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Anomayia - Cyuacnuii cman ananimuunHux IHCMpYyMeHmie OiaeHOCMUKY, 00 AKUX BIOHOCUMbCA | 2eHemuyHe Mecmy6aHHs,
003601510Mb  PO3PAX0EYEAMU, WO Npoyec OIlAcHOCIYBAHHSA OHKOJIO2IUHUX 3AX60PI06AHL Modce bymu asmomamusosanum. OOHAK,
00’em pyunoi pobomu, HeoOXiOHOT 0N OIACHOCMUKU PAKOBUX NYXAUH, 3ATUUAEMbCA 3HAUHOW NEPeuKo00io 08 npospecy 6 OaHill
obnacmi. Ilpoyec cexeenysanHs nyxauHu 30amHULl 6UAGUMU MUCAY] 2eHEMUYHUX MYymayil, aie 3a0aya noisedac 6 momy, wod
GIOpIsHUMU mi Mymayii, AKI CHpuslomb 3POCMAHHI0 paka (Opaiieepu), 6i0 HeumparvHux mymayii (nacascupis). Lla 3adaua
nompe0dye 6i0 KIIHIYHO20 NAMON02A PYYHO2O aHAni3y ma Kiacugixayii xodcHoi mymayii Ha ocHoi iHpopmayii, ompumanoi 3
KAIHIYHOL Timepamypu. Bukopucmanus Komn 1omepusosanux memooie ananizy MeOuyHUx mekcmis 30amHme agmomamusyeamu OaHuil
eman OiazHOCMuKU pakosux nyxaun. Mema Ooanoi pobomu nonseana 6 oyinyi egpekmMuHOCHI 6UKOPUCIAHHA Memo0die 00pOOKU
NPUPOOHOT MOBU Y NOEOHAHHI 3 MAUWUHHUM HABUAHHAM Ol ABMOMAMU306AHO20 BUSHAYEHHS MUNIE 2EHEMUYHUX MYMAayill paxy 3
Meouunux mexcmogux oanux. Hasena ons euxopucmanns 6a3a MeOUdHUX mekcmosux 0anux, wo micmums 3321 cnocmepesicenns, i
anomosana no 9 munam 2eHemuyHUX Mymayiti paKy npoeioHumMu O0CHiOHUKamu ma onkonocamu yewmpy Memopiany Croyna
Kemmepinea (Hoto-Hopx, CIIA). Jani Gyau nadaui 6 pamkax KoHKypCy no MAWuHHOMY HAGYAHHIO chinbHomoro axieyie 3 Data
Science - Kaggle. [ns pose’szauns 6azamoxniacoeoi 3adaui kiacugikayii euxopucmani MoOeni MAUUHHO20 HAGHAHHI:
MyrvmuHomianeHull Haiguuu batiec, myremunomianvHa nocicmuuna peepecis, UNaOKo8uill Jic, Memood 2pYyHnogoz2o YpaxyeaHHs
apaymenmie, bazamowaposuil nepyenmpon, ma peKypeHmna HelipoHHa mMepedica 3 0082010 KOPOMKOCHMPOKO8o1o ham 'ammio. Modenw
bazamowaposozo nepyenmpona 6UABUNACH HAUOINbW eEeKMUBHOIO OIS 6USHAUEHHS MUNY 2eHeMUUHOT Mymayii, npoOeMOHCmpY6as
mouHicmo nepedbauenns 65.1% na mecmosiii 6ubipyi, wjo cxkaana 25% 6io 3azanvrnozo nabopy danux. /[pyea no mounocmi mooens
(sunaoxosuii ziic) docsena mounicms y 64.9%. Oodepoicani pesynvmamu nepesepuiuniy pe3yiomamu yuacnuxie koukypcy Kaggle, oe
Haueuwa mounicmy Kkracugixayii (64.7%) 6Gyna oocsienyma 3a 00nomo2or JiHitiHOI MoOeni, 3aCHOBAHIN HA MemOoOi ONOPHUX
sexmopis.Iloconanns memoois odpoOKuU NPUPOOHOT MOBU MA MAWUHHO2O HABYAHHS NOKA3YE BEAUKUL NOMeHYian OJid 3ACMOCY8aHHS
6 MeOUYHIll 2any3i, 30Kpemd, Y 6USHAYEHH] MUNi@ 2eHeMUYHUX MyMmayil paxKy Ha OCHO8I mekcmogux oanux. Lle Haoae moocnugicms
ona agmomamusayii  Oitl MeOUYHO20 NEPCOHANY 6 npoyeci OiaeHocmuku. [ O0ocAcHeHHs Oinbul e@eKmueHux pe3yrbmamis
NIAHYEMBCA NPOBEOEHHS NOOANLULUX OOCTIONHCEHD.

Knrouogi cnosa: cenemuuni mymayii paxy, meouuni mexcmogi 0ami, 06po6Ka npupooHoi MO8U, 8eKMOpU3ayis MexKcmy, MauluHHe
Haguanms, enuboKe HaGUaHHSI.
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I. BCTYII

Ille nmoHemaBHA OUIBIIICTH IALIEHTIB 3
paKkoM TEBHOTO THUITy 1 CTafili OTpUMYBaJIH
OJIHaKoBe JiKyBaHHA [1]. 3 YacoM BHHHUKIHU
MOJKJIMBOCTI 3aCTOCYBaHHS NEPCOHATI30BAHUX
CTpaTeriid, 1o cTae OUTbIl €PEKTHBHUM JIJIs
NAIi€HTiB, HDK  YHIBEpCAIbHUH  MiAXiA.
IlepconanizoBaHa MeULIMHA JIO3BOJISIE JIIKAPSIM
3pO3YMITH T€HETUYHUH MpoQiIb MalienTa i Te,
Ak Oyne mporpecyBatu Horo myxiauHa. Jlis
BIIPOBA/DKEHHSI TIEPCOHATI30BAHOI MEIUIIUHH
MPOBOJATh TEHETHUYHI JOCIHIDKEHHS KIITHH
pakoBoi TyxJuHH. JIOCHIIHKEHHS TEHETHKH
MOKa3aJiy, 110 ICHYIOTh Bapiallii B FeHETUHYHOMY
KO/l KIITHH pakoBoi myxiwHU [2]. Xoua s
OUIBLIOCTI BUJIIB paky 3a3BUYal
PEKOMEHAYEThCS CTaHAAPTHUNA HaOip METO/iB
JMiKyBaHHS, TakuX SK XiMioTepamis abo
omepamis 1O BHIAJCHHIO MYyXJWHHU, HpPOTE
BpaxyBaHHS BCiX OOCTaBHH Ta XapaKTEPHCTUK
namieHTa

cTae OCHOBOIO ISt BU3HAYEHHS
IHAUBIAyadbHOIO  IJIAHy  JiiKyBaHHA  [3].
JIOCIITHUKY ~ aKTHBHO  HIYKAalOTh  METOAM

JKyBaHHS 1 NPOQUIAKTUYHI MIpU MPOTU paKy,
K1 MOXYTh OYTH a/JlaTOBaHi 0 F€HETUYHOTO
npopimro  moauHu  [4]. Pesynbratu
aHATI3YIOTbCS /TS nigdopy  JIIKyBaHHS
BIJIMOBIIHO JI0 KOHKPETHUX MOTPEeO KOXKHOTO
namieHta. AHaJi3yloud TeHeTHYHI mpodim
narfieHra Ta BUKOPUCTOBYIOUH
NEpCOHANI30BaHy  Tepamilo  paky  Jikapi
BH3HAYAIOTh HAWOLIBII €PEKTHBHY CTpATETiio
JKYBaHHA, 3HWXKYIOTh HMOBIPHICTh PELUAMBY.
[TepconanmizoBana MemuuuHA — € MIAX1A A0
JIKyBaHHA  paKy, sAKUA  oOilse  Benuki
nepcriektuBd  [5].  Crparerii  MalIMHHOTO
HaBYaHHS [6] MOXYyTb OyTH KOPHCHUMH IIpH
mepexoJi 10 TEPCOHATI30BaHOI MEIUIINHH,
OCKUJTBKM ICHY€ BEJIMKAa KUIbKICTh HAayKOBOI
iHpopMallii, SKy KIIHIYHUM CcHerjaisicraM
MOXKe OyTHM Ba)XKO IHTEpIIpeTyBaTH, a aHali3
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nmaHoi iHdopmariii 3abupatu Oarato Hacy.
Cepen Takoi iH(popMalii - Onmuc pe3ysabTaTiB
pi3HUX BUAIB MEIUYHUX JOCHIHKEHb, IO
CTalOTh OCHOBOKO JUII TOYHOI JIialrHOCTHKH
3axBoproBaHHsi. Jlanuii ommc pe3ynbTaTiB
KIIHIIUCTH YacTO BUKOHYIOTh Y BHUIJIAII
TEKCTOBUX aHoTamii. /s aHamizy Takux
aHOTAIlli  TPUPOJHBO 3aCTOCYBAaTH METOJU
00pobku mpupogHoi moBu [7] (NLP — Bin
natural language processing). Lli mertoau
MOXXYTh OyTH BUKOPUCTaHI JIJI1 aBTOMAaTUIHOTO
aHaJli3y TEKCTOBHX JaHHWX, MO CIPOCTHTH
3aBJIaHHs dbopmyBaHHS JIIAarHOCTUYIHUX
BHCHOBKIB JIJIs1 (haxiBIIiB.

