBaiach OT
0,000 mo 0,940 (memamanHoe 3HaueHue coctaBuio 0,420). Ilpu »sToMm,
MYJIbTHKJIACCOBBIE MOJIEIIHM OKa3aluch Oosiee TouHbIMU: F-Mepa coctaBuia 0,860 u
0,900 mst RF m DNN, cOOTBETCTBEHHO.

B cpennem, TouHocTh (accuracy) DNN mist Bcero HaGopa u3 24 TUIIOB
onyxoJieir cocraBuia 0,9100; B nBaguatu ogHoM u3 24 Tumnos omyxoseinl F-mepa
npesbimana 0,800, oaHako s OTAEIBHBIX THIIOB OIyXOJied HaOIIOAaINCh
3HauuTenbHbie orTnuuus. [lomHota (recall) Takxke wmensutace ot 0,610
(anenokapuumuoma numieBoga) no 0,990 (pax mouku). Ilokazarenu TOYHOCTH
(precision) mpu 3ToM BapbupoBaiuch oT 0,740 (ameHOKapIIMHOMA MHIIEBOJIA) JI0
1,000 (rmumobsactoMa, MeJIaHOMA U TeNaToLeITIONIpHAs KapIIMHOMA).

B wuccnenoBanuu [37] mnpencraBiieHa HOBas TIyOokKas HEWpPOHHAs CETh
Mutation-Attention (MUAT) mist kaccudukamyuy OnyxoJei Ha OCHOBE JaHHBIX O
47649187 comatmyeckux MyTanusx u3 2658 oOpasuoB 38 TumnoB paka. s
OMyXO0JIE C HU3KUM M BBICOKMM YHCJIOM MYyTalHi TOYHOCThH coctaBuia 0,784 u
0,908, COOTBETCTBEHHO.

ABTtopamu B pabore [38] mpemmaraercs HoBas cuctema DeepGene o
KIaccu(ukanuy paka Ha OCHOBE JAHHBIX O TOUYCUYHBIX COMATHYECKUX MYTaIUIX
3122 oOpasnoB 12 TunoB paka ¢ ToyHOCTh 0,649. OTauuuTenbHON ee
O0COOEHHOCTBIO, 110 CJIOBAM aBTOPOB, SIBJISIETCS HAJIMYUE B CUCTEME TPEX JIEMEHTOB:
kiactepHoit gpuibtparuu reHoB (CGF), koTopas KjacTepu3yeT TaHHbIE O TeHax 10
4acToTe BO3HUKHOBEHUS MyTaIuu, OT(PUIBTPOBBIBAS OOJIBIIIMHCTBO

HEPEJIEBAHTHBIX T'CHOB; HMHICKCHPOBAHHOE yMeHbIeHHe paspekeHHocTd (ISR)
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npeoOpa3yeT JaHHbIE T€HAa B HMHJEKCHl €r0 HEHYJIEBBIX 3JIEMEHTOB, TEM CaMbIM
3HAYUTEIHLHO CHUXKAs BIMSHUE Pa3PEKEHHOCTHU JTAHHBIX;, KJIacCU(UKATOP HA OCHOBE
rIIyOOKON HEMPOHHOM CETH.

CeeprouHas HeiipoHHas ceTh NeuSomatic ais oOHapyKeHUS] COMAaTHUSCKUX
MyTauuid paccMmarpuBaetcss B pabote [39]. HWHTepecHO OTMETHTH, 4YTO
3¢ (HEKTUBHOCTH MOJIEIN OIEHHWBAJIACh B 3aBHCHMOCTH OT Tuma MyTaruu. Tak, F-
Mepa coctaBwia g0 0,996 mug wmyraumii B BUAE OJHOHYKIICOTHIHBIX
nosmMoppu3mMoB u 0,972 nnst uHAENOB.

Wcnonb3oBaHue aBTOAHKOJEpA s KiIacCHU(UKAIMKM OIMyXOJeld Ha OCHOBE
JTAHHBIX COMATUYECKUX MyTallui ObLIO MpeioxkeHo B padote [40]. Habop naHHbIX
BKitouan 11183 o6pa3ioB 14 tunos omnyxodieid, cocrosumx u3 40 nmoarunos. Kak
OTMEUAIOT aBTOPHI, OJarojapsi aBTOSHKOJEPY BXojdllee AaHHbie u3 12424
IPU3HAKOB ObUIM MpeoOpa3oBaHbl B MpocTpaHcTBO U3 50 u3zmepenuil. KauecTBo
MOJIYYE€HHOT'O CKPBITOTO MPOCTPAHCTBA OLIEHUBAJIOCH C IOMOIILI0 HEPAPXUUECKOTO
KJIACTEPHOT'O0 aHaldu3a, KOTOPBIM MOKa3ald, YTO OMYyXOJW OJHOTO THUIA JydYIle
TPYNIUPYIOTCS B CKPHITOM MPOCTPAHCTBE MO CPAaBHEHUIO C MCXOJHBIM BXOJIHBIM
npoctpancTBoM. Hammyummas merpuka AUC Obuta i1t OCTpOro MHENI00J1aCTHOTO
neriko3a (0,9700) u xynamas st renarouesuitosipaas kapiuaomsl (0,540).

B wuccnenoBanuu [41] pa3paboTana Mojenb aHcaMOJieBOro OOy4YEeHUsS C
ucrnoas3oBanueM LSTM, GRU u BLSTM a5 panHero BbISIBISHUS MyTallui paka
IIUTOBUTHOM >keJie3bl. bbio mpoananu3upoBano 633 obpasna ¢ 969 myranusmu B
41 rene. Mogenb MPOAEMOHCTPUPOBAIA BBICOKYIO 0000IIaeMOCTh U JIOCTHUTIIA
CIICAYIONIMX TIOKa3aTejled MeTpUK: TOo4HOCTh (accuracy) — 0,960, TOYHOCTH
(precision) — 0,960, nonnora (recall) — 0,960, F-mepa — 0,960, sensitivity — 0,920 u
specificity — 1,000.

CpaBuenue Ttpex mojuenedt HeipoHHbIX ceteil, CNN, LSTM u rubGpuanoit
mozenu CNN+LSTM) nns knaccudukamnuu ormyxosield Ha OCHOBE COMATHYECKUX
MyTarii ObUIO TPOBEAEHO B wuccienoBanuu [42]. MeTpuku s KaxI0TO
OTJIEJILHOTO THUIIA OMyXOJied COCTaBUIM: TOYHOCTH (precision) ot 0,000 mo 1,000,

nonHoTa (recall) ot 0,000 mo 0,950, F-mepa ot 0,000 o 0,730. CpegHsis TOUHOCTD
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(accuracy) cocraBuia 0,665, 0,409 u 0,412 mis CNN, LSTM u CNN+LSTM,
COOTBETCTBEHHO.

OTtmeTuM wHccleAoBaHUE B paMkax KoHKypca Ha tiatdpopme Kaggle mox
Ha3BanueMm «Memorial Sloan Kettering: Ilepeocmbiciienue eueHus paka» [43]. B
JTaHHOU pabOoTe UCIIOJIb30BAJICS MOIX0], OCHOBAaHHBIA HAa THOPHUIHOI aHCaMOIeBOH
moaenu, Bkmovatomuii LSTM, BilSTM, CNN, GRU u GloVE mns knaccuduxarum
IeHHBIX MyTaluuid. Mojenab JOCTUIIa JTOCTATOYHO XOPOUIIMX pEe3yJbTaToOB Ha
TPEHUPOBOYHBIX JaHHBIX: TouHOCTH (accuracy) 0,806, rounocts (precision) 0,816,
nosHota (recall) 0,806 u F-mepa 0,831. IIpu 3TOM, Ha TECTOBBIX JAHHBIX MOJEIb
nokazajia Oojiee HHU3KHME pe3yiabTaThl: TouHocTH (accuracy) 0,615, ToyHOCTH
(precision) 0,619, momuora (recall) 0,615 u F-mepa 0,600.

B pab6ore [44] mnpencraBieHa ancambieBas wmojenb GDD-ENS  nmns
Kkiaccudukanuu 38 TUMOB paka IO JaHHBIM O COMAaTHYECKUX MyTanusx 39787
COJIMJIHBIX ommyXxoJied. Mojens mokaszana TO4HOCTh (accuracy) pasnoi 0,9300.
Kpome Toro, kak oTMe4aroT aBTOpbI, 3Ta MOJIeTb pa3padoTaHa JJIsl KIMHUYECKOTO
NPUMEHEHUS ¥ TI03BOJISET TUArHOCTUPOBATh PEAKHE THIBI paka W OIyXOJIH
HEU3BECTHOTO MEPBUYHOTO MTPOUCXOXKICHUS.

B pabote [45] Obu1a mpeioxkeHa HOBasl crucTeMa, Ha3biBaemas Driver-Oriented
Genomics  Analysis (DrOGA) mig  kjJacCH(pHUKAIUd  HECHHOHMMHYHBIX
COMATHYECKUX MYTalMil TPaJAUIMOHHBIMH METOJaMH MAIIMHHOTO OOYy4YEeHUS H
Meroaamu riayobokoro oOyuenus. HaOGop nannbix Briaroyan 16360 mytanuw,
MPUBOSIINE K 00pa30BaHMIO onmyxoJiei u 46444 HedTpanbHBIX MyTallui. bonbinoe
BHUMAaHHE aBTOPHI YJIETWIN ONTHMU3AIMN TyTEM OYUCTKU JNaHHbIX. Kpome Toro,
JUTSL aHall3a Pe3yJbTAaTOB M KIMHHYECKOTO IPOTHO3a HCIIONB3YIOTCS METOIbI
o0BsicHuMoro uckyccrseHHoro uHTeiwiekra (XAl). [IpumedaTenbHo, 4To mydime
pe3ynbTaThl 3 U3 4 METpUK Mokazai kiaccuyeckuit anroputm XGB: F-mepa — 0,792,
TouHOCTh (precision) — 0,799, tounocts (accuracy) — 0,873, U TOJBKO METpHKa
noarHota (recall) okasanace nyurei y ueiipocereBoit mogeaun CNN-SKip paBHoi

0,892.
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B wuccnenoBanum [46], aBTOpamMu CpaBHUBAIMCh PA3JIMYHBIE MOJAEIHU
MalIMHHOTO OO0y4YeHus s Kiaccudukaiuu paka. B pabore wHCmonb30BaIuCch
JTaHHBIX 0 coMaTtudyecknx MyTanuax u3 npoekra TCGA u getsipe monenn: KNN,
DT, RF u ANN. Ilo pe3synbratam OBLIO TOKa3aHO, YTO HAWIYYIIHE METPUKH
Kiaccudukanuu nokassiBaet Mojaeiab ANN: TounocTs (precision) — 0,388, mosHoTa
(recall) — 0,368 u F-mepa — 0,359. OnHako Jydnryro TouHOCTH (accuracy) — 0,423
MOKa3aJl METO/1 CIIy4aiiHOro Jieca.

B paGote [47] Ob11 pa3paboTtan kimaccuduraTtop riayOOKOTo OOydYeHUsS st
Kiaccuukanuy omyxosieil 24 TUMOB paka Ha OCHOBE JaHHBIX COMATHYECKUX
MyTallid U UHBIX TPU3HAKOB 26006.

Wcmonp3ys pa3nudHble KOMOWHAIIMM TPU3HAKOB O MYTAlMsIX, TeHaX HUX
coJlep KallluX, CUTHAJIBHBIX MyTAx W Takue moxaenu kak RF u DNN, aBTopbl
JOCTHTIIN CIACAYIOIMMX TMOKa3aTejIeii METPUK B 3aBUCHUMOCTH OT THITA OITYXOJIH:
touHocTh (precision) ot 0,430 mo 1,000, moanora (recall) or 0,410 mo 0,980 u
cpenneii Tounoctu (accuracy) 0,910.

[IpencraBnennass B padore [48] HelipoHHasi CETh C pa3peKECHHBIM BXOJIOM
(SPINN) nns xknaccupukanuu 32 NEpBUYHBIX THIIOB paka Ha OCHOBE TOYEUHBIX
COMAaTHYECKUX MyTaluil 7624 00pa3loB, Kak 3asBISIOT aBTOPHI, MPEB30IILIA
TpPaJUIIMOHHBIC anropuTMbl. Tak TowyHOCTH (accuracy) — 0,710 (0,670-0,740),
TouHOCTh (precision) — 0,740 (0,700-0,770), monHora (recall) — 0,620 (0,570-0,660)
u F-mepa — 0,650 (0,610-0,690).

[ToaBo1s UTOT, MOKHO OTMETUTH HECKOJIBKO BaKHBIX MOMEHTOB.

1. B cBsI3U ¢ pOCTOM BBIYHCIUTEIBHBIX MOIITHOCTEN M PA3BUTHEM MAIITMHHOTO
oOydeHHsi HaOJI01aeTCd OrPOMHBIN HMHTEpEC K €ro NMPUMEHEHHIO B MEIUIMHE,
OWonorMu W Jpyrux HayKax, B I1EJIOM, WU JJs JUATHOCTUKU U JICUCHUS
OHKOJIOTHYECKHUX 3a00JI€BaHN, B YaCTHOCTH.

2. HVHTepec K NMPUMEHEHUIO MAITMHHOTO OOYYEHHUS B MEIUIIMHE TOPOJIHI
OTPOMHOE YHCJIO HCCISIOBaHMM B JaHHOW oOjactu. JlocTaTOuHO cKa3aTh, 4YTO
TOJIbKO Ha oxHOM moptaine PubMed mouckoBbIf 3ampoc Mo ClIoBaM «cancer» |

«machine learning» Bbigaet 6osiee 30 ThIC. CCHIJIOK Ha KcclieOBaHus [24].
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3. Jlns pemieHus 3amavyd  KIACCU(PUKAIMM  OMyXOJIEH HCIONB3YIOTCS
pa3HooOpa3Hble TCHOMHBIC JIaHHBIC, KOTOPHIC BKJIIOYAIOT TOJHOTCHOMHBIC WJIH
TIOJTHOK30MHBIE ITOCIICIOBATSIIEHOCTH, CBEICHUS O MYTaITUAX, SKCIIPECCHH TCHOB 1
JpyTHE TaHHbBIC.

