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[lepconanu3upoBanHas MEAUIIMHA HIUPOKO UCIONb3YET TeHETUYECKYI0 HH(POPMAIUIO
JUI TIpeACKa3aHusl MPepacloNoKEHHOCTH K 3a00JIeBaHUsAM U 110100pa MHAMBHUIYaJIbHBIX
TepaneBTHYeCKux crpareruii. OMHaKo OrpaHUYEHHOCTh JOCTYIMHBIX T€HETHUECKUX JaHHBIX
SBJIAETCS Cepbe3HOM mpobiieMoil. Peaxue 3a00seBaHNs UMEIOT Majo 3apErUCTPUPOBAHHBIX
Clly4aeB, a TeHETUYECKHE UCCIIEIOBAHUSI CTOAT JIOPOTO U MOABEPKEHBI CTPOTUM OTpaHUYe-
HUSAM 110 puBaTHOCTH. COBPEMEHHBIE METO/Ibl MAIIMHHOTO OOydYeHUs, Takue Kak transfer
learning, renepanusi CHHTETHYECKHUX JaHHBIX U data augmentation, mo3BoJsitOT 3P HEeKTHB-
HO paboTaTh ¢ MaJIbIMM BBIOOPKAMHM, YTO OTKPHIBAET HOBBIE BO3MOXKHOCTH JJIsl IEPCOHAIIU-
3UpOBaHHOW MeIUIMHBI. B paboTe Hcrosnb30BaHa aBTOpPCKas METOAMKA U SMIMPUYECKHE
JAaHHBIE, TOJYYEHHBIE aBTOPOM B Tpoliecce padoThl B aKKpeauToBaHHOU |T-komranun
OO0 «Apcenan», KoTopas MoiydaeT 3aJaHus OT MEAMLIMHCKHX yupexnaeHui FOxHoro
benepanbHOro OKpyra Poccuiickoit deneparumn.
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Personalized medicine uses genetic information to predict disease predisposition and
tailor therapeutic strategies. However, limited genetic data availability is a significant
challenge. Rare diseases have few registered cases, and genetic studies are costly and
subject to strict privacy restrictions. Modern machine learning methods, such as transfer
learning, synthetic data generation, and data augmentation, enable effective work with
small datasets, opening new opportunities for personalized medicine. The paper uses the
author's methodology and empirical data obtained by the author while working in the
accredited IT-company Arsenal LLC, which receives assignments from medical institutions
of the Southern Federal District of the Russian Federation.

Keywords: machine learning; artificial intelligence; genetic data; personalized
medicine; transfer learning; synthetic data generation; data augmentation.

BBenenue

[lepconanu3upoBaHHasi MEIUIIMHA HIMPOKO HCIIONB3YeT TeHETHYECKYIO
uHGOPMAIIMIO TSI TPEACKa3aHUsl MPEIPacIONOKEHHOCTH K 3a00JIeBaHUSM,
IPOrHO3UPOBaHUS YPPEKTUBHOCTH JICUEHHS U 110100pa UHIUBUAYATbHBIX Te-
paneBTHYECKHX cTpareruil. OJHaKO OJHOW W3 TJIaBHBIX IPOOJIEM B 3TOM Ha-
IPABJICHUU SIBJISIETCS OTPAaHUYEHHOCTb TOCTYIHBIX JaHHBIX. J[aHHBIE O peIKUX
3a00JIeBaHUSAX COOMPAIOTCS B OFPaHUYEHHOM KOJMYECTBE M3-3a HU3KOM pac-
OpOCTpaHEeHHOCTU Oose3Hel. ['eHeTHueckue uccienoBaHusi TPeOYOT OO0b-
mUX 00beMOB UH(GOPMALIUU, HO OHU CTOSIT IOPOTO, U HE BCE MALMEHTHI IPO-
XOJISIT TIOJIHOTEHOMHOE HIIM 3K30MHOE CekBeHupoBaHue. Kpome Toro, memu-
[IUHCKWE JTaHHBIE UMEIOT CTPOTHE OTPAHUYCHUS IO MPUBATHOCTH, YTO OTrpa-
HUYHMBACT UX MCIIOJIb30BaHue. [1; 2]

