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reHeTnKa onabet ONAarHoCTuKa KJIMHMYecKaa nogaep)xka

MalunHHoe obyyeHune

BBepeHue

Mopenb amnabeTta, BO3HMKalOLWero B monogom Bo3pacte (MODY — maturity-onset
diabetes of the young), npencrtasndetr cobon MOHOreHHbIn TUN AanabeTta,
Bbl3blBAE€MbIA Pa3/IM4HbIMU MATOrM€HHbIMW FeHeTU4YeCKUMMU BapuaHTaMW B FeHax,
CBA3aHHbLIX C MeTabonnsaMoM rnawkKosbl, Npu 3ToM noatTmnel GCK-MODY u HNF1A-
MODY asnatoTcsa Hanbonee 4acTbiMU. [lMarHOCTMKa KOHKpeTHOro nogtuna MODY
Heobxoouma AN NPaBWUIbHOMO neyvyeHms u  HabnwoaeHusa, Ho TpebyeT
CEeKBEHMPOBaHNSA FreHOB — OJINTEJ/IbHOW U LOPOrocTosen npouenypbl, 3aBUCsLLEN
oT BbICOKOKBaIMPULMPOBAHHbIX cneuvanncTos. MosTomy Heobxoaumo
pa3paboTaTb WHCTPYMEHTbI, MNO3BOMAKOWME TMPaBUIbHO OMNpeaennTb MNOPSAAOK
nccnenoBaHuA BOBJIEYEHHbLIX  IEHOB, COKpaTMB  KOJIMHECTBO  npouenyp
CEeKBEHUpOBaHUA  ONs  BbIABJIEHUA  MNPUYUHHONO  BapuaHTa W TMOBbLICUB
3 (PpeKTNBHOCTb ONAarHOCTNYeCKOoro npouecca. LaHHOe OOoKa3aTenbHoe
nccnepoBaHme oueHMBaeT MalMHHOe obyyeHue KaK OOMOJIHEHUE K KJIMHUYeCKON
XapakTepucTnke u TreHeTUYeCKOMY TeCTUPOBAHUID, ONTUMU3UPYSA OUHapHbIe
KNaccnukayunoHHble moaenn ana obbsaACHUMOro npeackasannsa nogtmnos MODY ¢
akueHToM Ha GCK-MODY n HNF1A-MODY.
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MeToAbl

Ona [DOCTUXKEHUA STOM Lesn Mbl NpOoaHasn3npoBaan MeaUuUMHCKUE [OaHHble
KOropTbl NaunMeHToB C Auabetom un3 bysHoc-Ampeca, ApreHTmHa. C nomoulbilo
MeTOoAOB wuMnyTaumm n nepesblbopkn Mbl co3gann 10 HabopoB [AaHHbIX A4
Ka)kK4oro noatmna A8 NMUTaHUA KOHBeWepa, KoTopbi 0by4an, oNnTUMU3INPOBAI U
oueHmean 10 MmeTono0B MaWMHHOIO oby4yeHus.

Pe3synbTaThl

ayCCOBCKUN HauBHbIN 6GanecoBCKMN KaCCUPUKATOP rMoKasas Hauayywyto
npenckasatenbHyto cuny gnsa GCK-MODY c¢ nokasatesnem ROC AUC 0,724, B TO
BpeMs Kak cny4dauHbin nec (Random Forest) nmokasan 0,712 gna HNF1A-MODY.
AHann3 SHAP npepocTtaBus MHPOPMaUMIO O Ba>KHOCTU MPU3HAKOB, MOLYEPKHYB
06BACHMMOCTb Hallero NoAxoaa.

OOcy>XpaeHue u 3aKno4yeHue

9TO HOBOe wuUccrefoBaHMe BMNepBble  OEeMOHCTPUPYET  »KU3HeCnoCobHOCTb
MaWuWHHOro oby4yeHUs B Ka4vecTBe [AOMNOJIHUTENBbHOrO WHCTPYyMeHTa nepepj
reHeTU4YeCcKnm TECTUPOBAHMEM MODY, npepocTaBndasa 3KOHOMUYECKN
3(ppekTnBHBIE U O06BACHUMbIE MoOAesnn, CrnocobHble NOMOYb MeAULMHCKUM
cneunanncTtam B gnarHoctmke nogtmnos MODY.
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