1. AHAJII3 OCTAHHIX JOCJIIJ’)KEHbD I

YBJIIKAIIA
HecTpykTypoBaHHii TEKCT, MO BKJIIOYAE
MEAWYHI 3alMCH, BIATYKA TAIIEHTIB Ta

KOMEHTapi B COLIAJbHUX MEpexax, € LIHHUM
JUKEpelnoM JaHuxX JUIs fochipkeHb. NLP — me
Ha0lp MeTOMiB, sSIKi BMKOPHCTOBYIOTHCS JUIS
NEPEeTBOPEHHS ~ IMMMCHbMOBOTO  TEKCTy B
IHTepIpeTOoBaHI HAa0OpPH JaHUX, $KI MOXHA

NpoaHaIi3yBaTl  MOJCNSMH  MAIIMHHOTO
HapuanHs [8]. 3actocyBanus NLP 1o
MEIWYHUX 3alliCiB  MOXE JIOTIOMOTTH Y
IPOTHO3YBAaHHI HACIIJKIB XBOPOO, MOKpAIEeHH]
COpPTYBaHHS JIKapeHb, CTBOPEHHI
JIarHOCTUYHUX ~ MOAENed  Juid  PaHHbOTO

BUSIBJICHHSI XPOHIYHUX 3aXBOPIOBaHb TOMIO [9].
IcHye nexinbka npukiaaiB BUkopuctanus NLP

JUIl  PO3B’sI3aHHSA  MPAKTHYHHUX MEIUYHUX
npooieMm.
IIpaktnune 3acrtocyBanHs NLP  mos

noOy/0BU MOJelNli MPOTHO3YBAaHHS CEMaHTHKHU
BIITYKY Ha JIKapchbkuil 3aci® («zxobpe» abo
«TIOTaHO») TpecTaBleHe B poboTi [8]. ABTopu
BUKOPUCTOBYBAJIM I I[LOTO TPH aJTOPUTMHU
MalIMHHOTO  HAaBYAHHS:  PEryJIIpU30BaHy
JOTICTUYHY  pEerpeciro, METOJ  OMOPHHUX
BEKTOPIB Ta IITY4YHY HEUPOHHY MEpEexKy.
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Halikpamumii pe3ynbrar IOKasaja MOJEIb,
3aCHOBaHAa HAa METOJ/i OMOPHUX BeKTopiB. Ha
TecToBiii BuOIpmi (mo ckmagana 25% Bix
3arajibHOi) JaHa MOJENb MPOACMOHCTPYBaa
TOYHICTH Kiacudikamii y 72%.

Subramanian et al. [10] npeacraBuan

cUCTeMy JJsl  aBTOMAaTH3alil  BHIIYYCHHs
JTOKa3iB €(heKTUBHOCTI HEpPaKOBUX
HE3aIaTeHTOBAHUX IpernapariB  Ha OCHOBI

aHotarii 3 PubMed. Otpumani HuMH JaHi
CBiYaTh MO Te, MO TaKi IpenapaTH MOXKYThb
OyTU MEpCIeKTUBHUMH Y JIIKyBaHHI paky, a ix
MOBTOPHE  BHKOPHCTAaHHS 3JaTHE 3HAYHO
MOKPAIIUTH pe3yabTaTu JIKYBaHHS
OHKOJIOTIYHMX XBOPUX Ta 3HU3UTH 3aTPaTH B
rajgy3siX MEAMLUHU Ta OXOPOHH 310pOB’S.
OCHOBHUI1 BKJIaJl aBTOPIB MOJISATAE y peaizamii
NLP-koHBeepy ansi OTpUMaHHS JOKa3iB, IO
BKJIIOYA€ 3amuT, (QUIBTpaLilo, BHIyYCHHS
CYTHOCTEM  Tumy  paky, Kiacu@ikariro
TEpanmeBTUYHUX acolliamii 1 Ki1acudikaliio
THUITIB JOCIIKEHHS.

B po6oti [11] BuUKOpHCTOBYBaJIMCH JAaHl
HamionanbHOro omnuTyBaHHS aMOyJIaTOpPHOI
MEIWYHOI  JOTIOMOTH B  JHKAapHAX, JUIS
1noOyJI0BH JE€KUIBKOX MPOTHOCTUYHUX MOJENeH
3 HacliJKaMu rocmiTtanizaiii abo nepeBeneHHs
B JIIKApHIO Y TIOPIBHSHHI 3 BUITUCKOIO JIOJIOMY.
BuxopucroByroun NLP, aBTropu cdopmyBanu

48  TONOBHMX  KOMIIOHEHT, fAKi  OyiH
BUKOPUCTaHI  Jis  1OOyAOBH  Mojenei
JOTiCTUYHOI ~ perpecii Ta  GararomapoBoi

HEUpPOHHOI Mepexi. Mojerni OIIHIOBAIKNCH 3a
nornomororo nmokasauka AUC (area under curve
- moma mig ROC-kpuBoro) [11]. Monens
JoricTuyHoi perpecii nocarna 3naueHHs AUC
0.846 Ha TecTOBi BHUOIpLI, a HeWpOHHa
Mmepexa — 0.844.

Kolanu et al. [12] BukopuctoByBanu NLP
JUIs  TpOBEACHHA  OyJeBOro  IMOIIYyKy B
PaaiooriYHUX 3BITaX Ha MPEAMET NEepeIoMiB 1
MOB’S3aHUX 3 HUMH TEpMiHIB. ABTOpHU
BUSIBIJIM, IO MOJETh MOXKHA HABUUTH CTHITIO
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3BITiB, CEUU(}IYHOTO JUII KOHKPETHOTO MIiCIIf,
1 3acTocyBaTH TIpaBWia sl YTOUHEHHS
inenTudikanii (Hanpukian, Bik Oinbiie Hix 50
POKIB, HasBHICTh KICTOK TOIIO). B pe3yinbrari,
3alpONIOHOBAaHA MOJEJb BUSBMJIA B I1’ATh pa3iB
OUTbIIIE TOTEHIIHHO 3HAYYIIUX TIEPEIOMIB Yy
NOPIBHSHHI 3 pPYYHUMMH BHUCHOBKAaMH, IIpH
nuboMy 97.1% 3HaAWAEHHX MOACIUIIO MEePEIOMiB
Oynmu minTBeppkeHi. UyTnuBiCTh  Mojeni
ckiana 69.6%, a cnienudiunicTs — 95%.

Meroto po6otu [13] Oyno BHSIBICHHS
MAIli€HTIB, sKI NOTPeOyIOTh  MaliaTMBHOI
JOTIOMOTH 3 PIAKAMH, aje  TSOHKKUMH
3aXBOPIOBAHHSAMH 3a JOIOMOTOI KOMOIHAITii
aaMi"icTpatuBHUX nanux 1 NLP. Jlns mporo
aBTOpU TMPOBEJIU PETPOCHEKTUBHE KOTOPTHE
JNOCHTIJUKCHHSI,  JIOTIOBHEHE  EJIEKTPOHHUMH
MEIUYHUMHU KapTKaMU 3 MEpeXi JiKapeHb, SKi
HapaxoByBaIu B cyMi moHax 2500 mikapHIHHX
naikok. B pesynprari meronu NLP mocsrim
100% cnemudivnocti, y mopiBHsSHHI 3 25%
cnenndiyHOCTI MpU BHUKOPHCTAHHI y SKOCTI
O3HaK JIMILE aJIMIHICTPATUBHUX KO/I1B.