4, Jlna xmaccuUKaMK OIyXOJeH MPUMEHSETCS Pa3IUYHbIC IMOIXOIbI |
QJITOPUTMOB MAITMHHOTO OOYYCHHMsSI KaK KIACCHYECKMX, TaK W Ha OCHOBE
UCKYCCTBEHHOTO MHTEIeKTa. [Ipr 3TOM, TOYHOCTh Kiaccu(UKAIMU B HACTOSAIICE
BpeMs npebimaeT 90% i1 MHOTOKIIacCOBOM Kinaccudukanuu u gocturats 100%

JJI1 OTACIIBHBIX THUIIOB onyxoneﬁ IIpHU UCIIOJIB30BAHHUHN 6HH&pHOI>i KJ'IaCCI/I(bI/IKaHI/II/I.
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Tabnuma 1.1. — 3HaueHuss METPUK TS 3a/1a4H KiIacCU(PUKAIMK TUTIOB OITyXO0JIel O JaHHBIM pacCMaTPUBAEMbIX HCCIETOBAHUI

Mopean Accuracy Precision Recall F-mepa ROC AUC Sensitivity Specificity
XGBoost [27] 0,860 0,710-0,860 0,970
LR [28] 0,864 0,330-1,000 0,600-1,000 0,500-1,000 0,968-1,000
CUPLR [29] 0,910 0,520-1,000 0,330-1,000
SVM [30] 0,620 0,450-1.000 0,050-0,850 0,100-0,870
TCN [31] 0,987 0,955 0,963
CNN [32] 0,892
DNN [33] 0,975-1,000 0,958-1,000 0,980-1,000
CNN [34] 0,984-0,998
CNN [35] 0,817-0,977
DNN [36] 0,740-1,000 0,610-0,990 0,900
MUuAT [37] 0,784-0,908
DeepGene [38] 0,640
NeuSomatic [39] 0,996-0,972
Autoencoder [40] 0,540-0,970
LSTM+GRU+BLSTM [41] 0,960 0,960 0,960 0,960 0,920 1,000
CNN+LSTM [42] 0,412 0,000-1,000 0,000-0,950 0,000-0,730
LSTM+BilSTM+CNN+
+GRU+GIOVE [43] 0,615 0,619 0,615 0,600
GDD-ENS [44] 0,930
DrOGA [45] 0,873 0,799 0,892 0,792
ANN [46] 0,423 0,388 0,359
DNN [47] 0,910 0,430-1,000 0,410-0,980
SPINN [48] 0,670-0,740 0,700-0,770 0,570-0,660 0,610-0,690
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2 AHAJIN3 JAHHBIX 1 METOJ0OB UCCJIEJOBAHUASA
2.1 OnpenesieHue KpUuTEepHeB BbIOOPA TAHHBIX 1JIS1 MCCIIE0BAHUS

['eHOMHBIE JTaHHBIE — 3TO TEHETHYECKas WHQOpMAIUs, COACpKamascs B
noutu 3,2 MuwuMapiaax nap HykieotunoB JIHK denoBeka, 3akoIupoBaHHBIX
oykBamu A, C, G u T. Ilonmyyaemblii 00beM JaHHBIX TOJBKO OJHUX HYKJICOTHUIHBIX
MOCJIEIOBATEILHOCTEN T€HOMOB M 3K30MOB €3KETOJIHO COCTAaBIISIET OKOJIO 220
MUJUTMOHOB TeHOMOB (40 5k3a0aiiT) B roJ1, uTo npuMepHo B 40 pa3 Oosibliie, 4eM Bce
nanable YouTube.

Kak yxe ormeuanoce B pazneine 1, mjisg JUAarHOCTUKH U KiacCUpUKAIUU
OITyXOJIeH UCTIONB3YIOTCS Pa3IMYHbIC AJITOPUTMBI K MOJICIIA MAIIIMHHOTO 00y4YeHUS,
U pa3zHoOOpa3Hble MO BUAY M CTPYKType AaHHbIe. Kpome Toro, Ha3BaHUE TEMbl
WCCIICIOBAHUS MPEANOIaracT MCIOJIb30BAHUE JAHHBIX O MYTalUsX, KOTOpPbIE
MOYKHO TMOJY4YUTh, aHAUTN3UPYs HcXoaHble nocnenaoarenbHoctd JJHK u PHK nin
JTAHHBIE O BapUALUAX MMOCIEI0BATEILHOCTEH I'€HOB, T. €. OTJINYHS OT pehepEeHCHOTrO
reHOMa.

Crnenyst U3 BbIILIECKa3aHHOTO, OBLIN OINPEAEIEHbl KPUTEPUHU BHIOOpPA TaHHBIX
JUISL UCCTIEIOBAHUS.

B-niepByto odepenb, 3TO criocod q0cTyIa K T’eHOMHBIM JIaHHBIM. Tak, 10CTyn
k nocienoBarensbHocTaM JIHK/PHK B mpoekte TCGA mpemocTaBisieTcss TOIBKO
MpU HAJIMYKMM aKKayHTa cOTpyAHUKa HallmoHanbHOTO MHCTUTYTA 31paBOOXPaHEHUS
CIIIA nnm perucTpaiuy HAy4YHO-UCCIEA0BATEIbCKON OpraHu3anuu B cucteMe eRA
Commons [18].

JlocTynn K 3TUM K€ JaHHbIM B IPOEKTE MO H3YUYECHHIO OHKOJOTMYECKHUX
3aboneBanuil y geredt Ha noprtane ['ocnutans Cestoro anoctona Uyasr @annes
MPEAOCTABISAETCS O 3aMPOCY MOCIIE€ PETUCTPALMU TOJIBKO C aPECOM JIEKTPOHHOU
MOYThI HAYYHO-UCCIIEA0BATEIHLCKOTO MIIM 00Pa30BaTEILHOTO YUPEIKICHHUS.

BTopeiM KpuTepueM, ONpeaessiomM BbIOOp JaHHBIX JJI UCCIEI0BaHUs,

SBJITIOTCSL 00BeM, (hOopMaT U CTPYKTypa JaHHBIX.
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OcHoBHBIME (hopMaTamu (HalIoB, COJIEPIKAIIUX «CHIPBIE», HEOOPAOOTaHHbIE
JTAHHBIE CEKBEHUPOBAHUS HYKJICOTUIHBIX MOCIEA0BATEIbHOCTEN, HE BhIPABHEHHbBIE
OTHOCHUTEJIHHO ATANOHHOTO (pedepencHoro) reHoma sBisitotcst FASTA u FASTQ.
SAM u BAM aiinel comepkaT MOJHBIC JTaHHBIE BCEX IMPOUTCHHM T'eHOMa WJIU
’K30Ma C BbIpaBHMBaHWEM moja 3TanoHHbId reHoMm. ®opmatel VCF u gVCF
MpeAHa3HAUYCHbl JI1 XPAHEHHUS] OTJIMYUM B MOCIEAOBATEIBLHOCTH OT 3TaJOHHOTO
reHoma.

OpnHako, Ba)XKHO OTMETHTH, 4TO (ailiibl ATHUX (HOPMATOB SIBISIFOTCS OYCHB
oonpimmu. Tak, pazmep daiin FASTAQ s oHOM mociieIoBaTeIbHOCTH TeHOMa
conepxkut 80—100 I'b, a mns monHOM mocnenoBaTeabHOCTH 3k30Ma 5—8 I'b. s
BAM @aiina ananornynslil fanHbeie OyayT umetsb pazmepsl 120—160 I'b u 810 I'b,
cootBeTcTBeHHO. VCF 1 gVCF daiibl 1y1st 0JJHOM MOCIe10BaTEIbHOCTH B CPETHEM
3anuMaroT 1 I'6.

Jlns mpumepa, Habop (ailyioB, copeprKalnii BCE MEPEUNCICHHBIE BBIIIEC BUIbI
naHHbIX 439 00pa3ioB (MalMEHTOB) ¢ OCTPbIM B-kieTouHbIM JTUM(POOIACTHRIM
Jeiko30M, 3anuMaeT oobeM 55,54 Th [20], a daitn VCF npoexra COSMIC o Gonee
yem 40 mutH myTanusx 6osee 10 I'b [19]. OnHako mocieaHuii COACPKUT HETTOTHBIC
JIaHHbIE, HEOOXOUMBIE JIJIs JJAHHOT'O UCCIIEIOBAHUSI, UTO, B CBOIO OUepe/ib, TpeOyeT
JIOTIOJIHUTENILHOW 3arpy3ku U OOpaOOTKH CBSI3aHHBIX JAHHBIX U CYIIECTBEHHO
YBEJINYMBAET UTOTOBBIN J]aTACET.

[TocnequuM kputepuem cTtajio TpeOOBaHUE K BBHIYMCIUTEIBHBIM pECypcam.
Taxk, coznanne VCF (aitna nonHoro renoma nocienosarensno u3 FASTQ u BAM
Ha CEPBEPHOM OOOpPYIOBAaHMM 3aHUMaeT He McHee 24 YacoB. AHaJOTHYHBIC
nerctBus Ha 00b1yHOM T1IK ¢ O3V 16 I'b MoryT 3aHUMaTh OKOJIO ABYX HEJENb.

MoXHO cKa3zaTb, 4YTO MCIIOJb30BAHUE JAHHBIX [OJHOTEHOMHOTO U
MOJTHO?K30MHOT'O CEKBEHUPOBAHUS, a TAKKE Bapyallli MOCIEI0BATEIbHOCTA TEHOB
B JJTaHHOM MCCJICIOBAaHUU SIBJISICTCS CJIO’KHOM 3a7a4eil B CUITy YKa3aHHBIX MPUYHH.

Ucxons w3 sTOorTO, B pabOTe HCMOIB30BAIUCH JAHHBIE O COMATHYECKUX
myTtanusax 33 TumoB omyxodsei B gopmare Mutation Annotation Format (MAF),

KOTOPBIM ObLT pa3paborad cnenuanbHo s mpoekta TCGA. dopmar GDC MAF
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OCHOBaH Ha crienudukanuax ¢opmarta anHotanuii k mytauusim TCGA, Bkirouas
JIOTIOJIHUTENIbHBIE CTOOIBI. [lomHOe omucanue cTpyktypsl MAF-GaiinoB MoxHO
HaiiTh B fokyMeHTanuu Ha moprajie GDC Documentation [49]. I[Tpumep vactu MAF

-(aiina npuBeneH Ha pucynke 2.1.

D E F G H | [ y N o P a R s T v z A4 B

merged-masked
8,che9,chrl0,chrll,chrl2,chrl3,chrld,chrlS,chrl6,chrl7,chrl8,chr19,chr20,chr2],che22, cheX,chr¥,chrM

ccs
masc Start_Posi End_PositStrand V.

/ariant_Ty Reference Tumor_Se Tumar_Se dbSNP_RS dbSNP_Va Tumor_Sa Matched | Match N
TAD41481 74041481 + -

[ A rs750155109 TCGA-VD- TCGA-VD-AABN-10A-

L59E+05 1.59E+08 +
2.19E408 2,19E408 +
68080495 GADEDATS +
23393729 23393746 +
TI212108 77212108 +
45954906 45954996 +
116044 311E4A +
36360005 36360005 +

R

[

[ [ A rs3TE616954
c G A
[

6]

[

STK38 27148 81
2 PREX2 80243 BI
13 MYHE 2624 81
14 SECI4LL 6397 61
5 EPGS 57724 Bl
6 GNALL 7 8l
17 MORC3 23515 81

[ T TCGA-VD-, TCGA-VD-AABN-10A
TCCTTCT BTCCTTCT - novel TCGA-VD-, TCGA-VD-AABN-10A
[ T novel 1 TCGA-VD- TCGA-VD-AAGN-10A-
T c  nowl ] TCGA-VD- TCGA-VD-AABN-10A

c
¢
T
A A T rs1057519742 TCGA-VD- TCGA-VD-AABN-10A-01D-A30Z-05 Sematic

[ A TCGA-VD- TCGA-VD-AASN-10A-01D-A397-08 Somatic

Pucynok 2.1 — Ilpumep vactu nanubix MAF-daitna

@®opMar mpencraBiser CcoOOHM  TEKCTOBBIM (aill ¢ pa3aenuTessiMU
TalyJIALKEH, COepKAIINI arperupoBaHHyI0 HH(DOpMAIKIO 0 MyTalusIX U3 (ailios
VCF.

B ormuunu ot ¢aiinoB VCF, coxaepxammx HeoOpaOOTaHHBIE CHUCKH
MyTalAH, IOJYyYEHHBIE HEIOCPEICTBEHHO M3 IIOCIEAOBATEIBHOCTEH I'€HOMOB U
9Kk30M0B, MAF Takke ABIAIOTCS COMCKAMM MYyTalMd, HO NPOLICAIINMH
IKCIIEPTHYIO 00paOOTKY MJisi BBISBJICHUSI JIOKHBIX WJIM MPOIMYIICHHBIX U3BECTHBIX
MyTalUsAX, a TaKXe YAAJICHHBIMU MOATBEPKIACHHBIMH WIM MNOTEHIHAIbHBIMU
MyTAaIUsIMU 3apoJIbIneBbIX TUHUN. [Ipu aToM, eciiu VCF (aitsibr MOTYT BKITIOYATh
BCE BapHaHT MPOUYTEHHUs TeHOMa WM 9Kk30Ma, TO B (aitmax MAF coxpansiercs
TOJIbKO HanOosiee MyTUPOBABLINI BapUaHT.

Kpome Toro, MAF-daiinsl, conepxalire COMaTUYECKUE MyTaIliuH, SIBJISIOTCS
OOLIEAOCTYIHBIMM M MOTYT CBOOOJHO paclpOCTPaHATHCS B paMKax MOJUTUK
nocryna k ganasiM GDC.