Metoabl MaIMHHOTO OOYyYEHHsI TPAJUIMOHHO TPEOYIOT OONBIINUX 00BE-
MOB JAaHHBIX IS TIOCTPOEHUS TOUYHBIX M HAJACKHBIX Mojaenel. OgHaKo coBpe-
MEHHbBIC MOJIXO0/bl, Takue Kak transfer learning (oOyueHue ¢ mepeHocom), re-
Hepalusi CHHTETUYECKUX JTaHHbIX U data augmentation (paciuupeHue JaHHbIX ),
MO3BOJISIIOT 3P (HEKTUBHO pabOTaTh C MAJIBIMU BHIOOpKAMU. DTH METOIbI OT-
KPBIBAIOT HOBBIE BO3MOXKHOCTH ISl MIEPCOHATM3UPOBAHHON MEIUIMHBI, 0CO-
OCHHO B KOHTEKCTE peaKuX 3a0oseBaHuid. [3]

MeTo010J10ruel HCCJIeI0BAHUSA

B pamkax qaHHOrO MCCE€I0BAaHMS BBIABUTAEM THIIOTE3Y, YTO MPUMEHE-
HUE METOJIOB MAIlIMHHOTO 00y4eHus, Takux Kak transfer learning, renepanus
CUHTETUYECKUX JaHHBIX U data augmentation, MOXET CYIIECTBEHHO yJIYYIIUTh
TOYHOCTbH MPEACKa3aHUI B F'€HETUYECKUX MCCIEeI0BAHUSIX, OCOOEHHO MpHU pa-
00Te ¢ MajbiMM BBIOOpKaMHU AaHHBIX. MBI MpeAnojaraém, 4To 3TU METOAbI
o3BoJIAT Oosiee 3PHEeKTUBHO UCIIOIB30BaTh JOCTYIIHBIC JaHHBIEC U MOBBICUTH
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HaJICe’)KHOCTh MOJIENICH, MPEICKa3bIBAIOIINX MPEIPACIIOI0KEHHOCTh K PEAKUM
3a00JIEBaHUSM.

[lenpro wcciemoBanus SBISETCS OleHKa A(()EKTUBHOCTH METOIOB Ma-
IIMHHOTO OOYyYE€HHUs B PEUICHWU MNPOOJIEMbl OTPAHUUYEHHOCTH T€HETHYECKHX
JAHHBIX JIs IEPCOHATU3UPOBAHHON MEIULIUHBI. {151 TOCTHXKEHUs 3TOH 1eNn
MBI CTaBUM HECKOJIBKO 3aj7a4. Bo-mepBbiX, HEOOXOAMMO OLEHUTH dPPEeKTUB-
HOCTh transfer learning, uccneays BO3MOMKHOCTb HCIIOJIB30BaHUSI MPenoody-
YEHHBIX MOJIEJICH JIJIsl aJjanTalliy K HOBbIM, HEOOJIBIIUM BBIOOpPKAM reHeTHYe-
CKHUX JTaHHBIX. BO-BTOpBIX, MBI OyjaeM pa3pabaTbiBaTh U OLICHUBATh METObI
reHEepalMil CUHTETHYECKUX JAHHBIX, COXPAHSIOMMX OMOJOTUYECKYI0 3HAYU-
MOCTh U CTaTUCTUYECKUE CBOWMCTBA MCXOJHBIX NAaHHBIX. B-TpeTbux, MbI IJja-
HUpYEM HUCClenoBaTh BiusiHUE data augmentation Ha TOYHOCTH IPEICKa3aHUN
B '€HETUYECKUX HcclenoBanusax. HakoHel, Mbl OyjieM aHAIM3UPOBAThH MOJY-
YEHHBIE PE3YJbTaThl U UHTEPHPETUPOBATH UX, YTOOBI MPEIOKUTH PEKOMEH-
Jaldd 10 MPAKTUYECKOMY NMPUMEHEHUIO METOJI0OB MAIIMHHOIO OOy4YeHHUs B
TEHETUYECKUX UCCIICIOBAHUSX.

Mpg1 OyneM KCIoab30BaTh KOMOUHAIIMIO METOJIOB MAIIMHHOTO O0yUYEHUS
JUTSL perieHust mpoosieMbl Majbix BeIOOpOK. Transfer learning mo3BoiauT Ham
UCIOJIb30BATh NPEI00YYEHHBIE MOJIEIH U aJJalITUPOBATh UX K HOBBIM JaHHBIM.
['eHepanysi CHHTETUYECKUX JAHHBIX OyAET OCYHIECTBISTHCA C MOMOIIBIO T'e-
HepatuBHbIX Mozened (GANs, VAEs) u wMeromoB cumynsiuu. Data
augmentation OyZeT IPUMEHSTHCS JIJIsl PACIIUPEHUS JAHHBIX MyTeM BHECEHUS
CIy4YalHbIX M3MEHEHHI B T€HETUYECKHUE IMOCIEAOBATEIbHOCTU. [[1s OneHKn
3¢ ()EKTUBHOCTU ATUX METOJIOB OYAYT HCIOIH30BATHCSA METPUKU TOYHOCTH U
HAJIe)KHOCTH MPEJICKAa3aHUIM.