B pamkax koHkypcy Ha pecypci Kaggle
[14] aBTOpH poboTH [1] po3poOMIN MOIETH AJIS
IPOTHO3YBAHHS THIIIB TEHETMYHUX MYyTallii
paKy Ha OCHOBI JJaHUX TEKCTOBOTO omucy. [Ipu
MOJICJIFOBAHHI ~ BUKOPHCTOBYBAaBCS  METOJ
JIOTICTUYHOI perpecii, TOYHICTh Kiacudikaiii
Ha TecTOBill BuOipi sKo1 ckiana 64%. ABTopH
MPUITYCKAIOTh, 110 BUKOPHUCTaHHS HEHPOHHUX
MepexX MOXe MOKPAIIUTH Pe3yibTaTH POOOTH.
[ro rimoTe3y BUPILIEHO NEPEBIPUTH Y JTAHOMY
JOCIIJKeHH, OCKUIbKHM TpU BAANIH peamizamii
Nno/i0Hy TEXHOJIOTII0 MOXHa BIPOBAIUTU Y
JIarHOCTUYHY CUCTEMY MIATPUMKHU MPUAHATTS
pIlIEHb.

1. META JOCJIIKEHHSA 1
INOCTAHOBKA 3AJIAYI
Xouya reHeTHYHEe TECTYBaHHS 1 BIIKpUBAE
BEJIMKI TEPCIEeKTUBU sl PO3pOOKH OiIbII
TOYHHUX Ta e(QEeKTUBHUX METOMAIB JIIKYBaHHS
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paxy, mpolec He € TIOBHICTh aBTOMATH30BAHUM

yepe3 3HA4YHMK 00Ociar pydHOi  poOoTH,
HEOOXIHOI JIIKapsM Ui TIOBHOTO PO3YMiHHS
T€HOMIKH MyXJIUHU. JlocmigHuKu 3

OHKOJIOTIYHOTO LEeHTpy MeMmopiany CroyHa
Kertepinra ckiianu 6a3y 3HaHb 1O MPENU3iHHIN
OHKOJIOTIi 3 aHOTaIlisIMH EKCIEpTiB, sika Oyra
BUKOPUCTaHA [JJI1 KOHKYpCY MAalIMHHOTO
HaBuaHHs Ha caifti Kaggle y 2017 pomi [14].
baza ganux BKJIIOYa€ AeKiIbKa TUCSY aHOTALIN
Ha OCHOBI KJIIHIYHOI JiTepaTrypu mpo Te, SKi
TeHH MIAXOAATH JJIS KIIHIYHOTO 3aCTOCYBaHHS,
a gki Hi. MeTor KOHKypcy OyJO CTBOPEHHS
KJIacuikamnHux MOJIEINEN, 3IaTHUX
aHaII3yBaTH aHOTAllli MEAWYHUX CTaTeH 1 Ha
OCHOBI I1XHBOTO 3MICTy TOYHO BH3HAYATH
MyTaniiiHuii eexr reHiB (9 KiaciB), M0
O0OTrOBOPIOIOTHCS B HUX.

v TAaHOMY JOCTIKEeHH1 Oymo
BUKOPHUCTAHO MOAIOHY 0a3y NaHUX MeIUYHHX
TEKCTIB JUIsl OIIHKM mnoTeHmiany NLP y
BU3HAUEHHI THUIy TEHETUYHOI MyTallii paky.
HocnimxenHs 0yyo modyaoBaHe BiMOBITHO 10
Mepeniky HaCTYMHUX 3a/1a4:

1. IlpoBeneHHs OOCHIAHUIIBKOTO aHaNi3y
obpaHoi 0a3m  JgaHMX Ui CTBOPEHHS
MOTEepEeHIX TIIoTe3.

2. 3actocyBanHs migxomiB NLP s
monepenHboi OOpOOKM TEKCTOBUX JaHUX 1
KOHCTPYIOBaHHS O3HAaK.

3. IloOynoBa MPOTHOCTHYHHX MOJIEICH
MAIIMHHOTO HAaBYAHHS JUIS BH3HAYCHHS THILY
TCHETUYHOI MyTallii.

IV. OIIUC KJITHIYHOI'O MATEPIAJIY

Opranizaropu KoHKypcy [14] Hamamm nBa
OKpeMHUX HaOopu JaHux — HaByanbHUU (3321
CIIOCTEePEKECHHS) i TECTOBHIA (5668
croctepekeHp). YacTrHa TeCTOBUX AaHUX Oyna
3reHEpOBaHI MAaIIMHOK I 3armoOiraHHs
PYYHOTO MapKyBaHHS, LIO MOSICHIOE TOW (axT,
mo TectroBa BuOipka Ha 70% OuTble HiX
HaByajgbHa. OOHAK, OCKIJBKH TECTOBI JaHI HeE
MICTATh 3a3gajeriab BIOOMHUX KJIaciB, IUId
JAHOTO  JOCTIKEHHS  BUKOPHCTOBYBAJIHCH
JvIe HaB4YaiubHI naHi (puc. 1). 3 mpuBeaeHoro
HUKYE PHUCYHKY BHUIHO, IO oOpaHa s
IOCIIKEHH 0a3a TEKCTOBUX JAHUX MICTUTEH 4
OCHOBHI aTpuOyTH:

e “Text” KJIIHIYHUA TEKCTOBHI OIKUC
reHeTMYHOi  MyTalii  paky,  HalnucaHWH
KIIHIYHUMH OHKOJIOTaMH aHTJIIMCHKOI MOBOIO,
sKa € HalOUIbII MOIIMPEHOI0 Y CBITI, 1 TOMY
MIIXOUTh JUIsl BUKOpPUCTaHHS MeToaiB NLP

[15].

i3] TEXT Gene Variation Class
0 0 Cyclin-dependent kinases (CDKs) regulate a var . FAMS8A  Truncating Mutations 1
1 1 Abstract Background Non-small cell lung canc. . CBL W802* 2
2 2 Abstract Background Non-small cell lung canc. . CBL Q249E 2
3 3 Recentevidence has demonstrated that acquired... CBL N454D 3
4 4 Oncogenic mutations in the monomeric Casitas B. CBL L399V 4
§ 5 Oncogenic mutations in the monomeric Casitas B.. CBL V391l 4
6 6 Oncogenic mutations in the monomeric Casitas B. . CBL V430M 3

Pucynox 1 — @parmMeHT 6a3u TEKCTOBHX JAHUX JUIS JOCIIIKSHHS
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* “Gene” — reH, B SIKOMY 3HaXOAWUTbCA
KOHKpETHA F'eHETHYHA MYTallisl.

e “Variation” — Bapialmis amMiHOKHCIIOTH
JUTS THET MyTarii.

» “Class” — miTKa KJacy, 0 SIKOTO OyJo
BIJIHECEHO MYTaIlil0.

baza nanux mictuth 264 yHIKaIbHUX TE€HIB
3 2996 pizHuMm  BapiamisiMu.  OmnrcoBa
CTaTUCTHKA JAHUX HaBeAcHa B Tabm. 1;
aBTOpW 0OasW JaHUX HE Haaamu iHGopMaIliio
PO KOHKPETHI Ha3BHU KJIACiB (JIUIIE HOMEPH).

Tabnuys 1. OnucoBa CTAaTHCTHKA 023U TEKCTOBHX JaHUX

Ien Bapianis Kaac
Hazga KinbkicTb HazgBa KinbkicTb Mirtka KinbkicTb
BRCAl 264 (7.95%) Truncating Mutations 93 (2.8%) 1 568 (17.1%)
TP53 163 (4.91%) Deletion 74 (2.23%) 2 452 (13.61%)
EGFR 141 (4.25%) Amplification 71 (2.14%) 3 89 (2.68%)
PTEN 126 (3.79%) Fusions 34 (1.02%) 4 686 (20.66%)
BRCA2 125 (3.76%) Overexpression 6 (0.18%) 5 242 (7.29%)
KIT 99 (2.98%) Gl2v 4 (0.12%) 6 275 (8.28%)
BRAF 93 (2.8%) E17K 3 (0.09%) 7 953 (28.7%)
ALK 69 (2.08%) Q61H 3 (0.09%) 8 19 (0.57%)
3anuwox 2241 (67.48%) 3anuwox 3033 (91.33%) 9 37 (1.11%)
Ipumimka 0o mabn. 1: Kiac «8» — HalMEeHII pO3MOBCIOPKEHUM
. “Truncating Mutations” —  (menme HiX 1%). ILle Moxe cTBOpUTH

MEPEKIIAAETHCS SIK YCIKar4l MyTarlii.