Takum o00pa3om, wucmonab30BaHWe naHHbIX B ¢opmare MAF-daiinos
MO3BOJISIET COYETaTh OTHOCUTENHLHO HEOOJIBIIION pa3Mep NaHHbBIX C UX MOJHOTOU U
KaueCTBOM, JOCTATOYHBIX JIJIsI UCIIOJIH30BAHUS B 3a/1aue KIACCU(DUKAITUHU OITyXOJieih

METOJaMH MallIMHHOI'O O6y‘-IeHI/I$I.
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2.2 3arpy3ka, npeao0padoTka M aHAJIU3 JAHHBIX

[TepBpiM maroMm B mporiecce GpOPMHUPOBAHUS JaTaceTa SBISACTCS 3arpysKa
nanaeix ¢ GBC Data Portal. Ilpomecc 3arpy3ku BKIFOYaid BBIOOPKY M PYUYHYIO
3arpy3ky MmetadaiioB mo 33 Tumam omyxoJied, KOTOphIE CONIepKaT YHUKaIbHBIC
uaeHTU(GUKATOPHI (HalIOB ¢ NAaHHBIMH W JNajJbHEHIIEI0 3arpy3Ky 3TUX (ailioB Ha
JIOKaIbHBIA KOMIIBIOTEP IpH oMoy ckpunra Ha Python!. Beero 6b110 3arpyxeno
10640 daitnor B dopmare gz obumum oobemom 803 MBb. Ilpumep metadaiina
npuBesieH Ha pucyHke 2.2. Pacnpenenenue KoinMyecTBa 00pas3ioB B 3aBUCUMOCTH

OT THIIA OITyXOJIH IPEACTABIECHO HA PUCYHKE 2.3.

A E C D E F G H | J K L

1 |File UUID Access  File NameCases Project Data Category Data Type Data Format Experimental.Platform FileSize  Annotations

2 |5345c0f7-fcfd-46bb-9013-90dc22510c62 Open 2492571 1 TCGA-UVM Simple Nucleotide \ Masked St MAF WXS Illumina 5.75kB 1
3 |0fhad2d6-650f-4267-96c4-4cc8b2d90398  Open JacdTedf- 1 TCGA-UVM Simple Nucleotide \ Masked 5« MAF WXS Illumina 5.71kB 1
4 |7d9c1626-e01d-40e9-6b9f-a0d6e0140a68  Open 717dchha 1 TCGA-UVM Simple Nucleotide \ Masked 5« MAF WXS Illumina  6.36 kB 1
5 |3b2{e6d2-93a9-40ad-a604-1646i02c762 Open hf309aad- 1 TCGA-UVM Simple Nucleotide \ Masked S« MAF WXS Illumina 5.52kB 1
6 |f40932ec-81el-45fe-bhdf-4f3dc8deef3d Open b911cdbs- 1 TCGA-UVM Simple Nucleotide \ Masked St MAF WXS Illumina 3.03kB 1
7 |c623c1e9-fod7-4b9d-a38f-d2f0f00c00f3 Open 9b35e4b3- 1 TCGA-UVM Simple Nucleotide \ Masked St MAF WXS lllumina 5.19kB 1
8 |693eebff-7d5e-40c1-alc5-37dc1d359335 Open 02942c7f-1 1 TCGA-UVM Simple Nucleotide \ Masked St MAF WXS Illumina 4.25kB 1
9 |7ec0c00b-b95d-46ea-60d0-aclccle73ebe  Open 05¢c19b64- 1 TCGA-UVM Simple Nucleotide \ Masked S« MAF WXS Illumina  5.56 kB 1
10 | 5e1338d9-c6f8-451a-9914-5ba620174527 Open af92afaf-a 1 TCGA-UVM Simple Nucleotide \ Masked S« MAF WXS Illlumina  4.53 kB 1

Pucynok 2.2 — IIpumep yactu Metadaiina ¢ uaeatudukaropa daiimor (File UUID)
IS 3arPy3KU

KonudecTso ¢anos ¢ AaHHLIMWA B 3aBUCUMOCTUW OT TWUMa ONyxonu

1000 991

800 4

600

Konn4ecTso hainos

400 A

200 4

o
) o o o %) a = < = w
33338808 BB EEi2%3°53%233L32b3F§63
@ ®m 05 g a @t © g 2 = 3 a3 3 ¢ £ 8 g ¥ & FE B E2EE S

Tvn onyxonu

Pucynok 2.3 — KonuuectBo 00pa3oB B 3aBUCUMOCTHU OT TUIIA OITyXOJIU

1 https://github.com/Losyash/umbrella_corps/blob/main/scripts/download_from_gds.py
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Kak BugHO u3 rpaduka Ha pucyHke 2.3 HauMeHbIlIee KOJUYECTBO 00pa3iioB
npucyTctByer s auddysHort B-kpynHoknerounor smmdpombl (DLBC) wu
HauOOJIbIIIee JIJI1 HTHBa3UBHOM JOJIBKOBOM KapIIMHOMBI MOJIOUHOH kene3nl (BRCA).

CrnenyronyM maroM MOJArOTOBKH JaHHBIX ObLIa 3arpy3ka CKaueHHBIX U
pacrnakoBaHHbBIX (paityioB B 0a3y naHHbBIX. B mepByto oyepeib, mpy NOMOIIU CKPUIITA
Ha Python? naneBle MO MyTauusM OOBEAMHSINCH W3 3arPYXKEHHBIX (aiioB
00BbeIUHUTHCH ITyTeM dopMupoBaHus odiero ¢daitia B popmare CSV I KaXKI0T0
Tana onyxonu. JlanpHeilmas paboTta TmpeaycMaTpuBalia MOCJIEIOBATEIBHOE
dbopmupoBaHue JaTaceTa Jis Kaxxaoro u3 33 daitinos CSV, coaepKaliux CBEICHUS O
MYTaIUsIX ¢ TIOMOIIBI0 OMOIHOTeKH pandas u coxpaHneHun 3Toro aaraceta B b1 mpu

oMo ckpunTa Ha Python?,

FAdnaall [£] > -V @~
2 HugoSymbol = | 123 Entrez Geneld v | Az Center v | AzNCBLBuild = | A2 Chromosome = | 125 Start Position = | 125 End Position ¥ | AzStrand = | Az Variant_Classification

6497 BCM GRCh38 chrl 2303 896 23038%6 +
26270 BCM GRCh38 chrl 11668 750 11668750 +
842 BCM GRCh38 chrl 15493 946 15493946 +
23352 BCM GRCh3g chrl 19153319 19153319 =
54361 BCM GRCh38 chrl 22120090 22120090 +
55650 BCM GRCh38 chrl 26794913 26794913 + Silent
3065 BCM GRCh38 chrl 32326970 32326970 +
192669 BCM GRCh32 chrl 35972036 35972036 +
64744 BCM GRCh38 chrl 40406739 40406739 +
119 BCM GRCh3g chrl 155 268 782 155268782 +

= | Az Veriant_Type = | 4z Reference_Alle

SNP C

zz
55
nhoaanoaa

Pucynok 2.4 — Yactb Tabnuubl B B/, conepxariast JaHHbIE O COMATHYECKUX
MYyTalUsIX
[To utoram 3arpy3ku u npenodpadoTku gaHHBIX B Tabnuie bJl conepxarcs
3amucu 0 2570429 comatmueckux MyTtauuax B 19788 yHHKanbHBIX TeHaX, U3
KOoTOpbIX 2432251, 15 u 70 oTHOCATCA K OJHO-, TPEX- U OJINTO- HYKJICOTHIHBIM
nonmumopduzmam; 106983 k peneuusm m 31110 k uncepuusam. Pacnpenenenue

MyTalHll B 3aBUCUMOCTH OT UX TUIIA U OITyXOJISIM ITPUBEICHO HA pUCYHKax 2.5 u 2.6.

2 https://github.com/Losyash/umbrella_corps/blob/main/scripts/concat_maf_files.py
8 https://github.com/Losyash/umbrella_corps/blob/main/scripts/save_maf_in_db.py
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Konuyectso MyTaLlI/Iﬁ B 3aBMCMMOCTU OT TUNa ONyxonu
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400000 1
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PI/ICYHOK 2.5 — KonnuectBo MYTaHI/Iﬁ B 3aBUCHMMOCTH OT THUIIA OITYXOJIHN
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Pucynok 2.6 — KonudecTBo MyTaiuii o BUjaM B 3aBUCUMOCTHU OT THTIA OITyXOJIH

CormnacHo JaHHBIM U3 TpauKOB Ha puUCyHKax 2.5 u 2.6, HauOOJbIIUM
YUCJIOM, MIPUYEM C OTPOMHBIM OTPBHIBOM, 626945 BBIABICHHBIX MyTalllid, 001a1aeT
omyxonb Tena Mmatku (USEC). MwunumanbHoe kommdectBo wmyTtarmii, 1490
BBISIBIICHO y YBEAJILHOW MeJlaHOMBI (Metanoma riasza) (UVM).

MoXHO cKa3zaTb, 4YTO CYLIECTBYET IpsiMas 3aBUCHUMOCTb  MEXIY
TETEPOreHHOCTHIO OITyXOJIEH U KOJIMYECTBOM M3ydaeMbIX 00pa3noB. Yem Oosblie
reTepOreHHOCTh JAaHHOTO THIA OIYyXOJIM, TEM, COOTBETCTBEHHO, TpeOyeTcs O0bIe
UCCJIETyEeMbIX 00pa3IiOB JIJIsl ONIMCAHUS MAKCUMAJILHOTO YHCIIa PA3IMYHBIX My TallUl

1 Ha0OOpOT.
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B cBoio ouepenb, 4YHCIO HCCIEQYyEeMbIX 0OpaslloB  CBSI3aHO €
paclpoCTPaHEHHOCTBIO JAaHHOTO THma paka. O4eBHAHO, 4YTO A PEIKO
BCTPEYAIOIIMXCS THUIIOB OIYXOJEW TaKMX KaK MeJaHOMa IJa3a KOJIWYECTBO
00pa3ioB OyJeT CYyIIeCTBEHHO MEHbIIE, YeM, HampuMmep, Ui KOJOPEKTAIbHOIO
paka (heoXpOMOITUTOMBI WU TIaparaHTJIMOMBI.

Haubonee oueBuHBIE pelIeHHsT BO3HUKAIOLIEro aucOanaHca KJIacCoB U
TOYHOCTHU KJIaCCU(UKAIIMU 3aKITI0YAIOTCS MO0 B BHIPAaBHUBAHMM 4YHMCIIa 00pa3loB
pPa3HBIX TUIIOB OMYyXOJICH, JIMOO WCITOJIB30BAHUU JTOTIOJHATEIBHBIX 3IMUTEHOMHBIX

JaHHBIX.

2.3 IlocTpoeHue KapT reHeTHYeCKUX MYTAIUi

[Tocneauum 3Tanom B popMUpoOBaHUN HAOOPA TaHHBIX, I0JJABAEMOT0 Ha BXO/]
KJaccu(ukaTopa, SBISETCS TEeHepaluus KapT TEeHETUYECKUX MYTaluid B BHJE
n300pakeHui B popmate png. st cocTaBieHus KapT FTeHETUYECKUX MYTallHil Bce
MYTHPOBABIIME T'€HbI IJIs1 KaXK10T0 U3 33 TUIIOB paka coOpaHbl U CrPYIIIUPOBAHBI B
Bujge wmatpuubl, pazmepoM NxN. VYcnoBHas cxemMa QopMHUpOBaHUS KapThl

IFCHCTUYCCKHX MYTaHHﬁ ITOKa3aHa Ha PUCYHKC 2.7.

XpoMocomal XpomocomaZ XpomocoMmaX XpoMmocomay

| |
| | u
ous [,
]
| |
. OAHOHYKNEOoUMAHbIK nonuMopduim | EEE | EEE EEE EEE
.Mucepuun : :
| |
FreHN I
L = =d

NxN

Pucynok 2.7 — YcnoBHas cxema GOpMHPOBaHUS KapThl TEHETUYECKUX MYyTallui
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B-niepByro ouepenn, Bce MyTHPOBABIIIKE T€HBI IS KAKIOTO TUTIA paka ObLIH
OTCOPTHPOBAHBI I10 X PACIIONIOKEHHUIO Ha XpoMocoMe (xpoMocoMbl 1-22, X u Y).

JIns Tama paka j CIIMCOK MYyTHUPOBABIIMX I'€HOB HAa XPOMOCOME [ PaBEH Tj;,

rne0<i<23ul<j <32

Jlanee u3 Bcex MyTUPOBABIIMX I'€HOB BO BCEX THUIIAX paKa, PACIOJIOKEHHBIX
Ha OJTHOM M TOM e XpoMocome, ObUT CPOPMHUPOBAH CITUCOK YHUKATbHBIX OHKOT€HOB
TI0 YUCITY XpOMOCOM. J[J1s1 XpOMOCOMBEI | JUTHHA MYTHUPOBABIIIETO HA0Opa TeHOB R; =
= Tjo U 731 U -- U Tj3,, COOpaHHBIX W3 BCEX BUJIOB paKa, paBHa L;.

Taxum 00pa3zom, KOJIMYECTBO CTOJIO1I0B, HEOOXOIUMBIX JJI1 BCEX OHKOTE€HOB

Ha XpomocoMme i paBHO k; x 3, rae

I = {(Li/N) +1,ecau L;%N # 0
L Li/N,ecnu L;%N =0

(2.1)
U 3 — 4KCIIO BUAOB MYTallUM.

Takum 00pa3oM, KaKIblil T'€H 3aHMMAET TPH IMHUKCENs B OJAHOW CTPOKE Ha
KapTe MyTallld, OKpalleHHbIE B CHHHM, 3€JIEHBIM WM KpacHbIM LIBETA,
COOTBETCTBYIOIIME OJHOHYKJICOJHOMY MOJUMOPPU3MY, NENECUUU W HUHCEPLUH,
COOTBETCTBEHHO. OTCYTCTBUE MyTallMl 0003HAYAETCS OEIBIM ITUKCETIEM.

MyTtupoBaBIIMe F'eHbl Ha BCEX XPOMOCOMAax 3aHUMaroT K cTonO1oB, T1e

23 32
(L;/N)+ 1,eciu L;%N + 0
— ., = <
K ngl ng{ L;/N,ecnu L;%N = 0 mk< (22)
i=0 i=0

B cootBeTcTBUM ¢ POopMyII0OH 2 OBLIO AMIMPUYECKH MOJ00paHO MOAXOASIIEE
3nauenue N, paBHoe 261. Pazmep maTpuiibl mogo0paH SKCIEPUMEHTAIBFHO C TEM
pacdyeToM, YTOObl BMECTUTh MAaKCUMAIbHOE YMCIIO MYTallMi [IPU 3TOM HE OCTaBIIsA
HE3aMoJHEHHOr0 MPOCTPAHCTBA HA MaTPULIE.