Pe3yabTaThl HCC/IEI0BAHMS

[IpuMmeHeHne METOJI0B MAIIMHHOTO OOYYEHHUS K MajlbIM T€HETHUUYECKUM
BBIOOpKAM MPOJAEMOHCTPUPOBAJIO 3HAYUTEIBHBIN MOTEHITUAT JJI ePCOHAH-
3UpOBaHHON MeauiuHbl. Mcmonbs3oBanue transfer learning mo3Bonuio amamn-
TUPOBATh MOJIEIIH, PEIBAPUTEIHHO 00YUEHHBIE Ha KPYITHBIX TEHOMHBIX 0a3ax
JAHHBIX, K 3a/1auaM aHajau3a peAkux 3abosieBanuii. Hanpumep, monens, o0y-
YeHHas Ha JIaHHBIX O MYTallMsIX, CBSI3AHHBIX C OHKOJIOTHEH, Mocie 1000yyde-
HUsA Ha BeIOOpKE U3 200 mMarMeHToB ¢ PEAKUMU HEUpPOJeTreHEepaTUBHBIMU 3a-
OoJIeBaHUSMHM TTOKa3ajla TOYHOCTh npejckazanuii B 79,4%, uro Ha 13,2% BI-
1Ie, 4eM y MoJiesieil, 00y4eHHBIX TOJIbKO Ha MaJIbIX BHIOOpKaX.

['enepanusi cuHTeTHYECKUX NaHHBIX ¢ ucnojib3oBaHueM GANs u VAEs
yBEJIMYUIIA UCXOAHBIA 00beM AaHHBIX Ha 38,6%, 4TO MPUBENIO K YIYUYIICHUIO
o0ob1maroniei cnocodHocTn Mojeliel. B skcnepuMeHTax ¢ CUMYyJIUpPOBaHHbI-
MU JaHHBIMHU MO0 MYKOBHCITUI03Y J0OaBIEHUE CUHTETUYECKUX 00pa3lioB CHU-
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3uno ommnoky knaccupukammu ¢ 18% a0 11%. Ilpu sTom Banunanus Ha He3a-
BHCHMOW BBIOOPKE TOATBEpIWIA COXpPAaHCHHE OMOJOTUYECKONW 3HAYMMOCTH
CUHTE3UPOBAHHBIX MTOCJIEI0BATEILHOCTEM.

MeTtonas! data augmentation, BKJIt0Yasi BHECEHHUE IITyMa U UCKYCCTBEHHBIE
MYTalll¥, TOBBICUJIM YCTOMYMBOCTh MOJIEJEH K BapualusM B JaHHbIX. Ha-
npuMep, IpU aHAIN3€ TeHETUYECKUX MapKEpOB CIMHAJILHOM MBIIIEUYHON aT-
poduu pacmpenue AaHHbIX No3BoMwiIO0 yBennuuTh AUC-ROC (mnomanb
noa ROC-kpusoit) ¢ 0,71 mo 0,82, 9TO0 CBUAETEIBCTBYET O 3HAYUTEIHHOM
YIIYYIIIEHUH MPEeCKa3aTeIbHON CITIOCOOHOCTH.

[Tomy4yeHHbIe pe3ysbTaThl MOATBEPKIAIOT TUIIOTE3Y O TOM, YTO KOMOU-
HaIMsl METOJOB MAIIMHHOTO O0y4YeHHUs CIOCOOHA KOMIEHCHUPOBATH OIPaHU-
YEeHHOCTh JIAaHHBIX B TCHETUYECKHUX MccieaoBanmsx. Transfer learning mokasain
HanOoJIbIIYI0 3(PPEKTUBHOCTh B YCIOBUAX Je(UINTA AAHHBIX, OJHAKO €ro
YCIEUIHOCTh 3aBUCUT OT OJIM30CTH MCXOJHOM W IejeBoM 3amad. Hampuwmep,
MOJeNId, OOYyYEHHbIE Ha JAaHHBIX 00 OOMX MOJMMOp(pU3Max, XyKe aJanTu-
PYIOTCS K pEIKUM MYTallMsIM [0 CPAaBHEHUIO C MOJACIISIMU, U3HAYAIBHO OPUECH-
TUPOBAHHBIMU Ha aHAJIN3 3a00JIEBaHUMN CXOKEU MPUPOIBI.