*  “Deletion” — mnepeknanaeTbca  AK
BUJIAJICHHS.

+ “Amplification” — nepeknanaerbcs sk
amruTidikaiis (MOCHICHHS, 301IbIIICHHS ).

* “Fusions” — mepekiagaeTbCst K 37UTTS.

» “Overexpression” — MEPEKIANAETHCA K

HAJCKCIIPECis.
Jlani mpo reHu Ta Bapialii aMiHOKHUCIIOT €
iH(hOopMaLIHHUMHI TUTS nmoOymoBu

MPOTHOCTUYHOT MOJIEIIi MAITMHHOTO HAaBYaHHS.
IIpote, 1s iHQOpMAaLiss TaKOX TNPHUCYTHS B
TEKCTOBOMY OIMCI TEHETUYHOI MyTarii paxy.
Takum unHOM, aTpubyTH “Gene” 1 “Variation”
MOXYTh OyTH BHJaNeHI 3 0a3u naHux 0e3
BTpatu iH(popmanii. B octarounomy BapiaHTi
0a3u  gaHux BXigHUM aTpubyt “Text” 1
BuxinHuil arpubyt “Class” OyayTh 30epexkeHi.

Tabn. 1 mokasye nucOanmaHc y KiJTbKOCTI
kiaaciB B 0asi ganux. Kmac «7» € HalOUIbII
posmnoBcropkeHnM (Maixke 30%), B TOM Yac sk
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npo0sieMy y MOJAAJIbIIOMY JOCTIIKEHHI 4epe3
Te, 10 MaTeMaTH4YHa MOJeiIb NpPHU HaBYaHHI
OMUPAETHCS HA Tl KJIAcH, SIKI OUIBII YacTo
3ycTpivaroThes. ToMy 3acTocyeMo MigXoaAu JUis
nocnabseHHss ~ ad0  yCyHEHHS  BIUIMBY
nucOanancy kiaciB. Hampukinan, crpareris
ctpartudikamii [16] moxe OyTH BHUKOpHCTaHa
JUIs pIBHOMIPHOTO pO30UTTSI BUOIPKU JaHUX Ha
TPEHYBaJIbHY Ta €K3aMEHaIliiiHy, a MeTox
cemruryBanHss «SMOTE» [17] — ansa renepartii
MTYYHUX JI@HWUX, [0 JO3BOJIUTH 3O0UIBIIUTH
KUTBKICTh ~ 00’€KTiB  KiaciB, SKi  PIAKO
3yCTPIYarOThCA.

V. KOHCTPYIOBAHHS O3HAK

TexcToBl JaHi € CKIAQAHUMH IS aHaTi3y,
OCKUTBKM 'y HEOOpOoOJeHOMY BWIJISII HE
MICTSTb KOPHCHOI iHpopmarii TUISL
nporHo3yBaHHs. B NLP icHy1oTh 1HCTpyMeHTH,
AKI  JIO3BOJISIFOTH  OTpUMATH  iH(OPMATHBHI
o3Haku 3 Tekcty [7]. Ilpore, mepm Hix
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NEPEeXOAUTH 10  KOHCTPYIOBaHHSA  O3HAK,
HEOOXIJTHO TMPOBECTH TMOIEPEaHI0 00pOOKY
TEKCTOBUX  JaHMX, fKa CKJIAJA€ThC 3
HACTYITHUX KPOKIB!

1. TlpuBeneHHS TEKCTy 10 HUKHBOTO
pericTpy Mg YCyHEHHS 3aJIe)KHOCTi Bij OYKB,
110 3HAXOJATHCS Y BEPXHBOMY PEricTpi.

2. BupaneHHsg  «CTOI-CIiB», SKI €
3araJlbHAMH CJIOBaMH B OyJb-SIKMX TEKCTOBUX
JaHUX, 1 TaKOX MOXKYTh 3aBaJIATH aHANi3y.
[lpuknany cron-ciliB B aHMTMCHKIA MOBI
BKJIFOYAOTE: “a”, “the”, “is”, “are”, 1 T.1.

3. Jlemaru3amis — mpouec MepeTBOPEeHHs
clioBa B MOro KopeHeBy (opMmy, HaMpHUKIal,
“learning”  micms  mpomecy — Jemaru3arii
nepeTBoproeThess B “learn”. Ile mo3Bosie
3HU3WUTH KUTBKICTh YHIKAJIBHHUX CIIiB B TEKCTI.

OCKITBKM MallMHU HE MOXYTh PO3YMITH
CHMBOJIH Ta TEKCT, HEOOXiHO MIEPETBOPEHHS iX
y UYHKCJOBI JlaHl 3a JIOMOMOTOI0 BEKTOpH3allii
TekcTy. JlaHuil merox miJpaxoBy€ KUIbKICTb
yCIX MOXIIMBUX CIIB JUIS KOXHOTO 00’ €KTY
TEeKCTOBUX AaHMX. [1icas 1boro oOpaxoByeThCs
METpHKa, Ky Ha3UBAIOTh «4acTOTa TEPMIHY —
3BOPOTHA  dYacToTa  JOKyMeHTa»  (term
frequency—inverse document frequency, a6o
koporko TF-IDF) [18], me mim mokymeHTOM
posymietbess Tekcer. TF-IDF — me uwmcnosa
CTaTUCTHUKA, fIKa B1100pa)xkae BayKIMBICTh CJIOBA
B TeKCTi. PO3paxyHOK BUKOHY€ETbCA Y 3 eTanu:

1. OO6uucneHHs dYacTOoTH cJoBa (term
frequency, abo kopotko TF) 3a popmyioro:

n,

ank

tf (t,d) =

1)

JIe: Nt — YHCII0 BXOKEHD CJIoBa t B TEKCT, a
B 3HAMEHHUKY — 3arajibHa KUIBKICTH CIiB B
TEKCTI.

TF (1) nmo3BoJis€ OIIHWTH BaXJIHMBICTh
clioBa ti B MEXaxX OKPEMOTO TEKCTY.

2. OOumucneHHs  3BOPOTHOi  YacTOTH
nokyMeHTy (inverse document frequency, a6o
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kopotko IDF). Ile iHBepcis 4acToTH, 3 SKOIO
JIesIKE CJIOBO 3YCTPIYa€ThCs B MacHBlI TEKCTIB.
[TapameTp po3paxoByeThCs 32 (HOPMYIIOIO:

|D|

idf (t,D)=lo)g —MM
e T I hY

()

ne: |D| — 4Ymcno TEKCTiB B MacuBi, B
3HaMEHHHMKY CTOITh YHCIIO TEKCTIB 13 MacHBY
D, B sKMX 3ycTpiyaeTbcs ciI0BO t (Koiu nt He
JIOPIBHIOE HYITIO).

BpaxyBanusa IDF 3meHmye Bary mupoxo
3aCTOCOBAHUX CIIiB. [|JIs1 KOXKHOTO YHIKQJIEHOTO
CJIOBAa 3 MAaCHUBY TEKCTIB OOpaxoBYETbCS JIMIIE
onHe 3HadyeHHs IDF.

3. 3nauenns TF-IDF oOpaxoByeTbes sik:

tf —idf (t,d, D) =tf (t,d) xidf (t, D) (3)

B pesynbTari gaHOro po3paxyHKy, CIIOBa,

II0 MaloTh BHCOKY YacTOTy B MeXax
KOHKPETHOIO TEeKCTYy 1 HHU3bKY YacTOTy
B)KMBaHb B IHIIUX TEKCTAX, OTPUMAIOTh OUIBIILY
Bary. CdopmoBaHi  mapameTpu  MOXHa

BUKOPUCTOBYBaTH $K HaOlp 1H(QOpMaTHUBHHUX
O3HaK Ui MOOYJ0BU MPOTrHOCTUYHUX MOAEIeH
MaIIMHHOTO HABYAHHS.