Janee HaOOp MyTHPOBABILKX F€HOB pacIoiaraics MocieA0BaTeIbHO APYT 3a
JPYTrOM B COOTBETCTBHUH C UX MOPSAKOM PACIOJIOKEHUS HA XPOMOCOMAaX, KOTOPHIE,
B CBOIO OYEPEb TAKXKE MOCIIEIOBATENBHO pacnoiarajanuck B mopsiake ot 1 go 22, X
u Y, popMupys KapTy FeHETHUECKUX MyTalMii AJis KaX10ro oOpasia omyxonu. Bee

M300paKEeHNS] HOPMAIM30BaHbI 10 MAKCUMAJIbBHOMY 3Ha4€HUIO 1o KaHainaMm RGB.
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Kon, peanusyrommii (QyHKIMOHAI TIeHepalud H300paKeHUH ¢ KapTaMu
TEHETHYECKUX MYTallUii, MOKHO HAWTH B PEMIO3UTOPHHU MPOEKTA®,

[To uToram reHepanuu KapT T€HETUYECKUX MyTalud ObLTO CHOPMUPOBAHO
nBa Habopa naHHbIX (nanee [laracer 1 u Jlaracer 2). MIX oTnuuune 3akiovaeTcs B
ciocobe (hopMHUpOBaHMS KapT TEHETUYSCKUX MyTaIMi JUIsl KKIO0TO TUIIA paKa.

IlepBbIii mOAXOA IPEAYCMATPUBAET MOCIIEIOBATEIBHOE HAKOIUICHHE My Tallui
Ha ofHOM kapre. Ha BeIXozme moisiydaercs HaOOp M300pak€HUM, MO KOJIUYECTBY
COOTBETCTBYIOIIMN KOJMYECTBY OOpasloB Ui JaHHOTO TUMNA paka, INpU 3TOM
KaXaas MOCIEyomas KapTa COJAEpKUT BCE MyTalluud paHee 00pabOTaHHBIX
00pa3Iios.

Bropo# nmoaxon mpeaycMaTpUBaeT, 4TO KaXKaas KapTa MyTalud COJIEPKUT
MyTalluMd TOJBKO OJHOro oOpaszua. [Ipumep uzoOpakeHUN ¢ KapTamMu MyTalui
MPUBEIECH HA pUCYHKE 2.9.

[Tpumepsl n300paxkeHuil ¢ KapTaMu MyTaluil, co3gaHHbix 1 1 2 cnocobamu,

COOTBETCTBEHHO MPUBEJIEH Ha pUcyHKax 2.8—2.9.

a 6 B
Pucynox 2.8 — KapTsl MyTanuit aipeHOKOPTHKAIBLHOTO paka, CPOPMUPOBAHHBIC
crocoO0M HaKOIUUICHUS MyTamuii: a) 1 oOpa3zerr, 0) 45 obpazerr, B) 90 oOpa3zerr.

# https://github.com/Losyash/umbrella_corps/blob/main/scripts/generate_mutation_map.py
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a 0 B
Pucynok 2.9 — KapTel MmyTanuii aIpeHOKOPTUKAJIBHOTO paka, chOpMHUpPOBaHHbBIE
criocobom 0e3 HakoIIeHus MyTaruii: a) 1 odpaser, 0) 45 obpasel, B) 90 oOpaserr.
Hcnonb30BaHue pa3HbIX HAOOpPOB JaHHBIX, Ha HAll B3IJISA, MO3BOJIUT

CpaBHUTBb PE3YJIbTATbl IMOJYYCHHBIX MCTPUK IUAIHOCTHUKU U KJ'IaCCI/ICI)I/IKaLII/II/I

OITyXOJICH.

2.4 OnucaHue MHCNOJb3yeMbIX METOJOB H Mojejieil MAaIIMHHOTO
00y4eHuUs

JUist pemieHus 3afaud Kiaccu(UKaluUs TUIOB paka MPUMEHSIOTCS Kak
KJIACCUYECKHE AITOPUTMBI, TaK U aJITOPUTMbI UICKYCCTBEHHOT O HHTEIJIEKTa. OJTHaKO
KJIACCUYECKUE METOAbl B OOJBIIMHCTBE CIy4aeB TPEOYIOT «pydyHOTO» OTOOpa
MIPU3HAKOB, YTO TpeOYeT IrTyOOKMX 3HAHUHU B MIPEAMETHOM 00JIaCTH.

Hcxonas u3 3TOro, B IENAX CO3/aHus Kiaccuukaropa, He TPeOyIOLIEro
rJIyOOKMX 3HAaHUN B MPEAMETHOM 00JIACTH U TIOBBIIIEHUSI TOYHOCTH KIIaCCU(DUKAITUU
110 CPABHEHUIO C KJIACCUUYECKUMU aJrOpUTMaMH B IaHHOM paboTe MCIOIb30BAINCH
cBepTouHble HeponHbie cetn DenseNet201, Xception, InceptionV3, ResNet152V2,
InceptionResNetV2. Otmerum, 49TO BBIOOp CBEPTOYHBIX HEHPOHHBIX CETCH B
JNaHHOW paboTe ompenessuics, B YaCTHOCTH, CTPEMJICHHEM MPOTECTHUPOBATh HMX
pa3iauuHble apXUTeKTypbl. OJHAKO, B CHJIy OTPaHMYEHHOCTH BBIYMCIUTENIbHBIX
pecypcoB, HE YIajloCh HMCIOJIb30BaTh HEKOTOPbIE M3 MOMYJSPHBIX APXUTEKTYP
HelpoHHbIX cetelt, HanpuMep VGG16 (VGG19), a rakske ConvNeXtXLarge.

PaznmuuHbIM acnekTtaM NOCTPOEHUST U IPUMEHEHHs] HEHPOHHBIX CETEH, B

oejaoM, U CBEPTOYHBIX HeﬁpOHHBIX ceTeﬁ, B YaCTHOCTH, ITOCBAIICHO OI'POMHOC
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yucio padot. [Ton0opku CIUCKOB MyOJIUKAIUMi IO TEOPUH U MPAKTUKE HEUPOHHBIX
ceTell MOXKHO HaiiTH, HanpuMep, 31ech [50, 51]. B cuty atoro e Oyaem moapoOHO
OCTaHABJIMBAThCS HA JTAHHOM BONPOCE UM OTPAHUYUMCS OMHCAHHEM apXHUTEKTYP
(MoJieneit) HeHPOHHBIX CETEH, UCIOJIb3YyeMbIX B paboTe. OTMETUM, YTO KOHKPETHBIE
nmapaMeTpsl M THUIeprapaMeTpsl Mojeie OyayT paccMOTpeHbl B pazaene 3
«Peanu3zanus Mozeneil U aHaIu3 MOJTYYCHHBIX PE3YJIbTaTOBY.

InceptionV3 mnpencraBisgeT coOOH YIyYIICHHYIO BEPCHIO OPUTHHAIBHOM
apxutekTypsl  InceptionV1 (GoogLeNet) [52], paspaborannyro Google.
InceptionV3, koropas coctouT u3 48 CIIOCB, COXpaHSICT OCHOBHBIC HICH
IpeabIAyIel BepCUu, HO 100aBISET psil YIIYUIICHUH JJIs MOBBIIICHUS TOYHOCTH U
s PekTUBHOCTH, BKIIIOYask (haKTOPU3AIIMIO CBEPTOK, UCII0JIB30BAHHUE CBEPTOK 1X3 1
3x1 nmyast yMeHbIIICHHST TPOCTPaHCTBEHHOro paspermeHus. Kpome toro, Inception
aKTUBHO HCMOJB3yeT CBEPTOUHBIE CIIOM C GuiubTpamMu 1Xx1 11 yMeHbIIEHUs
pa3MEpHOCTH (Yucia KaHAJIOB) Mepe MPUMEHEHHEM 00Jiee KPYITHbIX (PUIIBTPOB.

Cetbp ResNetl52V?2 coxepxut 152 ciioss u mOCTpOeHa Ha TaK Ha3bIBAEMOM
apxutekType Residual Network, paspabGoraHHas HCCIIEIOBATEILCKOH TPYMITON
xommanuu Microsoft [53]. PaspaboTka 3Toit apXUTEKTyphI BEJIACh C HEIBIO PEIICHHSI
po0JIeMBI 3aTyXaloIeT0 TPAANeHTa UIH, HA000POT, B3PHIBHOTO POCTA TPAIUCHTA.
OCHOBHOM 3JIEMEHT CETH, 3TO TAaK HAa3bIBAEMBI OCTATOYHBIA WM PE3UAYaJbHBIN
0JI0K, BKJIFOYAIONTUH HECKOJIBKO CBEPTOYHBIX CJIOEB ¢ ¢yHKIMen akTuBanun RelLU
U pe3uayanbHble CBsi3M (skip connections), KOTOpble mepeaaBaTh HHPOPMAIUIO
HampsIMyl0  OT OHOTO  CJIOSI K JIPyrOMYy, MUHYS TPOMEXYTOYHBIE  CJIOH,
YTO MIOMOTAET CTPOUTHh CBEPXIIIyOOKHME HEWpOHHBIE ceTh, 10 152 cmoes, 6e3

3aTyXaHHs TPaJUECHTA.
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Y

weight layer
F(x) Il relu .
weight layer identity

Pucynox 2.10 — Cxema octaTouHOoTO (pE3UAyaabHOTO) OJI0KA apXUTEKTYPHI
Residual Network [54]

InceptionResNetV2 sBasieTcs CBEpTOYHON HEHPOHHOH CEThIO, TTOCTPOCHHOM
Ha apxXHUTeKType Inception, HO BKIIIOUAET OCTATOYHBIC COCTUHEHUS (3aMEHSIsI dTam
o0beuHeHUsT PUIBTPOB B apxuTekType Inception) [55, 56]. Cetb coctout u3 164
clioeB ¥ oOydeHa OOJbIIe YeM Ha MIUDIMOHE H300paxKeHWid u3 0a3bl JaHHBIX
ImageNet.

DenseNet201 otHocutcs k MomensaMm ¢ apxutekrypoit DenseNet (Densely
Connected Convolutional Networks) paspatorannoii B 2017 rogy. OcoOeHHOCTBIO
ATOM apXUTEKTYphl SIBIISIIOTCA TaK Has3biBaeMble IIOTHBIE coenuHenust (Dense
Connections), koraa KakJIbli CJI0W COSIUHSACTCS CO BCEMHU MPEIbIIYIIAMHU CIOSMHU.
TakuMm o00pa3oM KakIblil CJIOM MOJy4aeT Ha BXOJE HE TOJbKO pPE3YJbTaThl
IPEBIIYIIEro Cl0s, HO M BBIXObI BCEX MpeabLaymux ciaoeB. Kpome Toro, nanHas
apXUTEKTypa UCIOIB3YET MEHBIIIEE YHCIIO MApaMETPOB MO CPABHEHUIO, HAIIPUMED,
¢ ResNet, uto ymeHbIIaeT BEpOSATHOCTD TIepeoOyUeHHIO Moaeu [57].

Apxutektypa Xception (cokpamienne ot Extreme Inception) Obiia
pa3paborana B 2017 romy Kak OHBOJIOIMS apXWTeKTypwl Inception [58, 59].
OCOOEHHOCTBIO JaHHOM AapXUTEKTYpbl SIBISIETCS HUCIHOJIb30BAHUE TIIyOOKHX
pasnenbHbIX cBepTok (depthwise separable convolution) ¢ He3aBuCHMBIMU
MPOCTPAHCTBEHHBIMU CBEPTKAaMHU I KaKJIOTO KaHajda BXOJHBIX JaHHBIX U

MOCJIEYIONIEH TOYEUHON CBEPTKHU ¢ GUILTPOM 1X1. ITO MO3BOJIUIO 3HAYUTEITHHO
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COKpATUTh TIyOuHY ceTu A0 71 ciiosi, KOMM4eCTBO apaMeTPOB U BHIUUCIUTEIbHBIC
3aTpathl NpU coXpaHeHUuU 3(HPEeKTUBHOCTH.

Kpome Toro, apxmrektypa Xception BKIIOYAECT pPE3UIyaTbHBIC CBS3H,
aHanoruuHble apxurekrype ResNet, uto pemaer npobiieMy 3aTyXaHusl WIIH,

HAa000POT, OYECHH OBICTPOTO POCTA TPATUCHTA.

2.5 OnpeaesieHne METPUK MPOU3BOAUTEIbHOCTH MOIETH

OmHUM W3 BaXHBIX IIArOB MPU pa3pabOTKE MOJAEIN MAIIMHHOTO O0Y4YeHUS
SBJIIETCS] BBIOOP METPUK JJIsl OLICHKH €€ padoThl.

OcTanoBUMCS HECKOJIBKO MOAPOOHEE HAa OMMCAHUU ITUX METPUK, a TAK)KE Ha
rpaUIeCKUX METOJIaX OICHKH Ka4yeCTB KIIacCU(PUKAIINN.

[Ipexne yem roBopuTh O METPUKaxX KadecTBa OMHAPHBIX KIacCHU(PUKATOPOB,
HEOOXOMMO PaCCMOTPETh METOIUKY OIHUCAHUS ITHX METPUK B TEPMUHAX OIIHOOK

KJIaCCU(UKAIINH, TAK HA3bIBAEMYIO MAaTPHUILYy OLITHOOK.

¥

0 WcTuHHooTpuuaTtensHelii (True Negative — TN) JNoxHooTpuuarensHblii (False Negative — FN)
1

NoxHononoxwmtensHen (False Positive — FP) McTHHONONoOMMTENEHBIM (True Positive — TP)

=y
Il

Pucynox 2.11 — Matpwuriia omu0o0K, rae y — Kinacc, npeAcKa3aHHbId MOCIbBIO, a Y
— ¢akTHUeCcKH HabJI01aeMOe 3HaUCHHE.

Kak BumHo u3 pucynka 2.11 Bce ommOku Kiaccupukanuu AENSITCS Ha
noxuHononoxureabHoe (False Positive (FP) u noxHootpuiarenbubie (False
Negative (FN).