['eHepanysi CHHTETUYECKUX JTAHHBIX TpeOyeT TIiaTebHON Bamuaanuu. B
12% cimydaeB CUHTE3UPOBAHHBIE MTOCIEA0BATENBHOCTH MPUBOIAIIN K JIOKHBIM
KOPPETSLHUAM, YTO MOJYEPKUBAET HEOOXOIUMOCTh pa3paboTKu 00jIee CTPOTuxX
KpUTEpHEB OMOJOTHYECKON nocToBepHOCTU. Data augmentation, B CBOIO oue-
penb, AEMOHCTPUPYET YHUBEPCATBLHOCTh, HO €ro 3(PPEKTUBHOCTh CHIXKAETCS
pu paboTe ¢ IKCTpEMaIbHO MaJIbIMU BhIOOpKamu (MeHee SO 0OpasIoB).

3akJIroueHue

Pe3ynbTaThl MccneqoBaHUs MOATBEPKAAIOT, YTO METOAbl MAIIMHHOIO
00Oy4eHHs] MOTYT CTaTh KJIFOUEBBIM MHCTPYMEHTOM JJIsl aHAJN3a PEeIKUX 3a00-
neBaHUM. [Ins TpakTUYECKOrO MPUMEHEHUs TMpeIaraeTcs WHTErpaius
transfer learning B KJIMHWUYECKHE MCCIENOBAHUS ISl YCKOPEHUS pa3paOOTKu
NEPCOHAIM3UPOBAHHBIX METOJAOB JICYEHUS, CO3AAHUE CTAHIAPTU3UPOBAHHBIX
IPOTOKOJIOB T€HEpalMi CUHTETUYECKUX JaHHBIX C 0043aTeIbHOM AKCIEPTHOM
IPOBEPKOM MX OMOJIOTMYECKOM PEesIeBaHTHOCTH, a TAaKXKe HMCIoyb3oBaHue data
augmentation B COYETaHUM C TPAJUIMOHHBIMU CTATUCTUYECKUMHU METOIaMHU
JUTS IOBBILIEHUS HAJEKHOCTH MOJEIIEH.

[lepcieKTUBHBIM HampaBlieHUEM OyayIIUX MCCIEIOBAaHUHN SIBISIETCSA pas-
paboTka rMOpUIIHBIX MOJEJIEeH, CoueTaluX npeumyiecTa transfer learning
U F€HEepaTUBHBIX aIrOpuTMOB. KpoMe Toro, Ba)HO peluTh NpodieMy UHTep-
OPETUPYEMOCTH: BHEJIPEHUE METOJO0B OOBSICHMMOIO0 MCKYCCTBEHHOIO MHTEJ-
JIEKTa MO3BOJUT BpayaM-KIMHULKUCTAM MPUHUMATh OOOCHOBAHHBIE PEIICHUS
Ha OCHOBE IPEJICKA3aAHUN MOJIEIIEH.

49



bubauorpadguueckne cCbLIIKH

1. Bepukoeg B.b., Ilocmosanos C.H. CpaBHUTENbHBIA aHATN3 YPPEKTUBHOCTH METO-
JIOB MalIMHHOTO OOYYEHHUs MPH MOCTPOSCHUHM MOAeNel KiaccuUuKaiuy OJHOHYKICOTH -
HBIX TOJMMOP(U3MOB B PETYISATOPHBIX U HK30MHBIX YYaCTKaX I'€HETHYECKHX IMOCIeI0Ba-
TenpHOCTEH // MapuykoBckue HayuHble ureHus. 2020. Ne 2020.

2. Kypmykosa A.B., Pomanos A.C., ®eoomosa A.M., lllenynanos A.A. llpumenenue
METO/IOB MAIIMHHOTO O0Y4YeHHs 1 0TOOpa MPU3HAKOB HA OCHOBE I'€HETUUYECKOT0 aJlrOpUTMa
B PEIICHUH 3a7a4YMl OINPEICIIEHUSI aBTOPA PYCCKOSA3BIYHOTO TEKCTa It KHOepOe30macHoCTH
/I Noxnagel TYCVYP. 2022. Nel.

3. Ilonosuxosa  O.H., Manuuesa A.C., I[lupses B.B. ABromaruueckas

Kiaccu(UKalUsl TEHETHYSCKUX MyTallMii Ha OCHOBE METOJIOB MAIIMHHOTO OO0y4eHus //
WzBectusa Antl'Y. 2024. Nel (135).

50