BpaxoBytoun, 10 KUIBKICTh YHIKaJbHUX
CJIB 3 YCIX TEKCTOBUX JaHUX 00paHoi 6a3u [14]
MOJKE€ CSITaTh COTHI TUCSY, HEOOXiAHO oOpatu
HaloOuIbl  1HQOpMATHBHI 3  HUX A
mojenmoBanHsA. Jlns  BigOopy o3Hak  OyB
3aCTOCOBAHUN KoOpemsauiiHui kputepid [19],
SKUH OIIHIOE MIIMHOXHHY HE3aJIe)KHUX O3HAK
Ha OCHOBI TINOTE3W MpO Te, L0 «XOPOILIi
MIAMHOKHMHUA MICTATh Ti O3HAKH, AKI CHIBLHO
KOPETIOIOTh 3  3aJIe)KHOK 3MIHHOK, —aje
HEKOpeJIbOBaHi ojaHEe 3 ogHMM». g rimoresa
HampaBlIeHAa Ha  PO3B’S3aHHSA  MPOOIEMH
MyJbTHKOJIIHEapHOCTI [20].

3acTOCYBaHHS KOPENALIMHOTO KPHUTEPIIo
nependavae 3HAXOMKEHHS MIMHOXHMHU Kk
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HC3aJIC)KHHUX  O3HaK, AKEC Ja€
3HAa4YCHH, 110 3a4a€ThCA (bOpMYJ'IOI-OZ

MaKCUMYM

Ky
JK+K(K=Drg )

ne: K — KinpKicTh 03HAK B MiAMHOMXUHI, Sk —
KOPEJSIIHHANA KPUTEPIi OIIHKH ITiAMHOXUHU

Sk=

O3HaK, Iy — CepemHE 3HAYCHHS MOJIYJIIB

KOpemsillii  yCiX  HE3aJIeKHUX  O3HaK 3

3aJIeKHOI0 3MIHHOIO, I — CEepeIHE 3HAYCHHS

MOJIYJIiB KOPEJISIii yCiX 03HaK MiXK CO0O0I0.

VI. PE3YJIBTATH
Ha ocHoBi BimiOpanux naHux Oynu
noOys0BaHi MPOTHOCTUYHI MOJENi Ha OCHOBI
AHATITHYHUX MOJIeNel Kiacudikaii Ta Moaeni

HEHpOHHUX  Mepex. Ilpu  BHKOpUCTaHHI
KJTaCHYHUX  QJITOPUTMIB, 11  BH3HAUCHHS
ontumanbhoi  miamHokuan (K = 100)

iHpOpMATUBHUX O3HAK  OyJI0 3aCTOCOBaHO
kputepii (4). Ilpu po3paxyHKy Kopensuii
BUKOpUCTOBYBaslach MeTpuka CripmeHna [21],
OCKUIBKM BOHA IHBapiaHTHa J0 THUIIy Ta
PO3MOALTY AaHUX.

3acTocoBaHi KJIIACUYH1 aJITOPUTMH:

1. MynbTuHOMIanbHUM HaiBHUM baiiec

[22] - € npencraBHukOM — ciMmeiicTBa
HMOBIpHICHMX alTOpUTMIB, 3aCHOBaHHUX Ha
teopemi  baiteca  [23], 3 = «HaiBHUMY»

MPUITYIICHHSIM PO YMOBHY HE3QJICKHICTh MiX
BXITHUMH O3HaKamu. JlaHWii airoputMm €
OTHUM 3 HaWOUIbII  3aCTOCOBYBAaHHUX ISt

no0y/T0OBH MPOTHOCTUYHUX MOJEJIeH Ha OCHOBI
TEKCTOBHX JIaHUX [24].

2. MynbTUHOMIaNbHA JIOTICTHYHA PErpecis
[25] — meron kmacudikarii, SIKHE PO3MIMPIOE
NOPUHIUIKA TPOCTOi JIOTICTHYHOI perpecii y
IPOCTIp 0araTokJ1IacOBUX 3a/1a4. SAx
albTEpHATUBA «HAIBHOMY» baliecy, el meTon

HE TIPUIYCKA€ CTATUCTUYHOI HE3aJICKHOCTI
BXIJIHUX O3HAaK.

3. BunagkoBuii jic [26] — 1mHMPOKO
BIIOMHI QJITOPUTM HABYAHHSI  aHCaMOIIO

Mojieneil. 3acToCyBaHHS JAaHOTO AalfOPUTMY
apryMEHTOBAaHO THUM, IO BIH JEMOHCTPYE
BHUCOKY MPOAYKTHUBHICTh B MOAIOHUX 3a/adyax
[27].

4.  VYkpaincekuit ~ BueHudt  Omnekciit
IBaXxHEHKO 3ampONOHYBaB METOJ TPYIOBOTO
ypaxyBanHs aprymentiB (MI'YA) [28] sk
IHIYKTHBHUH MiIXia 10 MojaemoBaHHs. [lompu
CBOIO CITeNU(IYHICTh, TaHUW AITOPUTM, YacTO
Jla€ CHIIbHI TiporHocTHYHI Mozeni [29-30].

Koxna wmomenr Oyno HaBueHO Ha
TpeHyBalbHINA BuOIpHi (o0 ckiagana 75% Bin
3arajpHOI), a MOTIM OIIIHEHO Ha
eK3aMeHauiiHid Bubipui (25%). JlaHi MicTATh
9 pi3HMX KJIaciB, TOMY e(EeKTHBHICTh
IIPOTHO3YBAaHHSA MOJIENel OlliHIOBaJlach 3a
JIBOMa HACTYITHUMH METPHKAMHU:

* TOYHICTh Kiacudikamii —
MPaBUIBHO KIACU(pIKOBAaHUX 00’ €KTIB;

* 3axkeHa F mipa (F-score) [31].

PesynpTaT MonenroBaHHS HaBeleHI B
Tab. 2.

BIJICOTOK

Tabnuya 2. Pe3yabTaTh Kiaacugikanii KIaCHYHUMH MeTOJAMH MAIIMHHOIO HABYAHHS

TR e TpeHyB.am,Ha BuOipka (75%) EK?,aMeflauiiiHa Bubipka (25%)
TouHicTh F-score TouHicTh F-score
Haisnwii baiiec 41.6% 0.432 41.9% 0.436
JlorictuuHa perpecis 58.5% 0.592 52.7% 0.534
Bunajnkosuii stic 89.2% 0.896 64.9% 0.647
MI'YA 41.3% 0.434 41% 0.434
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Jns  Ttoro, mio0 3amoOirTH BUIAJKIB
NepeHaBYaHHsI MOJIeJIel, BHUKOPUCTOBYBAJIACH
Kkpoc-Bamigamis [32]. 3a JOMOMOrorw JaHOTO
nigxomy OyJio BHSIBIICHO, IIO ONTHMAIIbHOO
KUTBKICTIO IEPEB BUIIAJKOBOTO JIiCy € 75, a s
Mooy 10BU Mozenl MI'YA HeoOX1THO
BUKOPHUCTOBYBAaTH IIBUJAKHA KOMOIHATOPHHIA
AIITOPUTM.

3acTocoBaHi MOAETl HEHMPOHHUX MEPEXK:
npu ix ¢GopMyBaHHI BUKOPHUCTOBYBAIUCH
¢byskuig softmax [33] i moxubka Kpoc-eHTpoIii
[34]. Heiiponni mepexi Oynu peani3oBaHi 3
BUKopucTanHsaM Oibmiorekn Tensorflow Bepcii
2 ta API Keras [35].

[Tepmra MO/IEITb noOyoBaHa 3
BUKOPUCTAHHSM aJITOPUTMY 0araromapoBOro
nepuentpona [36]. Kpoc-Baminaris mokasana,
10 ONTHUMaJIbHA KUIBKICTh €I10X HaBYAHHS IS
naHoi moxeni ckimangae 50, a po3mip 6aruy mae
CTaHOBUTH 128.