[1epBoii MeTpuKOii, 0 KOTOPOIl HEOOXOUMO CKa3aTh, ’TO TOUHOCTH (accuracy,

cokpamenno ACC), nHorja erie Ha3piBaeMasi METKOCTBIO.

TP+TN (2.3)
TP+TN+FP+FN ~ 7

Ota MCTpHUKaA CaMas IPOoCTasds M IMOKA3bIBACT AOJIIO IIPABHUIIBHBIX OTBCTOB

Accuracy =

kiaccudukaropa. OqHaAKO OHA HE YUUTHIBAECT JMcOaaHC KJIACCOB U IIEHY OIIMOKHU
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Ha OOBECKTaX pa3HBIX KIACCOB, YTO OYEHb BAXKHO B 3aJavyax MEIMIUHCKOU
JTMarHOCTHKH.

Crnenyrone JBE METPUKH, KOTOpBIC JAIOT OICHKHA KadecTBa pPabOTHI
AITOPUTMAa Ha KaXKJIOM M3 KJIACCOB IO OTJAEIBHOCTH 3TO TOYHOCTH (precision,
cokparmierno Pr, PPV) u moiHOTa, Takke Ha3pIBaeMas 4yBCTBUTEIbHOCTRIO (recall,

cokpamicHao Re, TPR).

Precision = ——- (2.4)
T'@ClSlOTl—TP_I_FP ).

Recall = —F (2.5)
At =TprEN

Tounocth (Precision) moka3pIBaeT JOJIO MPABHIBHO MpPEICKa3aHHBIX
MOJIOKUTEIIBHBIX KJIACCOB K OOIIEMY YUCITY TTOJIOKUTEIbHBIX KIacCU(PUKAIUH.

[TomHora (recall) ompenenseTcs Kak A0 NPaBHIIBHO MPEICKAa3aHHBIX
MOJIO’KUTENIBHBIX KJIACCOB OTHOCUTEIILHO OOIIETO YKCIia MOJIOKUTEIBHBIX KJIACCOB.

B 3amauax MeAMIIMHCKON TUAarHOCTUKU 3TUM METpPUKaM YJIeisieTcsi ocoboe
BHHUMAaHHE MMOCKOJIbKY OHU IMOKA3bIBAIOT KaKOE YHCIIO MPABUIILHBIX JUATHO30B ObLIO
JICUCTBUTEIBHO MOCTABJICHO.

Eme omgHOM METpUKOH, KOTOPYIO HCIIOJB3YIOT IMPU OLEHKH KayecTBa
KJIacCU(pUKaIUK sSBisieTcs crerubuaHocTs (Specificity, cokpamenno Sp, TNR) kak
OTHOIIIEHHE HWCTUHHOOTPHUIATENBbHBIX KJaccuukamuii K oOlmemMy 4Yuciy

OTPUIIATEIBHBIX KIaCCU(UKAIIUN.

Specificity = TNR = (2.6)

FP+TN

[TockonbKy B OONBIIMHCTBE 3ajlad, HE UCKIIIOYAsl M 3a[la4d JaHHOW PabOThI
pedb MIET O MOUCKE ONTHMAJIBHOTrO OajiaHca MeXIy TOYHOCThIO (precision) m
noarortor (recall), mis storo wmcmonsdyercs Metpuka F-mepa (F1-score, F1-
measure), mpeACTaBISAONIAS TapMOHUYECKOE CpEIHEE MEXKAY TOYHOCTHIO
(precision) u mosHOTOM (recall), uro Ba)xHO TpU HEPABHOMEPHOM pacIpeICIICHUH

KJIaCCOB.
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Hcnonb30BaHne [JaHHOW METPUKH B 3ajade KiacCU(UKAIMH OITyXOJeh
II03BOJIIET BHIOPATh MOJIEIIb, KOTOpAs HE TOJBKO TOYHO KIIACCU(DUIUPYET UX, HO U
MWHUMU3UPYCT KOJIMICCTBO HCIIPABHUIIBHO KJIaCCI/I(i)I/II_[I/IpOBaHHLIX CJIy4acB.

precision * recall

F1 — score = 2 * — (2.7).
precision + recall

[ToMMMO TOYEYHBIX OLIEHOK CYIIECTBYIOT rpapUuecKue METOABI Ui OLEHKU
kauecTB kinaccudukarmu, ROC- u PR-kpuBbie.

Kpusas ROC cTtpoutcs mytem pacyera yaCTOThl UCTUHHO IOJIOKHUTEIbHBIX
pesynbratoB (TPR) m wactoTel noxubix cpabateiBanuii (FPR) mpu kaxmom
BO3MOYKHOM IOpore (Ha MpaKkTHKE, Yepe3 BhIOpaHHbIE MHTEPBAJbl) B KOOpAUHATAX

True Positive Rate (TPR) u False Positive Rate (FPR).

FP
1—TNP =FPR =———F—= (2.8).
FP+TN (2:8)

[Tnomans mox kpusoit ROC (AUC) npeacrapiisieT co00i BEpOSITHOCTh TOTO,
4TO MOJEIb, €CIU €H MPEIOCTaBJICH CIyYaliHO BBIOPAHHBIM IOJOXKUTEIBHBIA U
OTPHUIIATEIBHBIN TPUMED, OYIET OIICHUBATH MOJIOKUTEIBHBIA PE3YJIBTAT BEIIIE, YEM

OTPULATEIIBHBIM.

TPR

0.8 = WpeansHas Mogens

= PeantHas Mogens
0.6 =
Mogent cny4aiiHoro

npepfcKazaHua
0.4 =

m— Mogent xyme cnyyaliHoro
0.2 - npeacKasaHus

Pucynox 2.12 — IIpumep kpusbix ROC

PR-KkpuBbIe OMpeaenstoTcs aHanornddo KpuBbiM ROC, HO TONBKO IO OCH
a0CIMCC y HUX OTKJIabIBalOTCs 3HaueHus noiaHoTh! (recall), a mo ocu opauHat —

ToyHOCTH (precision).
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0.6 KnaccudmrKaTop

0.5 4 ®

T T T T T T
0 0.2 0.4 0.6 0.8 1

MonHoTa

Pucynox 2.12 — IIpumep kpuBsix PR

B cnyuwae wHoOrokmaccoBoil kiaccuuUKalMu 3ajada  KiaccUUKaIMU
CBOJIUTCS K OTJIEJICHUIO KJIACCA OT OCTAJBHBIX KJIACCOB C IOCIEAYIOLUIUM PACUYECTOM
MaTpHIIbl OMMOOK I KaXA0T0 U3 HUX U YCPEAHEHUS pe3yJibTara.

MoaBoaA UTOT, MOXKHO OTMETUTb HECKO/IbKO Ba*KHbIX MOMEHTOB.

1. Jlns pemienus 3aa4u KiiacCU(PUKALUU OMyXO0JeH UCTIOIb3YIOTCS IaHHbIE
0 2,5 MAIJIMOHAX COMATUYECKUX MYTaLUSAX U3 MPOEKTA «ATIIAC pAKOBOTO TEHOMA.

2. Wcnonb3oBanue naHHbix B hopmate MAF mo3BossieT COBMECTUTh 00beM
M KauyeCTBO JaHHBIX, a TaKke TPeOOBAHUS K BBIUMCIUTEIIBHBIM MOIIHOCTSIM, YTO
BAXHO JUISI MCIIOJB30BAHUS B YCIOBHUSIX OTPAHMYEHHOCTH BBIYMCIUTEIIBHBIX
pPECYpPCOB, B TOM YHCJIE B KIMHUYECKOM ITPAKTHUKE.

3. Jlnsa xnaccuduKay UCIOIb3yeTCs TTOIX0 I, OCHOBAHHBIM Ha TeHEpaIlluu
KapT COMAaTHUYECKUX MYTAIlMil B BUJI€ U300PKEHUN U MOJA4Yl dTUX M300paKeHUI
Ha BXO/]I KJIACCU(DUKATOPOB B BHJI€ CBEPTOYHBIX HEHPOHHBIX CETEH.

4. ]Jlng OLIEHKH KayecTBa KJaCCU(UKAIMU WCIOJB3YIOTCS CIEAYIOUINe

METPHUKH, TOYHOCTH (precision), moarota (recall) u F-mepa.
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3 PEAJIM3AIIUA MOJAEJIN U AHAJIM3 ITOJITYYEHHBIX
PE3YJBbTATOB

3.1 Co3panue, 00y4eHHe M TECTUPOBAHUE MOJEJIH

Bce pacuaetsr mpooauiuck Ha [1IK ¢ mporteccopom AMD Ryzen 5 7500F @
6 x 3.7 I'Tu, Buneokaproi GIGABYTE GeForce RTX 3060 12 I'b GDDR6 u
onepatuBHOM mamsAThto 64 ['b. B kawectBe oOmnepaliMOHHONW  CHUCTEMBI
ucnonb3oBamrck MS Windows 11 u Ubuntu 22.04 LTS.

[IpeaBapuTebHO BCEe H300pa)KEHUs, COAEpKALIUE KapThl T€HETHUYECKUX
MyTaIii OBLITN pa3/eieHbl HA TPEHUPOBOYHYIO, BAIUIAIIMOHHYIO U TECTOBYIO YaCTH
B niponiopuusix 70%, 20% u 10% (7366, 2097, 1084 06pa3110B) COOTBETCTBEHHO.

Jlsist paGoThl ¢ HEUPOHHBIMU CETSIMH HCIOJIB30BAIUCH €KETHEBHbIE COOPKU
(nightly builds) ou6imotex Tensorflow Bepcum 2.20.0 [60] u Keras Bepcuu 3.9.0
[61]. OOyuenue u TecTUpOBaHHME MOJCICH MPOBOAMUIOCH Ha TrpaduuecKOM
npoueccope (GPU) c Bepcueit npaiiBepa Buaeokaptel NVIDIA 576.28, CUDA
Bepcun 12.9 m cuDNN 9.3.0.

Bcero Obuio ucmonb3oBaHo 5 mpenodydeHHbix Mmozenen: DenseNet201,
Xception, InceptionV3, InceptionResNetV2 u ResNet152V2. KomudecTtBo

napameTpoB Mozenei npuseneHo B Tabmnuue 3.1.

Ta6muma 3.1 — KoaudyecTBo mapaMeTpoB Mojieiei

KoanuecTBO KoanuecTBO
KoauuecTBo
Mogaean o0y4yaeMbIX Heo0y4aeMbIX
napamMerpos
napaMeTrpos napamMerpos
cention 20929097 20874569 54528
P (79,84 MB) (79,63 MB) (213,00 KB)
18385377 18156321 229056
DenseNet201 (70,13 MB) (69,26 MB) (894,75 KB)
ncentionV3 21870401 21835969 34432
P (83,43 MB) (83,30 MB) (134,50 KB)
. 54387457 54326913 60544
InceptionResNetv2 (207.47 MB) (207.24 MB) (236,50 KB)
58399265 58255521 143744
ResNet152v2 (222,78 MB) (222,23 MB) (561,50 KB)
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KomuuectBo kmaccoB (N_CLASSES) Bo Bcex Monensx paBHo 33, pazmep
nakera (N_BATCHES) — 8, xonmnuectBo snox (N_EPOCHS) — 100.

B kxauecTBe QyHKIIMU MOTEPh MPUMEHSIETCS KaTerOpHalibHAS TEPEKPECTHAS
SHTpoNHs (KaTeropuaibHas Kpocc-sHTponwsl). J{s ontumMuzanuu GyHKIIUU TOTEPh
UCIIOJIb30BAJICSI CTOXAaCTHYECKHUU TpagueHTHBIH cnyck (SGD) ¢ mapamerpom
learning_rate=0,001.

Kpowme Toro, B KaXk10i MOJIEJIN UCITOJIb30BATTUCH (DYHKITUH 00PaTHOTO BEI30BA
JUTSL TIPEIOTBpPAIICHUs TepeoOydeHuss Mojaenu. B 9acTHOCTH, M yMEHBIICHUS
ckopocTd oOydeHus wucnosb3oBanach (QyHkuus ReduceLROnPlateau c
napameTpamu (monitor —val_loss, factor — 0.5, patience — 3, min_Ir=0.00001), a qyis
OCTaHOBKM OOYYECHHS MOJEIH B cllydae, KOrja OJlHa W3 YKa3aHHBIX METPUK
nepecTaeT yiaydiiaThes, npuMeHsuiack Qynkuus EarlyStopping ¢ mapamerpamu
(monitor — val_loss, patience — 5).

[Tpumeps! Koga Co3/1aHus HK3EMIUISIPa KJIAcCa CBEPTOYHOM HEMPOHHOM CETH

N KOMITHJIAOHUHA MOJCIIN ITPUBCACH HUXKC:

model = InceptionV3(
include top=True
input shape=input shape,
classes=N CLASSES,
welights=None

)

model.compile (
loss="'categorical crossentropy',
optimizer=optimizer,
metrics=metrics

3HaUCHUS METPHK, TOJYYCHHBIX B TpOIECCE OOYYCHUS W TECTUPOBAHUS
MOJIENIA I JajibHeWIeld oOpaOOTKM M aHalmu3a, COXpaHsuuch B (anmsr CSV.
daiinel ¢ METPUKAMH MOKHO HAaWTH B peno3uTopuu 1o aapecy https://github.com
/Losyash/umbrella_corps/history.

Jyist otieHKH Kiaccu(UKATOPOB B Mpollecce 00yUeHUs Ha TPEHUPOBOUHBIX U

BaaInJallMOHHBIX JaHHBIX COXpaHAINUCh 3HAa4YCHUA Q1 (913%10)11170.€ MCTpPHUK,
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peanu3oBannbie B makeTe Keras: FalseNegatives, FalsePositives, TrueNegatives,
TruePositives, Accuracy, Precision, Recall, a raksxe F1Score u FBetaScore.

OreHka TOYHOCTH KiacCU(UKAIIMKM MOJENe Ha TECTOBBIX JTaHHBIX
MIPOBOAMIIACH C COXPAaHEHUEM METPUK TOYHOCTH (accuracy), TOYHOCTH (precision),
noHOTHI (recall) m F-mepsr (F1l-score), a Ttaxke oTdera o Kiaccuukanuu
(classification report) u matpuip! omuook (confusion matrix).