Puc. 2 1imoctpye iTepaTUBHUN mpoIeC
HaBYaHHS Moiemi OaraToiapoBoro
nepuentpona. MokHa Oa4uTH, MO TOYHICTH
knacudikamii Ha eK3aMEeHAlllMHMX  JaHUX
JNEMOHCTPY€E TEHACHINIO 10 301IbIICHHS, TIOTIPH
HasBHICTh BHCOKOI MOXUOKHU Kpoc-eHTporii. Ie
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CBIIUUTH NPO AJEKBATHICTH JAHOTO BapiaHTy
MOJENI.

Hpyra mozaens HeWpoHHOI Mepexi Oyna
noOysoBaHa 3 BHKOPHUCTAHHSAM PEKYPEHTHOI
HEHUpPOHHOL Mepexi 3 JTOBT'OI0
KOpPOTKOCTpOKOBOIO mam at1Tio (LSTM — Bin
long short-term memory) [37]. Hdauuii Tun

HEHPOHHOI MEpeXi  BIIOMHI BHCOKOIO
e(eKTHBHICTIO pu PO3B’sA3aHHI
OPOTHOCTUYHMX  3aja4,  [OB’SA3aHUX 3
TekcToBUMU gmaHuMH. OpnpHak, 11 CckiagHa
apxiTekTypa moTpedye 3HA4YHOI KUIBKOCTI
4acOBOTO pecypcy JUTST TPEHYBaHHS

e(eKTUBHOT MOJIEIII.

Ha puc. 3 mnoxaszanuii mpouec HaBYaHHS
orpumanoi momeni LSTM. Sk mokazaHo Ha
PHCYHKY HHW)XK4Ye, TOYHICTb 1 TOXuOKa Kpoc-

SHTPOITI1 Ha eK3aMeHalli eI’ BHOIpIT
BUSIBWINCH 3HAYHO TIPIIUMH Y TIOPIiBHSHHI 3
MOJEJUTI0  0araTomapoBOr0  MeEpIENTpPOHa.

Takuii pe3ynapTaT NOSICHIOETHCA TEXHIYHUMHU
OOMEXEHHSIMH, SIKI HE JO3BOJIUIU BUIUIUTH
OulplIe Yacy Ha TpEHyBaHHA MOJENl, B
pe3yNnbTaTi 4Yoro MNPOTHOCTUYHHUI MOTEHIiaT
LSTM He OyB mnoBHicTIO peanizoBanuil. lLle
OOMEeXEeHHS  MJIaHY€ThCS  BHUMIPABUTH Y
MalOyTHiIX poOoTax.
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Training and validation accuracy

— Taining accuracy
— Validation accuracy

0 10 20 30 40 50

Training and validation loss

—— Training Loss
= Validation Loss

25

20

15

10

05

U] 10 2‘0 3‘0 40 5‘0
Pucynox 2 — Pe3ynbraTi HaBuaHHs MOJEII
0araTomnapoBoro MneprenTpoHy

VIil. OBI'OBOPEHHS
B Tabn. 3 nmnpexacraBieHe 3BeAEHHS
pe3ynbTariB  Kjacudikamii TUMY TeHETHYHOL
MyTalii paKy yciX BUKOPUCTaHUX MOJIENIEH.
3 Hei BUAHO, MOjENIb 0araToIapoBOTO
NepuenTpoHa Jaja HaWKpall pe3yJbTaTH:

Training and validation accuracy

—— Taining accuracy
—— Validation accuracy
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Pucynok 3 — Pesyneratn HapuauHs monxem LSTM

TOuHICTh Kiacudikamii 90.6% Ha HaBYaIbHIN
BUOIpIi Ta 65.1% Ha ex3aMeHaliiHiH.

[pyroto 3a e(peKTUBHICTIO cTala MOJEIb
BUIAJKOBOTO JIiCY, TOYHICTh SIKOI CKJaia
89.2% wna nHaByanbHiK BUOipmi Ta 64.9% Ha
TECTOBIH.

Tabnuysa 3. 3BeieHHs pe3yabTaTiB Kiaacudikauii ycix Mojaeeii

. HapuajibHa BuGipka (75%) Ex3amenaniiina Bu6ipka (25%)
Adroputm Kiacupikaii - -
TouHicTb F-score TouHicTb F-score
Haisuuii baiiec 41.6% 0.432 41.9% 0.436
Jlorictu4Ha perpecis 58.5% 0.592 52.7% 0.534
Bunaagxoswuii jric 89.2% 0.896 64.9% 0.647
MI'VA 41.3% 0.434 41% 0.434
BaraTomaposuii nepuenTpox 90.6% 0.908 65.1% 0.657
LSTM 81.3% 0.818 30.9% 0.343

Xoua monens LSTM 3aiiHsina TpeTe micie
[0 TOYHOCTI Ha HaBYalbHIM BHUOIpII, BOHA
nokaszajia Halripmuil pe3ynbTaT Kiacugikamii
Ha eK3aMeHalliifHiif, He JOCATHYB MOpOry Yy
40%. Taxkuil HU3BKMI pe3yJapTaT MOXKHA
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MOSICHUTH TEXHIYHHMH OOMEXKEHHSIMH, SIKI HE
JIO3BOJIMJIM  BHJUTATA  OuTbIle dYacy Ha
MIOBHOIIIHHE  HABYaHHSI JOBOJI  CKJIAIHOI
apXIiTEeKTypUu HEHPOHHOI MEPEKI.
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PesynbraTi kimacudikaiii, oTpumani y
JTAaHOMY JOCIIIIKEHHI, TIepEBEPIIIIN
pe3yJIbTaTH, TPOJACMOHCTPOBAHI YYaCHUKAMH
koHkypcey Kaggle [14]. Cepen mux poOiT citif
BunimnTd: wmozens LSTM, sdxa mocsria
TOYHICTh ¥ 36.2% Ha ek3aMeHaliiHii BUOipIIi
[38]; ™Momens BumagkoBoro yicy 3 57.8%
To4YHOCTI Kiacudikamii [39]; miHiliHY MOEIb,
3aCHOBaHy Ha MPHUHIMII METOJa ONOPHUX
BEKTOPIB, 0 B pe3yJIbTaTi MPOJACMOHCTPYBaIa
64.7% TouHoCTi Ha ck3ameHi [40].

Kpamii pesynbpTatu y AaHiii poOOTi MOXHa
MOSICHUTH BUKOPHCTAHHSIM METO/IiB
ctpatudikamii Ta cemmiyBanHs SMOTE nns
30ajaHCyBaHHS KJIACiB MEIUYHHX TEKCTOBUX

JaHUX, a TaKOXK 3aCTOCYBaHHSAM
KOPEJSIIHHOTO KpPUTEPIIO BiOOpYy
iHpopMaTUBHMX O3HAK JUIS  3amoOiraHHs

poOJIeMH MYJTBTHKOJIIHEAPHOCTI.

VIill. BUCHOBKHA

JlociKeHHs METO/I1B 00poOKH
MPUPOJHOT MOBH Yy KOMOIHalil 3 MalIMHHUM
HaBYaHHSAM JUIs pO3B’sI3aHHsS 0araTokiIacoBOi
3aja4l Kjaacudikauii Ty T€HEeTUYHOI MyTalii
paKy Ha OCHOBI MEIMYHUX TEKCTOBUX IaHUX
J03BOJIHIIO (POPMYITIOBATH HACTYITHI BUCHOBKH:
U1 TOOYAOBU MPOTHOCTUYHMX Mojenel Oyio
oOpano 4 Mojeni KJIACMYHOTO MAIIUHHOTO
HaBYaHHS 1 2 Mojeli MMOOKOro HaBYaHHS (Ha
OCHOBI HEWpPOHHHX Mepex). Mogemno, 1o
Nokaszajia HalKkpall pe3yJibTaTu Kiacudikarii,
cTaja Mojeib 0araromapoBOTO IMEPIENTPOHA,
TOYHICTH  sfiKOI  cTtaHoBwia  90.6%  Ha
TpeHyBaJbH1N BuOip1i 1 65.1% Ha TeCTOBIM.