[Tpumep koma 00yueHUs: MOJICIIN IPUBEICH HIDKE:

history scores = model.fit(
X train, y train,
batch size=N BATCHES,
validation data=(X valid, y valid),
epochs=N EPOCHS,
verbose=1,
callbacks=[reduce lr, early stopping, csv_logger]

TectupoBanue Mojesei mpooauiaock Metomamu predict u evaluate. Koa

TCCTUPOBAHUS MOI[CJ'ICﬁ IMPHUBCACH HUIKC.

y pred = model.predict (X test)

eval scores = model.evaluate (
X test,
y test,
verbose=1,
return dict=True

)
3.2 AHAJIM3 MOJIy4YEeHHBIX Pe3yJIbTATOB

[Tepexos kK aHATM3Y U OMUCAHUIO TIOJNYYEHHBIX PE3yJIbTaTOB, OTMETUM, YTO
B cluTy 00JIBIIIOT0 00beMa rpaduueckoil U TeKCTOBOM MH(pOpMAIIUK, OCHOBHAS YaCTh
U3 HUX pa3MelleHbl B npoioxkeHusx (cM. [Ipunoxenne A — [lpunoxenue ). s
KKJIOM U3 UCTIOIb3YEMBIX B pabOTe MOJIETCH B COOTBETCTBYIOIIEM MPUIOKEHUU
NpUBEACHBI rpaUKK 3aBUCHMOCTH METPUK OT ATIOXU OOYUYEHUS, a TAKIKE OTUYCTHI O
KJIacCU(DUKAIIMY U MATPUIIBI OIITHOOK.

B nepByro odepeb pacCMOTPHM yCpeTHEHHBIE METPUKH KJIaCCUPUKAITIH JJTST

Bcex MoJiesnel. CBOIHBIC JaHHBIE METPUK MpHUBEEHbI B Tabule 3.1.
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VYuThIBas, YTO B HCIOJB3YEMBIX JAHHBIX CYHIECTBYET CYIIECTBEHHBIM
aucOaaHc KJacCoB MPU  OHOBPEMEHHOW BaKHOCTH KaXIOTO Kiacca IS
Kaaccu(UKaUU OMyXoJield, 3HAaYeHHs METPHK TOYHOCTH (acCuracy), TOYHOCTH
(precision), monuots! (recall) u F-mepsr (F1-score) ycpeaHsuch, METOA0M MaKpo-
YCPEMHEHHUs, KOTOpPOE TPEICTaBIsieT Cco0OM  cpemHee  apudMeTHUYeCcKOe
MOJCYMTAHHON METPUKU JUUIsl KaXJOro Kiacca. TakuM o00pa3oM, KIIAcChl
YUYHUTHIBAIOTCS PABHOMEPHO HE3aBUCUMO OT UX pasmepa. [Ipumep GopmyIipl Makpo-

YCPEIHEHUS] METPUKH TOYHOCTH (Precision) mpuBecH HUXKe:

K
recision = Kk_l TP, + FP, (3.1)

Kak moxxHo Bugets u3 TaOmuupl 3.1 MeTpuKH, NOJyYEHHbIE HAa TECTOBBIX
JTAHHBIX MPAKTHYECKH y BCEX Mojelei, 3a uckimouenuem DenseNet201, nexat B
nuarazone oT 0,979 mo 0,999, yTo moka3pIBacT OY€HBb BHICOKYIO CTEIIEHh TOUHOCTH
KJIacCU(UKAIIUH.

Hawnyumme metpuku mokaszanu mojenn ResNet152V2 u Xception: TouHOCTS
(precision) — 0,998 u 0,999; nomuHora (recall) — 0,996 u 0,996; F-mepa — 0,997 u
0,997 nnst iepBOroO U BTOPOTO JATACETOB, COOTBETCTBEHHO.

EnuncTBeHHON MOIENbl0, TOKa3aBIIMM HHU3KUK pe3ylbTaT Ha 000uX
natacetax, craiza DenseNet201, mokaszaBmuas crieayrolyde 3HAYEHUS METPHK:
TouHOCTh (precision) — 0,415 u 0,697; noauota (recall) — 0,383 u 0,702 u F-mepa —
0,689 u 0,689 misa KaXka0ro U3 1aTaceTOB, COOTBETCTBEHHO.

IIpu 3TOoM, kak BugHO u3 Tabmuibl 3.1, TOUHOCTH KiIaccUPUKAIIUU Y BCEX
mozeneit, kpome DenseNet201, He CHILHO 3aBHCHT OT HCIIOJIB3YEeMOI'0 JaTacera.
DTO MO3BOJISIET TOBOPUTH O TOM, UYTO MPUHIMUI (HOPMUPOBAHUS U300paKEHUN C
KapTaMy TEHETHYECKHX MYTallMil MpPaKTUYECKH HE BIUAET HAa TOYHOCTH

Kiaccuukanuy 11 OONBIIMHCTBA UCTIOIB3YEMBIX B pa00TE MOICIICH.
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Ta6muna 3.1. — Onenka 3(hheKkTHBHOCTH MOJIeIel Ha TECTOBBIX JaHHBIX MeTozoM predict

Monaeas TouHocTh (Precision) Iosnnota (recall) F-mepa (Makpo-ycpeaHenne)
Jaracer 1 AN Jatacer 2 AN Jatacer 1 AN Jaracer 2 AN Haracer 1 an JaTacer 2 AN
DenseNet201 0,415 |0,386-0,444 0,697 0,669-0,724 0,383 0,354-0,412| 0,702 |0,675-0.729 0,374 0,360-0,387 0,688 0,677-0,700
InceptionResnetvV2 | 0,995 |0,992-0,999 0,996 0,989-1,000 0,981 0,968-0,993| 0,978 |0,966-0,991 0,987 0,977-0,998 0,987 0,976-0,997
InceptionV3 0,994 |0,983-1,000 0,983 0,974-0,993 0,964 0,949-0,979| 0,978 |0,967-0,990 0,977 0,967-0,988 0,979 0,969-0,990
ResNet152V2 0,997 ]0,996-1,000 0,993 0,988-0,999 0,995 0,989-1,000f 0,982 |0,971-0,994 0,996 0,979-1,000 0,987 0,977-0,997
Xception 0,994 |0,990-0,999 0,999 0,994-1,000 0,985 0,974-0,996| 0,995 |0,989-1,000 0,989 0,978-0,999 0,997 0,980-1,000
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[lepeitnem Kk pacCMOTPEHUIO MOIYYEHHBIX METPUK KIACCU(DUKIIUU OTIEIBHO
JUTSL KQX A0 MOJICIIH.

B mepByto ouepenr ocranoBumcs Ha monenu DenseNet201, kotopas, kak
OBLJIO PACCMOTPEHO BBIIIIE, ITOKa3aJIa HAUXYIIIUE YCPETHEHHBIE METPUKH.

CorracHO MaTpuIie OImMO0OK 1 0TYeTy O Kiaccudukaiuu (cM. Pucynok A.2 u
Tabmuiy A.1 B Ilpunoxennn A), mogens, oOyuenHas Ha Jlatacere 1 He cmoruna
kiaccudunuponats 15 u3 33 tunos onyxonei (ACC, CHOL, DLBC, KICH, KIRP,
LAML, MESO, PAAD, PCPG, READ, SARC, TGCT, THCA, UCS, UVM), To ecTh
TOYHOCTH Kiaccudukamuu coctaBuia 0,000; 8 TunmoB Mojenb KiaccuduImpoBaa ¢
touHocteio 1,0000 (ESCA, HNSC, LGG, LUAD, LUSC, OV, SKCM, UCEC);
METPUKH IS OCTAJIBHBIX THUTIOB OMYXOJIEH pacHpeeIUINCh MEeXAY CICAYIOMUMU
3HauYEeHUAMH: TOUHOCTH (precision) ot 0,224 (PRAD) no 0,968 (BRCA), nonnora
(recall) ot 0,260 (PRAD) mo 0,966 (CESC) u F-mepa ot 0,240 (PRAD) mo 0,980
(UCEC).

[Tpu a3TOM, coryiacHO Matpuiie omrbok (cM. Pucynok A.2 B [Ipunoxenuu A),
OompImie Bcero HempaBWIBHBIX 0TBeTOB ObUTO 11 TUTIoB COAD, KIRP, PRAD un
STAD. Tak, nanpumep, 30 u 29 00pa3ioB aJI€HOKAPIIMHOMBI TOJICTOM KHUIIKH
(COAD) 6butn KITacCH(pHUIIMPOBaHbI Kak cBeTIoKIeTouHOoro pak mouku (KIRC) u
nanwuisipHas mnoueyHo-kjeroyHass kapuuHoma (KIRP). Taxxke 15, 16 u 11
obpasiioB COAD Obutn knaccuuuupoBaHbl Kak TEPMUHOTEHHAS OMYXOJIb SIMYKa
(TGCT), xapumnoma tmmroBuaHod kene3sl (THCA) u tunoma (THYM),
COOTBETCTBEHHO. AHAJIOTMYHAsl CUTyalusi HaONIOaeTcs, Hamnpumep, s
nanuuisipHas novyeuno-kierounas kapuuaoma (KIRP), 26 u 30 o6pa3oB kotopoi
obun knaccudumpoBansl kak PRAD u THCA.

Jst monenn DenseNet201, oOyuennoi Ha JlataceTe 2, 3Hau€HUS METPUK
CyllecTBeHHO Jyulie. Tak, Toapko 6 u3 33 tunos omyxoneit (ACC CHOL DLBC
KICH MESO UCS) moaenbs He cMoriia KJIacCU(PUIUPOBATh MOJHOCTHIO; 12 TUIIOB
ormyxoJieit Mmozens knaccudumuponana ¢ rouHocthio 1,000 (BRCA, CESC, COAD,
ESCA, GBM, LIHC, LUAD, LUSC, PAAD, PRAD, SKCM, STAD); ocranbHbie

15 tumoB omyxomned ObUTM KIAaCCHU(UIIMPOBAHBI CO CICAYIONIMMHU 3HAYCHHUSIMU
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MeTpHUK: TouHOCTh (precision) ot 0,640 (SARC) a0 0,983 (LUAD), F-mepa ot 0,372
(PCPG) 10 0,991 (LUAD).

3aberast BHOepea, OTMETUM, UTO OCTaJbHBIC MOJIENIM, B OTJIUYUE OT
DenseNet20, moka3zaiu, B 1eJIOM, IPUMEPHO OJMHAKOBYIO BBICOKYIO TOYHOCTH
knaccudukanmmu. Bo Bcex cnydasx HaOMIOAAIOTCA CIWHUYHBIC ONIUOKH
KJ1accu(uKaImm.

Mopguensb InceptionV3 cmorna ¢ Tounoctsio 1,000 knaccudunmponana 30 u3
33 tpex TunoB omyxosier mig Jlaracera 1 (cMm. Pucynok Bb.2 u Tabmumy b.1 B
[Tpunoxenuu b). B octanbHbIX ciiydasx ObUIO HENPABUIBLHO KIACCU(DUIIMPOBAHO
Bcero 1o 1 o6pasiy: TO4HOCTH (Precision) knaccuduxamnuu cocrauia ot 0,898 mo
0,979, moanora or 0,833 (CHOL, DLBC) mno 0,980 (PRAD), F-mepa ot 0,909
(CHOL, DLBC) 10 0,989 (GBM).

Kinaccuduxarop InceptionV3, o0yuennsiit Ha J[atacete 2 (cM. Pucynok b.2 B
[Ipunoxxenuu b) mokazanm HECKOJBKO XyJIIue pe3ynbTaThl. Tak, 29 u3 33 Tumnos
ormyxoJjie OpuUT0 KiaccupunupoBaHo ¢ TouHOoCcThiO 1,000. Ilpu 3TOM, Ba)kHO
OTMETUTH, 4TO cpazy 4 obpazua COAD Obln HEMpaBUIBHO KJIACCU(DPUIIMPOBAHBI
kak CHOL, DLBC, KICH, USC, yTo SIBHO TOBOPUT O BO3MOKHOM CXOKECTU MEXKTY
MyTalAsIMU 3TUX THIIOB OIyXoJieh. MeTpuku s 3Tux 4 KJIacCOB COCTABWJIM:
touHocTh (precision) ot 0,777 (KICH) no 0,966 (KIRP), monnota (recall) ot 0,714
(UCS) 10 0,923 (THYM) u F-mepa ot 0,833 (UCS) 10 0,983 (KIRP).

Monens ResNet152V2 mokasaia mpeBOCXOIHbIE pe3yabTaThl (cM. PucyHok
B.2 u Tabnuny b.1 B [Ipunoxenuu b), 32 tuna pist Jlaracera 1 u 29 nna [latacera
2 u3 33 tunoB omyxoJied ObutH KiaccuduimpoBanbl ¢ TodyHocThIO 1,000. Monens,
oOyuenHass Ha Jlatacere 1, Tompko 1 u3 1084 oOpasuoB kiaccuduimponana
HenpaBuwibHO (LAML Opi1 xnaccudunupoan kak UCS). Tlpu 3toM, Mozensb,
oOyuenHass Ha Jlatacere 2 momycTuia OMIMOKM KiacCU(pUKAUU Bcero s 4
oOpa3uoB. Jljisi ocTanbHBIX KJIACCOB MOJIENb MOKa3alla ciaeAyomue MeTpuku. s
Haracera 1: Tounocts (precision) 0,933 (LAML), noanora (recall) 0,857 (UCS) u
F-mepa (F1-score) or 0,923 (UCS) no 0,965 (LAML). Jlnsa Jlatacera 2 TOYHOCTb
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(precision) ot 0,928 (THYM) o 0,900 (ACC), monnota (recall) or 0,833 (CHOL,
DLBC) 10 0,900 (ACC) u F-mepa (F1-score) ot 0,923 (UCS) no 0,990 (THCA).