OOpani crTparerii mnonepeaHboi 0OpOOKH
JaHUX TIepell MOJICIIOBAHHSAM  BHSBHIINCH
YCHIIIHUMH, OCKUIBKM JIOTIOMOTJIM JIOCSTTH
Kpalux  pe3yJbTaTiB, HDK  Ti, K1
NPOJAEMOHCTPYBAIM  YYaCHUKM  KOHKYPCY
Kaggle. Otpumani Moze MOYHA
BUKOPHUCTOBYBAaTH, $K ©0a30BUl piBEeHb JUIA
MoOYy/IOBM J1arHOCTUYHOI CHUCTEMHU MIATPUMKH
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npuidiHaTTs  pimens.  [lomibHa  cuctema
IOIIOMOXKE KJIIHIOUACTAaM 1 OHKOJIOTaM B
JTIarHOCTUYHUX MPOIIETypax PaKOBUX ITyXJIUH.
dinancyBaHHs. [laHe 1IOCIIDKEHHS HE
OTPUMYBAJIO 30BHILIHHOTO (piHAHCYBAHHSI.

Konguikr iHnTepeciB. ABTOpHU 3asBISAIOTH
PO BiICYTHICTh KOH(IIKTY iHTEpECIB.

ORCID ID Ta BHecoOk aBTOpiB:
0000-0003-4913-6323 (C, D) Lilia Levchyk
0000-0002-8433-3878 (B) Vitalii Babenko
0000-0003-0936-2246 (A) Kateryna
Bovsunovska
0000-0002-3293-5308 (E) Volodymyr Pavlov
0000-0002-1076-9337 (F) levgen Nastenko

A - Konuenuist poboTu Ta 1u3aiis, B - anani3
CTaHIApTIB TEKCTOBOTO  ONUCY TEHETHYHUX
myrtariii paky, C — [IpoexTyBaHHS IPOTrpamMHOro
kony, D - Hamucanns crarri, E - Kputnunmii
o, F - Ocraroune cxBajeHHs CTaTTI.

IMEPEJIIK IOCUJIAHb
1. Martinez, A., Lopez, G., Bola nos, C., Alvarado,
D., Solano, A., Lopez, M., Mora, R. (2017). Building a
Personalized Cancer Treatment System. Journal of
Medical Systems, 41(2). DOI: 10.1007/s10916-016-

0678-z.
2. National Institutes of Health (US); Biological
Sciences  Curriculum  Study. NIH  Curriculum

Supplement Series [Internet]. Bethesda (MD): National
Institutes of Health (US); 2007. Understanding Human

Genetic Variation. Available from:
https://www.ncbi.nlm.nih.gov/books/NBK20363/

3. Verma M. Personalized medicine and cancer. J
Pers Med. 2012 Jan  30;2(1):1-14. DOI:
10.3390/jpm2010001. PMID: 25562699; PMCID:
PMC4251363.

4. Cialdella-Kam L, Sabado P, Bispeck MK,

Silverman S, Bernstein L, Krawiec V, Hawk E,
O'Donnell JF. Implementing cancer prevention into
clinical practice. J Cancer Educ. 2012 May;27(2
Suppl):S136-43.  doi:  10.1007/s13187-012-0331-6.
PMID: 22367592; PMCID: PMC4126604.

5. Maughan, T. (2017). The Promise and the Hype
of ‘Personalised Medicine.” New Bioethics, 23(1), 13—
20. DOI: 10.1080/20502877.2017.1314886

6. Rajkomar, A., Dean, J., & Kohane, 1. (2019).
Machine Learning in Medicine. New England Journal of


https://orcid.org/0000-0002-1076-9337
https://www.ncbi.nlm.nih.gov/books/NBK20363/

Biomedical Engineering and Technology
Issue 8, 2022

ISSN 2617-8974
ISSN (online) 2707-8434

Medicine, 380(14), 1347-1358. DOl:
10.1056/nejmral814259
7. Locke, S., Bashall, A., Al-Adely, S., Moore, J.,

Wilson, A., & Kitchen, G. B. (2021, June 1). Natural
language processing in medicine: A review. Trends in
Anaesthesia and Critical Care. Churchill Livingstone.
DOI: 10.1016/j.tacc.2021.02.007

8. Harrison, C.J., Sidey-Gibbons, C.J. Machine
learning in medicine: a practical introduction to natural
language processing. BMC Med Res Methodol 21, 158
(2021). DOI: 10.1186/s12874-021-01347-1

9. Saskia Locke, Anthony Bashall, Sarah Al-
Adely, John Moore, Anthony Wilson, Gareth B. Kitchen.
Natural language processing in medicine: A review.
Trends in Anaesthesia and Critical Care, Volume 38,
2021, Pages 4-9. ISSN  2210-8440. DOI:
10.1016/j.tacc.2021.02.007

10. S. Subramanian, |. Baldini, S. Ravichandran,
D.A. Katz-Rogozhnikov, K.N. Ramamurthy, P. Sattigeri,
et al. A Natural Language Processing System for
Extracting Evidence of Drug Repurposing from
Scientific Publications. Proceedings of the AAAI
Conference on Artificial Intelligence (2020), 34(08), pp.
13369-13381. DOI: 10.1609/aaai.v34i08.7052

11. X. Zhang, J. Kim, R.E. Patzer, S.R. Pitts, A.
Patzer, J.D. Schrager. Prediction of emergency
department hospital admission based on natural language
processing and neural networks. Methods Inf. Med., 56
(2017), pp. 377-389. DOI: 10.3414/ME17-01-0024

12. N. Kolanu, A.S. Brown, A. Beech, Jacqueline
Center, C.P. White. OR29-02 natural language
processing of radiology reports improves identification
of patients with fracture. J Endocr Soc, 4 (2020). DOI:
10.1210/jendso/bvaa046.1619

13. B. Udelsman, I. Chien, K. Ouchi, K. Brizzi, J.A.
Tulsky, C. Lindvall. Needle in a haystack: natural
language processing to identify serious illness. J. Palliat.

Med., 22 (2019), pp. 179-182. DOl:
10.1089/jpm.2018.0294

14. Kaggle. Personalized Medicine: Redefining
Cancer Treatment. 2017. URL:

https://www.kaggle.com/competitions/msk-redefining-
cancer-treatment/data

15. Ma, L., Wiggans, G. R., Wang, S., Sonstegard,
T. S., Yang, J., Crooker, B. A., ... Da, Y. (2012). Effect
of sample stratification on dairy GWAS results. BMC
Genomics, 13(1). DOI: 10.1186/1471-2164-13-536

16. Fernandez, A., Garcia, S., Herrera, F., &
Chawla, N. V. (2018, April 1). SMOTE for Learning
from Imbalanced Data: Progress and Challenges,
Marking the 15-year Anniversary. Journal of Artificial

74

Intelligence Research. Al Access Foundation. DOI:
10.1613/jair.1.11192

17. 9. Zhang, Y., Zhang, Y., Qi, P., Manning, C. D.,
& Langlotz, C. P. (2021). Biomedical and clinical
English model packages for the Stanza Python NLP
library. Journal of the American Medical Informatics
Association, 28(9), 1892-1899. DOI:
10.1093/jamia/ocab090

18. Qaiser, S., & Ali, R. (2018). Text Mining: Use
of TF-IDF to Examine the Relevance of Words to
Documents. International Journal of Computer
Applications, 181(1), 25-29. DOl:
10.5120/ijca2018917395

19. Hall, M. A. (1999). “Correlation-Based Feature
Selection for Machine Learning”, 109 p.

20. Kim, J. H. (2019). Multicollinearity and
misleading statistical results. Korean Journal of
Anesthesiology, 72(6), 558-569. DOI:
10.4097/kja.19087

21. Croux, C., & Dehon, C. (2010). Influence
functions of the Spearman and Kendall correlation
measures. Statistical Methods and Applications, 19(4),
497-515. DOI: 10.1007/s10260-010-0142-z

22, Anggraeni, M., Syafrullah, M., & Damanik, H.
A. (2019). Literation Hearing Impairment (I-Chat Bot):
Natural Language Processing (NLP) and Naive Bayes
Method. In Journal of Physics: Conference Series (Vol.
1201). Institute of Physics Publishing. DOI:
10.1088/1742-6596/1201/1/012057

23. Berrar, D. (2018). Bayes’ theorem and naive
bayes classifier. In Encyclopedia of Bioinformatics and
Computational Biology: ABC of Bioinformatics (Vol. 1—
3, pp. 403-412). Elsevier. DOI: 10.1016/B978-0-12-
809633-8.20473-1