Knaccudurarop InceptionResNetV2 Ttakke kak mpeasiaymias MOACTH
MoKa3aja BhICOKYIO0 TOYHOCTh Kiaccupukanuu (cM. Pucynok I'.2 n Tabmumy I'.1 B
[Mpunoxxenuu I'). 31 u3 33 TumoB omyxoneil ans moneneil, 0Oy4eHHBIX Kak Ha
Haracere 1, Tak u Ha JlaTtaceTe 2 Kiaccu(UIMPOBAHBI ¢ TOYHOCTHIO (Precision)
1,000. Metpuku 111 OCTaIBHBIX KJIACCOB PACIPEICIUIUCh CIASAYIONUM 00pa3oMm.
Jis Jlataceta 1 Tounocts (precision) cocrasmia ot 0,904 (PCPG) no 0,959 (GBM),
nosnora (recall) or 0,833 (DLBC, CHOL) mo 0,857 (UCS, KICH) u F-mepa (F1-
score) ot 0,909 (CHOL, DLBC) no 0,979 (GBM). [na [latacera 2 TOYHOCTb
(precision) ot 0,920 (COAD) 1o 0,980 (PRAD), nonnota (recall) ot 0,833 (CHOL,
DLBC) no 0,923 (THYM), F-mepa (F1-score) 0,909 (CHOL, DLBC, PRAD) no
0,960 (THYM) nns [datacera 2.

AHAJOTHYHO OYCHb BBICOKHE METPUKH KiacCUpUKauu y Mojenu Xception
(cMm. Pucynok /1.2 u Tabmuuy /.1 B Ilpunoxenun /). Otmerum, yro Xception
SBJIICTCSI €AMHCTBEHHOH, CPEIM PACCMOTPEHHBIX, APXUTCKTYpOH, HE cUuTas
DenseNet201, xoTopas B 1IIeJJOM HMEET HHU3KHE PE3YJbTaThl TOYHOCTH
KJaccuduKalyu, y KoTopoi Mojielib, o0yueHHas Ha [laTacere 2 mokaszana pe3yJbTar
Jydiie, 4eM Mojelb, o0yuenHas Ha Jlatacere 1. TounocTs (precision) na Jlatacere
1 cocraBuia 1,0000 ams 30 kimaccos u3 33 u ot 0,909 (ACC) no 0,981 (LGG) mis
octajbHBIX KiaaccoB; monHoTa (recall) or 0,833 (CHOL, DLBC) no 0,981 (LGG) u
F-mepa (F1-score) or 0,909 (CHOL, DLBC) mo 0,990 (LGG). [lns [aTtacera 2
MoOJiesib moka3a ToyHOCTh 1,000 myst 32 kinaccoB u3 33 U TOJBKO B OJTHOM ClIyyae
cocramia 0,981, nomyctuB ToNBKO 0HY omnOKy 1 onpeaenuB LGG kak UCS, gTto,
OJTHAKO, TAKXe SIBISCTCS OYEHb BBICOKMM PE3yJIbTaTOM: TOYHOCTH (Precision) —
0,981, noxuota (recall) — 0,857 (UCS) u F-mepa (F1-score) — ot 0,923 (UCS) no
0,990 (LGG).

[ToxBOas UTOT, MOKHO OTMETUTH HECKOJILKO BaKHBIX MOMECHTOB.

1. TIpakTudecku Bce UCTIOIB30BAaHHBIC B pabOTE MOAEIH, 32 UCKIFOYCHUEM

DenseNet201, moka3anu 04eHb BBICOKHE yCPEIHEHHbIE METPUKH KJIACCU(PUKAIINN:
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TouHOCTh (accuracy) Oombme 0,9900; TouHocts (precision) oonbme 0,9800;
nosnoty (recall) 6omasme 0,9600 u 6oabmre 0,9700; F-mepy Gombine 0,9700 s
Hartacera 1 u [latacera 2, COOTBETCTBEHHO.

2. Jlns 3 w3 5 mopenel pesynbTarhl KiaccudukaTopa, 00ydeHHOTO Ha
Haracere 1, rne mist gopMupoBaHUS KapT MYTALM HMCIOIB30BAJICA MOAXOH C
HAKOIUICHWEM MYyTaIliii Ha OJTHOW KapTe, HECKOJIbKO JIydine, 4yeM i Jlaracera 2,
KOTJIa KaXK/1ast KapTa COJAEPIKUT MyTaIliHl TOJIBKO OJHOTO 00pasiia.

3. Ommbku kmaccuuKaIuy OTACIBHBIX TUIIOB OIyXOJIeH, Ha HaIll B3IJISI,
CBSI3aHBI C KOJIMYECTBOM 00Pa3IoB, TETEPOreHHOCTRIO OMyXoJei u Metactazamu. C
OJTHOM CTOPOHBI, OOJIBIIIOE KOJTHMYECTBO 00PA3IIOB MO3BOJISET YUECTh OOJIBIIIEE YHCIIO
pa3IMYHBIX BapUAHTOB MyTanuid. B To ke BpeMs, HEOOXOJAMMO YYHTHIBATh (HaKT
TeTePOTreHHOCTH OIMYXOJIeH JJake B Mpejieax OJHOTO THIA. Y CJIOKHSIET MpooieMy
¥ HaJMYde METacTas, KOrja KaXKIbld W3 HUX SBJSCTCS IOJIKIOHOM ITEPBUYHOMN
ommyxoJii. Kak pe3ynprar BeIllIeCKa3aHHOTO, OTPe/IeTICHHBIC 00Pa3Ilbl OIMyXOJIeH 110
TCHETUYCCKOMY TPOQUII0 CTAHOBSTCS IMOYTH TOJHOCTHIO HWIACHTHYHBI JPYTUM
TUIIaM, YTO U BEJIET K OlIMOKaM KilacCU(HUKaIUU.

4. Jlaxe JOCTAaTOYHO CTapble, IO MEpKaM MAaIIMHHOTO OOydYeHUs,
apXUTEKTYpbl U MoAeNH, d3G(PEKTUBHO CHPABIAIOTCA C 3ajauel Kiaccuukauu

OIyXOJICH.
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3AK/IIOYEHUE

JlmarHocTMKa W  TpaBWIbHAs KJIACCH(PUKAMS  OIyXOJeH  SBIISCTCS
HEOTHEMJIEMOM YaCThIO JICUCHHSI OHKOJIOTUYECKUX 3a00JIeBaHUM.

[IpuMeHeHre MaIMMHHOTO OOYYEHHsSI B MEIHIIMHE TPeOyeT KOMILIEKCHOTO
MO/IX0/1a, HAYMHASI OT cOOpa JTAHHBIX M 3aKaHYMBass OOYYCHHEM U TECTUPOBAHUEM.
[Ipu sTOM, JJIS KUHUYECKOW MPAKTUKUA Ba)KHO, YTOOBI MCHOJIb3YEMbIE CHCTEMBbI
MAITUHHOTO OOYYEHHUs COYeTaJud TOYHOCTH M A(PPEKTUBHOCTH AMATHOCTUKH C
MPOCTOTOM U yA0OCTBOM JJIs MOJIH30BATECH.

B pabote ObIT mpeniokeH MOAXO0J, OCHOBAHHBIA HA TIOCTPOCHHH KapT
COMATHYECKUX MYyTaIliid, TPeoOpa3oBaHUN ITUX KapT B M300PKCHUS W II0Ja4e
ITUX H300paKEHHM Ha BXOJl KIACCU(UKATOPOB, MOCTPOCHHBIX HAa apXUTEKTYype
CBEPTOYHBIX HEMPOHHBIX ceTed. Takoh MOAXOX IO3BOJISIET, MCIOJIB3Ys TOJIBKO
reHOMHbIC JaHHble 0e3 «py4dHOro» oTOOpa mpu3HaKoB  A(PGPEKTUBHO
KJIAaCCU(DHUIIMPOBATH OMYXOJIH.

OTMeTHM, 9TO OTPAaHWYCHHOCTHh BBIYMCIUTEIBHBIX PECYPCOB HE TO3BOJIMIN
npoTtectupoBaTh Hekotopeie apxurektypel CNN, B uactHoctn VGG16(19),
ConvNeXtXLarge u HekoTopble npyrue. B pe3ynbpTaTe ObUTH BRIOPAHBI CIICTYIONTHE
cBepTouHble  HewponHele cetr: DenseNet201, Xception, InceptionV3,
InceptionResNetV2 u ResNet152V2,

Tem He MeHEe, KaK MOKA3aJId PE3YJIbTaThl SKCIIEPUMEHTOB, 4 U3 5 MOJEIEH,
3a uckimodeHreMm DenseNet20, mokazanu BBICOKHE METPUKU KiacCH(pUKAIUU, H
yCpeIHEeHHass TOYHOCTh (Precision) cocrasmia 6omee 0,9800.

[Tpu 3TOM, TOBOPS O KJIACCH(PUKAINH TT0 KKIOMY THITY OITyXOJIH OTIEIHHO,
OTMETHM, 4YTO Bce Kkiaccudukaropsl, kpome DenseNet201, Taxke mnokazanu
BBICOKHE METPHKH, JOMYCTUB CAMHUYHBIC OMMOKH kiaccudukanuu. Tak, Moaenu
Xception, InceptionV3, InceptionResNetV2 u ResNetl52V2 ¢ TOYHOCTHIO
(precision) 1,0000 knaccuduiposanu He MeHee 29 TumoB u3 33, a ResNet152V2
u Xception cmoryia abCOIOTHO MPABWILHO KJIACCUPHUIMPOBATh 32 Thma u3 33,

JIOTYCTUB TOJIBKO 1 OmmoOKYy.
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OnHako, Ha HaI B3I, HECMOTPSL HAa IOCTUTHYTHIE 1I€JIb U 33J]a4l paOOThI,
JIMAarHOCTHKA U KJIacCU(PUKALUA SBISIOTCS TOJBKO HA4YaJIbHBIMU ATallaMU B JICUEHUU
OHKOJIOTHYECKHUX 3a00JI€BaHUN.

J1J1st KOMIUIEKCHOTO pellieHus Mpo0ieMbl, IO HallleMy MHEHHIO, HE00X0IMMa
pa3paboTKa anmapaTHO-IIPOTrPaMMHOM TIaTGOPMEI, B 3a1a41 KOTOPOTO OBl BXOAVIIN
Ob1 cOOp, 00paboTKa W XpaHEHHWE TEHOMHBIX W SIMTECHOMHBIX JTAHHBIX, a TAKKE
JPYTUX [aHHBIX MNAUUMEHTOB. JlabHEHIIMN aHAIU3 3THUX JAHHBIX Pa3TUYHBIMU
QITOPUTMAMH, BKJIOYAs aJTOPUTMBl MAIIUHHOTO OOYYCHHS, TITO3BOJUI OBl
aBTOMATU3UPOBAHO IOJYy4YaTh MapaMEeTpbl OMYyXOJIed, HaXOIUTh OMOJIOTHYECKUE
MUIIEHU, TOAOUpaTh CpPEeIUd CYHIECTBYIONIMX WM KOHCTPYHPOBAaTH HOBBIE

MNECPCOHAIM3UPOBAHHLIC JICKAPCTBA N BAKIITMHBI.
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Tabnuma A.1 — Otuer o kiaccupukanuu

Tun onyxouu

TouHocTh (precision)

IMosanoTa (recall)

F-mepa (F1-score)

KoanuecTBo 06pa3nos

Jaracer 1 Jaracer 2 Jaracer 1 Jaracer 2 Jlaracer 1 JlaTtacer 2

ACC 0,000 0,000 0,000 0,000 0,000 0,000 10
BLCA 0,897 0,976 0,813 0,976 0,853 0,976 43
BRCA 0,968 1,000 0,920 0,980 0,943 0,989 100
CESC 0,805 1,000 0,966 1,000 0,878 1,000 30
CHOL 0,000 0,000 0,000 0,000 0,000 0,000 6
COAD 0,198 1,000 1,000 0,978 0,330 0,989 46
DLBC 0,000 0,000 0,000 0,000 0,000 0,000 6
ESCA 1,000 1,000 0,300 0,700 0,461 0,823 20
GBM 0,711 1,000 0,680 0,914 0,695 0,955 47
HNSC 1,000 0,925 0,730 0,961 0,844 0,943 52
KICH 0,000 0,000 0,000 0,000 0,000 0,000 7
KIRC 0,733 0,951 0,261 0,928 0,385 0,939 42
KIRP 0,000 0,931 0,000 0,931 0,000 0,931 29
LAML 0,000 0,464 0,000 0,928 0,000 0,619 14
LGG 1,000 0,765 0,886 0,924 0,940 0,837 53
LIHC 0,680 1,000 0,894 0,894 0,772 0,944 38
LUAD 1,000 1,000 0,870 0,983 0,931 0,991 62
LUSC 1,000 1,000 0,839 1,000 0,912 1,000 56
MESO 0,000 0,000 0,000 0,000 0,000 0,000 9

ov 1,000 0,953 0,404 0,872 0,575 0,911 47
PAAD 0,000 1,000 0,000 0,722 0,000 0,838 18
PCPG 0,000 0,238 0,000 0,842 0,000 0,372 19
PRAD 0,224 1,000 0,260 0,920 0,240 0,958 50
READ 0,000 0.857 0,000 0,705 0,000 0,774 17
SARC 0,000 0,842 0,000 0,640 0,000 0,727 25
SKCM 1,000 1,000 0,916 0,979 0,956 0,989 48
STAD 0,488 1,000 0,931 0,954 0,640 0,976 44
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[Tponomxenue Tadauubl A. 1

Tun onyxouu

TouHocTh (precision)

IMoanoTa (recall)

F-mepa (F1-score)

KoanuecTBo 00pa3nos

Jaracer 1 Jaracer 2 Jaracer 1 Jaracer 2 Jlaracer 1 JlaTtacer 2
TGCT 0,000 0,588 0,000 0,666 0,000 0,625 15
THCA 0,000 0,941 0,000 0,960 0,000 0.950 50
THYM 0,000 0,047 0,000 0,076 0,000 0,058 13
UCEC 1,000 0,981 0,962 0,981 0,980 0,981 53
UCS 0,000 0,000 0,000 0,000 0,000 0,000 7
UVM 0,000 0,545 0,000 0,750 0,000 0,631 8
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IMPUJIOKEHUE b

(o0s13aTesIbHOE)

I'paduku 3aBMCUMOCTH METPUK OT M0XHU 00y4eHHs, 0TUET 0 KJIacCu(PUKAIUM
U MaTpHIIbI omubok moaesan InceptionV3

F-mepa (Fl-score)

To4HOCTGL (precision)

NenHoTa (recall)