24, Susanti, A. R., Djatna, T., & Kusuma, W. A.
(2017). Twitter’s sentiment analysis on GSM services
using  Multinomial Naive Bayes. Telkomnika
(Telecommunication  Computing  Electronics  and
Control), 15(3), 1354-1361. DOI:
10.12928/TELKOMNIKA.v15i3.4284

25. El-Habil, A. M. (2012). An application on
multinomial logistic regression model. Pakistan Journal
of Statistics and Operation Research, 8(2), 271-291.
DOI: 10.18187/pjsor.v8i2.234

26. Breiman, L. (2001). Random forests. Machine
Learning, 45(1), 5-32. DOI: 10.1023/A:1010933404324
217. Antony Vijay, J., Anwar Basha, H., & Arun
Nehru, J. (2021). A dynamic approach for detecting the
fake news using random forest classifier and nlp. In
Advances in Intelligent Systems and Computing (Vol.
1257, pp. 331-341). Springer Science and Business


https://www.kaggle.com/competitions/msk-redefining-cancer-treatment/data
https://www.kaggle.com/competitions/msk-redefining-cancer-treatment/data

Biomedical Engineering and Technology
Issue 8, 2022

ISSN 2617-8974
ISSN (online) 2707-8434

Media Deutschland GmbH. DOI: 10.1007/978-981-15-
7907-3_25

28. Vaishnav, V., & Vajpai, J. (2020). Assessment
of impact of relaxation in lockdown and forecast of
preparation for combating COVID-19 pandemic in India
using Group Method of Data Handling. Chaos, Solitons
and Fractals, 140. DOI: 10.1016/j.chaos.2020.110191

29. Hactenko, €., Makcumenko, B., Ilorames, C.,
[TaBmnoB, B., ba6enko, B., Pucin, C., ... JlazopummHens,
B. (2021). 3ACTOCYBAHH:A METOY
I'PYIIOBOI'O YPAXYBAHHA API'YMEHTIB JIA
IMObYJOBU AJITOPUTMIB HJIATHOCTUKHA
IIIEMIYHOI XBOPOBMU CEPISl. bBiomenmuna
Imxenepis 1 Texuonoris, (5), 1-9. DOI: 10.20535/2617-
8974.2021.5.227141

30. Petrunina O, Shevaga D, Babenko V, Pavlov V,
Rysin S, Nastenko I. Comparative Analysis of
Classification Algorithms in the Analysis of Medical
Images From Speckle Tracking Echocardiography Video
Data. Innov Biosyst Bioeng [Internet].
2021Sep.10;5(3):153-66. Available from:
http://ibb.kpi.ua/article/view/234990

31. Vujovié, Z. (2021). Classification Model
Evaluation Metrics. International Journal of Advanced
Computer Science and Applications, 12(6), 599-606.
DOI: 10.14569/1JACSA.2021.0120670

32. Berrar, D. (2018). Cross-validation. In
Encyclopedia of Bioinformatics and Computational
Biology: ABC of Bioinformatics (Vol. 1-3, pp. 542—

545). Elsevier. DOI: 10.1016/B978-0-12-809633-
8.20349-X
33. Peng, H., & Yu, S. (2021). Beyond softmax

loss: Intra-concentration and inter-separability loss for

75

classification. Neurocomputing, 438, 155-164. DOI:
10.1016/j.neucom.2020.11.030

34. Ho, Y., & Wookey, S. (2020). The Real-World-
Weight Cross-Entropy Loss Function: Modeling the
Costs of Mislabeling. IEEE Access, 8, 4806-4813. DOI:
10.1109/ACCESS.2019.2962617

35. Joseph, F. J. J., Nonsiri, S., & Monsakul, A.
(2021). Keras and TensorFlow: A Hands-On Experience.
In EAI/Springer Innovations in Communication and
Computing (pp. 85-111). Springer Science and Business
Media Deutschland GmbH. DOI: 10.1007/978-3-030-
66519-7_4

36. Murtagh, F. (1991). Multilayer perceptrons for
classification and regression. Neurocomputing, 2(5-6),
183-197. DOI: 10.1016/0925-2312(91)90023-5

37. Greff, K., Srivastava, R. K., Koutnik, J.,
Steunebrink, B. R., & Schmidhuber, J. (2017). LSTM: A
Search Space Odyssey. IEEE Transactions on Neural
Networks and Learning Systems, 28(10), 2222-2232.
DOI: 10.1109/TNNLS.2016.2582924

38. Doc2Vec with Keras URL:
https://www.kaggle.com/code/alyosama/doc2vec-with-
keras-0-77

39. Basic NLP: Bag of Words, TF-IDF, Word2Vec,
LSTM. URL:
https://www.kaggle.com/code/reiinakano/basic-nlp-bag-
of-words-tf-idf-word2vec-Istm

40. Redefining Cancer Treatment - Linear SVC.
URL:
https://www.kaggle.com/code/bhuvaneshwaran/redefinin
g-cancer-treatment-linear-svc



http://ibb.kpi.ua/article/view/234990
https://www.kaggle.com/code/alyosama/doc2vec-with-keras-0-77
https://www.kaggle.com/code/alyosama/doc2vec-with-keras-0-77
https://www.kaggle.com/code/reiinakano/basic-nlp-bag-of-words-tf-idf-word2vec-lstm
https://www.kaggle.com/code/reiinakano/basic-nlp-bag-of-words-tf-idf-word2vec-lstm
https://www.kaggle.com/code/bhuvaneshwaran/redefining-cancer-treatment-linear-svc
https://www.kaggle.com/code/bhuvaneshwaran/redefining-cancer-treatment-linear-svc

Biomedical Engineering and Technology ISSN 2617-8974
Issue 8, 2022 ISSN (online) 2707-8434

UDC 004.81 + 616-006

DIAGNOSTIC ALGORITHMS FOR DETERMINING
GENETIC MUTATIONS OF CANCEROUS TUMORS BY
MEDICAL TEXT ANALYSIS METHODS

Lillia Levchyk
levchyk.lilila@Ill.kpi.ua
Vitalii Babenko
vbabenko2191@gmail.com
Kateryna Bovsunovska
bmk-bks-fomi@I1l.kpi.ua
Volodymyr Pavlov
pavlov.volodymyr@Ill.kpi.ua
levgen Nastenko
nastenko.e@gmail.com

Department of Biomedical Cybernetics
National Technical University of Ukraine
“Igor Sikorsky Kyiv Polytechnic Institute”
Kyiv, Ukraine

Abstract — Analytical diagnostic tools, including genetic testing, have advanced to the point where an increasing proportion of
disease diagnoses, such as cancer, can be automated. However, the manual work required for the diagnosis of cancerous tumors
remains a significant hurdle to progress in this area. The sequencing process for a cancerous tumor can reveal thousands of genetic
mutations, but the challenge is to identify the mutations that contribute to cancer growth (drivers) versus those that are neutral
(passengers). This task requires a clinical pathologist to manually review and classify each mutation based on information obtained
from clinical literature, a time-consuming process. The use of computerized methods for analyzing medical texts has the potential to
alleviate the burden of diagnosing cancerous tumors. The aim of this study was to determine the utility of natural language
processing and machine learning in automatically identifying cancer genetic mutation types from medical text data. A publicly
accessible database of medical text data, containing 3321 observations and annotated with 9 types of cancer genetic mutations by
leading researchers and oncologists at the Memorial Sloan Kettering Cancer Center (New York, USA), is available for use. This data
was provided as part of a machine learning competition on Kaggle. To address the multi-class classification problem, various
machine learning models were employed, including multinomial naive Bayes multinomial logistic regression, random forest, group
method of data handling, multilayer perceptron, and a recurrent neural network with long short-term memory. The multilayer
perceptron model was found to be the most effective approach for determining the type of genetic mutation, demonstrating a 65.1%
prediction accuracy on the test sample (25% of the total dataset). A random forest model also performed well, achieving a 64.9%
accuracy. These results outperformed those of the Kaggle contestants, where the highest classification accuracy, 64.7%, was
achieved using a linear model based on the support vector method. The combination of natural language processing and machine
learning techniques shows great potential for application in the medical field, particularly in the identification of cancer genetic
mutation types based on text data. This has the potential to significantly facilitate the work of clinicians and oncologists in the
diagnostic process. Further research is planned to achieve more effective results.

Key words — cancer genetic mutations, medical text data, natural language processing, text vectorization, machine learning, deep
learning.
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