Mpathuk 3aBUucKmMocTy F-mepel (F1-score) © makpo-ycpeHEHMEM OT 3MoXW
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DYHKUUS NoTEPL

IpahuK 3aBMCMMOCTI (PYHKUWW NOTEPE OT 3NOXN
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Pucynok b.1 — I'paduiku 3aBUCUMOCTH METPHUK OT SMIOXH OOy4EHHUS: a- T) —
Haracer 1; n1-3) — latacert 2
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Tabnuma b.1 — Otuer o knaccuduxaru

Tun onyxouu

TouHocTh (precision)

IMosanoTa (recall)

F-mepa (F1-score)

KoanuecTBo 00pa3nos

Jaracer 1 Jaracer 2 Jaracer 1 Jlaracer 2 Jaracer 1 JlaTacer 2
ACC 1,000 1,000 0,900 1,000 0,947 1,000 10
BLCA 1,000 1,000 1,000 1,000 1,000 1,000 43
BRCA 1,000 1,000 1,000 1,000 1,000 1,000 100
CESC 1,000 1,000 1,000 1,000 1,000 1,000 30
CHOL 1,000 0,833 0,833 0,833 0,909 0,833 6
COAD 1,000 1,000 1,000 1,000 1,000 1,000 46
DLBC 1,000 1,000 0,833 0,833 0,909 0,909 6
ESCA 1,000 1,000 1,000 1,000 1,000 1,000 20
GBM 0,979 1,000 1,000 1,000 0,989 1,000 47
HNSC 1,000 1,000 1,000 1,000 1,000 1,000 52
KICH 1,000 0,777 0,857 1,000 0,923 0,875 7
KIRC 1,000 1,000 1,000 1,000 1,000 1,000 42
KIRP 1,000 0,966 1,000 1,000 1,000 0,983 29
LAML 1,000 1,000 1,000 1,000 1,000 1,000 14
LGG 0,898 1,000 1,000 1,000 0,946 1,000 53
LIHC 1,000 1,000 1,000 1,000 1,000 1,000 38
LUAD 1,000 1,000 1,000 1,000 1,000 1,000 62
LUSC 1,000 1,000 1,000 1,000 1,000 1,000 56
MESO 1,000 1,000 0,888 1,000 0,941 1,000 9
ov 1,000 1,000 1,000 1,000 1,000 1,000 47
PAAD 1,000 1,000 1,000 1,000 1,000 1,000 18
PCPG 1,000 1,000 0,947 1,000 0,972 1,000 19
PRAD 1,000 1,000 0,980 1,000 0,989 1,000 50
READ 1,000 1,000 1,000 1,000 1,000 1,000 17
SARC 1,000 1,000 1,000 1,000 1,000 1,000 25
SKCM 1,000 1,000 1,000 1,000 1,000 1,000 48
STAD 1,000 1,000 1,000 1,000 1,000 1,000 44
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[Iponomxenue Tadnuubl b.1

Tun onyxosu TouHocTs (precision) IlosnoTa (recall) F-mepa (F1-score) KoanuecTBo 00pa3nos
Jaracer 1 Jaracer 2 Jaracer 1 Jlaracer 2 Jlaracer 1 JlaTacer 2
TGCT 1,000 1,000 0,933 1,000 0,965 1,000 15
THCA 0,925 1,000 1,000 1,000 0,961 1,000 50
THYM 1,000 1,000 0,923 0,923 0,960 0,960 13
UCEC 1,000 1,000 1,000 1,000 1,000 1,000 53
UCS 1,000 1,000 0,857 0,714 0,923 0,833 7
UVvM 1,000 0,888 0,875 1,000 0,933 0,941 8
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NPUJIOXKXEHUE B
(00s13aTesIbHOE)

I'paduku 3aBHCUMOCTH METPHK OT MOXHU 00y4eHHs, OTYET 0 KJIacCH(PUKAIHH
U MaTpHuUbI 01IMOOK 1J1s1 Moaeu ResNet152V2

F-mepa (Fl-score)

To4HOCTb (precision)

MNonHoTa (recall)

Mpathuk 3aBUucKmMocTy F-mepel (F1-score) © makpo-ycpeHEHMEM OT 3MoXW
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F-mepa (Fl-score)
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DYHKUMA NOTEPb

MpaduK 3aBMCUMOCTH (ODYHKLMK NOTEPL OT 3MNOXK
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Tabnuma B.1 — Otyer o knaccuduxanyu

Tun onyxosu

TouHocTh (precision)

IMosanoTa (recall)

F-mepa (F1-score)

KoanuecTBo 00pa3nos

Jaracer 1 Jaracer 2 Jaracer 1 Jlaracer 2 Jlaracer 1 JlaTtacer 2

ACC 1,000 0,900 1,000 0,900 1,000 0,900 10
BLCA 1,000 1,000 1,000 1,000 1,000 1,000 43
BRCA 1,000 1,000 1,000 1,000 1,000 1,000 100
CESC 1,000 1,000 1,000 1,000 1,000 1,000 30
CHOL 1,000 1,000 1,000 0,833 1,000 0,909 6
COAD 1,000 1,000 1,000 1,000 1,000 1,000 46
DLBC 1,000 1,000 1,000 0,833 1,000 0,909 6
ESCA 1,000 1,000 1,000 1,000 1,000 1,000 20
GBM 1,000 1,000 1,000 1,000 1,000 1,000 47
HNSC 1,000 1,000 1,000 1,000 1,000 1,000 52
KICH 1,000 1,000 1,000 1,000 1,000 1,000 7
KIRC 1,000 1,000 1,000 1,000 1,000 1,000 42
KIRP 1,000 1,000 1,000 1,000 1,000 1,000 29
LAML 0,933 1,000 1,000 1,000 0,965 1,000 14
LGG 1,000 0,981 1,000 1,000 1,000 0,990 53
LIHC 1,000 1,000 1,000 1,000 1,000 1,000 38
LUAD 1,000 1,000 1,000 1,000 1,000 1,000 62
LUSC 1,000 1,000 1,000 1,000 1,000 1,000 56
MESO 1,000 1,000 1,000 1,000 1,000 1,000 9

oV 1,000 1,000 1,000 1,000 1,000 1,000 47
PAAD 1,000 1,000 1,000 1,000 1,000 1,000 18
PCPG 1,000 1,000 1,000 1,000 1,000 1,000 19
PRAD 1,000 1,000 1,000 1,000 1,000 1,000 50
READ 1,000 1,000 1,000 1,000 1,000 1,000 17
SARC 1,000 1,000 1,000 1,000 1,000 1,000 25
SKCM 1,000 1,000 1,000 1,000 1,000 1,000 48
STAD 1,000 1,000 1,000 1,000 1,000 1,000 44
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[Tponomxenue Tadnuubl B.1

Tun onyxoJu TouHocTh (precision) IlosnoTa (recall) F-mepa (F1-score) KoanuectBo 00pa3nos
Jaracer 1 Jaracer 2 Jaracer 1 Jlaracer 2 Jlaracer 1 JlaTtacer 2
TGCT 1,000 1,000 1,000 1,000 1,000 1,000 15
THCA 1,000 0,980 1,000 1,000 1,000 0,990 50
THYM 1,000 0,928 1,000 1,000 1,000 0,962 13
UCEC 1,000 1,000 1,000 1,000 1,000 1,000 53
UCS 1,000 1,000 0,857 0,857 0,923 0,923 7
UVM 1,000 1,000 1,000 1,000 1,000 1,000 8
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F-mepa (Fl-score)

ToyHoCTL (precision)

MNonwHoTa (recall)

MNPUJIOKEHHUE I

(o0s13aTesIbHOE)
I'paduku 3aBMCUMOCTH METPUK OT M0XHU 00y4eHHs, 0TUET 0 KJIacCu(PUKAIUM
U MaTpHIbI omIuboK Ay moaenau InceptionResNetV2
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Tabnuma I'.1 — Otyer o knaccuduxauu

Tun onyxosu

TouHocTh (precision)

IMosanoTa (recall)

F-mepa (F1-score)

KosnuecTBo 00pa3nos

Jaracer 1 Jaracer 2 Jaracer 1 Jlaracer 2 Jlaracer 1 JlaTtacer 2
ACC 1,000 1,000 1,000 1,000 1,000 1,000 10
BLCA 1,000 1,000 1,000 1,000 1,000 1,000 43
BRCA 1,000 1,000 1,000 1,000 1,000 1,000 100
CESC 1,000 1,000 1,000 1,000 1,000 1,000 30
CHOL 1,000 1,000 0,833 0,833 0,909 0,909 6
COAD 1,000 0,920 1,000 1,000 1,000 0,958 46
DLBC 1,000 1,000 0,833 0,833 0,909 0,909 6
ESCA 1,000 1,000 1,000 1,000 1,000 1,000 20
GBM 0,959 1,000 1,000 1,000 0,979 1,000 47
HNSC 1,000 1,000 1,000 1,000 1,000 1,000 52
KICH 1,000 1,000 0,857 0,857 0,923 0,923 7
KIRC 1,000 1,000 1,000 1,000 1,000 1,000 42
KIRP 1,000 1,000 1,000 1,000 1,000 1,000 29
LAML 1,000 1,000 1,000 1,000 1,000 1,000 14
LGG 1,000 1,000 1,000 1,000 1,000 1,000 53
LIHC 1,000 1,000 1,000 1,000 1,000 1,000 38
LUAD 1,000 1,000 1,000 1,000 1,000 1,000 62
LUSC 1,000 1,000 1,000 1,000 1,000 1,000 56
MESO 1,000 1,000 1,000 1,000 1,000 1,000 9
oV 1,000 1,000 1,000 1,000 1,000 1,000 47
PAAD 1,000 1,000 1,000 1,000 1,000 1,000 18
PCPG 0,904 1,000 1,000 1,000 0,9500 1,000 19
PRAD 1,000 0,980 1,000 1,000 1,000 0,990 50
READ 1,000 1,000 1,000 1,000 1,000 1,000 17
SARC 1,000 1,000 1,000 1,000 1,000 1,000 25
SKCM 1,000 1,000 1,000 1,000 1,000 1,000 48
STAD 1,000 1,000 1,000 1,000 1,000 1,000 44
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[Iponomxenue Tadmuubl I'.1

Tun onyxosu TouHocTh (precision) IMosanoTa (recall) F-mepa (F1-score) KoanuectBo 00pa3nos
Jaracer 1 Jaracer 2 Jaracer 1 Jlaracer 2 Jlaracer 1 JlaTtacer 2
TGCT 1,000 1,000 1,000 1,000 1,000 1,000 15
THCA 1,000 1,000 1,000 1,000 1,000 1,000 50
THYM 1,000 1,000 1,000 0,923 1,000 0,960 13
UCEC 1,000 1,000 1,000 1,000 1,000 1,000 53
UCS 1,000 1,000 0,857 0,857 0,923 0,923 7
UVM 1,000 1,000 1,000 1,000 1,000 1,000 8
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MMPUJIO)KEHUE 1
(o0s13aTesIbHOE)

I'paduku 3aBHCHUMOCTH METPHK OT MOXU 00Y4YEeHHUsI, 0TYET O
KJaccu(pMKANMU U MATPHUIBI OLITHOOK 111 Moeu Xception
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Tabnuma /[.1 — Otuet o knaccudpuranuu

Tun onyxosu

TouHocTsb (precision)

IlosnoTa (recall)

F-mepa (F1-score)

KoanuecTBo 00pa3nos

Jaracer 1 Jaracer 2 Jaracer 1 Jaracer 2 Jlaracer 1 JlaTacer 2
ACC 0,909 1,000 1,000 1,000 0,952 1,000 10
BLCA 1,000 1,000 1,000 1,000 1,000 1,000 43
BRCA 1,000 1,000 1,000 1,000 1,000 1,000 100
CESC 1,000 1,000 1,000 1,000 1,000 1,000 30
CHOL 1,000 1,000 0,833 1,000 0,909 1,000 6
COAD 1,000 1,000 1,000 1,000 1,000 1,000 46
DLBC 1,000 1,000 0,833 1,000 0,909 1,000 6
ESCA 1,000 1,000 1,000 1,000 1,000 1,000 20
GBM 1,000 1,000 1,000 1,000 1,000 1,000 47
HNSC 1,000 1,000 1,000 1,000 1,000 1,000 52
KICH 1,000 1,000 1,000 1,000 1,000 1,000 7
KIRC 1,000 1,000 1,000 1,000 1,000 1,000 42
KIRP 1,000 1,000 1,000 1,000 1,000 1,000 29
LAML 0,933 1,000 1,000 1,000 0,965 1,000 14
LGG 0,981 0,981 1,000 1,000 0,990 0,990 53
LIHC 1,000 1,000 1,000 1,000 1,000 1,000 38
LUAD 1,000 1,000 1,000 1,000 1,000 1,000 62
LUSC 1,000 1,000 1,000 1,000 1,000 1,000 56
MESO 1,000 1,000 1,000 1,000 1,000 1,000 9
oV 1,000 1,000 1,000 1,000 1,000 1,000 47
PAAD 1,000 1,000 1,000 1,000 1,000 1,000 18
PCPG 1,000 1,000 1,000 1,000 1,000 1,000 19
PRAD 1,000 1,000 1,000 1,000 1,000 1,000 50
READ 1,000 1,000 1,000 1,000 1,000 1,000 17
SARC 1,000 1,000 1,000 1,000 1,000 1,000 25
SKCM 1,000 1,000 1,000 1,000 1,000 1,000 48
STAD 1,000 1,000 1,000 1,000 1,000 1,000 44
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[Iponomxenne Tabnuus .1

Tun onyxosu

TouHocTsb (precision)

IlosnoTa (recall)

F-mepa (F1-score)

KoanuecTBo 00pa3nos

Jaracer 1 Jaracer 2 Jaracer 1 Jaracer 2 Jlaracer 1 JlaTacer 2
TGCT 1,000 1,000 1,000 1,000 1,000 1,000 15
THCA 1,000 1,000 1,000 1,000 1,000 1,000 50
THYM 1,000 1,000 1,000 1,000 1,000 1,000 13
UCEC 1,000 1,000 1,000 1,000 1,000 1,000 53
UCS 1,000 1,000 0,857 0,857 0,923 0,923 7
UVM 1,000 1,000 1,000 1,000 1,000 1,000 8
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