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BBenenne. B Hacrosimee BpeMsi CylIiecTBYeT HEOOXOJUMOCTb OIpEAENCHUS acCOLUaluu
MyTalui ¢ aMuIon1030M in SiliCo mpu UCnoNb30BaHNUYU JAHHBIX TEHOMHOTO CEKBEHHpOBaHUs. Panee
ObuTa paspaborana mozenb mMamuHHOTO 00ydeHuss SDAM-TTR, koTopas mO3BOJSET OMPEICIIUTh
addexT mytanmmm B CTpyKTypHOUM obOmactu Oenka TTR, cszanHoro ¢ xapauommuomnatun ATTR
(TpaHCTUPETUHOBBIM aMWJIOHI03), HA OCHOBE JAHHBIX O BIMSHUS MyTalMid Ha CTaOMIBLHOCTD
CTPYKTYpbl TeTpaMepa, aMUJIOUIOTEHHOCTh U (U3UKO-XMMHUYECKHUe cBoicTBa Oenka [1]. Onun u3
CIIOCOOOB JJIs1 IOBBIIIEHHSI TOYHOCTH paboThI MOJIENH - 100aBIeHNE B 00y4eHUE MyTalluii, KOTOPBIE
CO3/1al0T HOBBIE CBSI3U, UYTO MOXKET MpPUBECTU K crabmnmsanuu Oenka. Llenpio naHHONW paGoOThHI
SIBIIICTCS. OIICHKA BJIMSIHUS CTAOWIM3HPYIONIMX MYyTaluid Tpu OOyYCHHH MOJEIH MAIIWHHOTO
oOyd4eHus ISl MPOTHO3UPOBAaHMs MaTOreHHOCTH MyTanuii SDAM-TTR 3a cyeT BKIIIOUCHHS TaKUX
BAPUAHTOB B 00YyUarouii HA0Op JaHHBIX.

OcHoBHasi yacTb. B Hacrosmeil pabore paccMaTpuBaeTcs BIMSHUE CTAOMIIM3UPYIOLIMX
MyTaliii Ha Ka4eCTBO PadOTHI MOJEIM MAIIMHHOTO OOYy4eHUs MPH J00ABICHUU UX B 0OydYarONIHMi
Habop. [Ipu orbope CTaOWINM3MPYIOLIMX BAPHUAHTOB PACCMATPUBAINCH IMO3UIMHU, B KOTOPBIX
AMUHOKHCIIOTBl MOJIOKUTEIbHO WM OTPULIATEIbHO 3apsKEHbl M HAXOJATCS Ha IOBEPXHOCTU B
CTPYKType TeTpaMepa. B 3THX NO3MIMAX HPOBOJWIIACH 3aMEHA COCEJHMX AaMHUHOKHCIOT Ha
MIPOTHBOIOJIOKHO 3apsHKEHHBIC, YTO CIOCOOCTBOBANIO (POPMHPOBAHUIO HOBBIX MOHHBIX CBs3el. B
pesyabTare OblI chopMupoBaH Habop u3 20 MyTalMii, KOTOpble CIIOCOOHBI 0OPa30BBIBATh HOHHBIE
CBSI3U, 3a CYET KOTOPBIX, IMPEINOJIOKHUTEIbHO, CTAaOWIM3UpyeTcs CTpyKTypa Oenka. Jlos
MOJly4YeHHOTO Habopa BapUaHTOB ObUIM TMOJYYEHbl JAaHHbIE O UX BIMSHUM HAa CTaOMIIBHOCTh
CTPYKTYpbl TeTpaMepa, aMWJIOMJOT€HHOCTh U (U3UKO-XUMHUECKHEe CcBoiicTBa Oenka. s
OIlpe/IeNICHUs] JIaHHBIX MapaMeTpOB HCHOJIb30BANINUCH cienytomue uHCTpyMeHTsl: TAPASS u
ArchCandy, a taxxe 3Hauenust AAG, paccuntannsie ¢ nomoiibio FoldX u mCSM [2,3.4].

Pacuetsl AAG 1o3BOJISIOT OLIEHUTH BIUSHUE TOTYYEHHBIX MyTalluii Ha CTAOUIBLHOCTD OeliKa,
pe3yabTaThl MOATBEPXKAAIOT UX CTAOMIM3UpYIOMUN 3PdexT. [laHHble MO CTaOMIU3UPYIOLIUM
BapHaHTaM ObUIH 100aBJIeHbl B 00y4aromuii Habop, KOTOPBIN HcIoNb30BalIcs pu 00yuennn SDAM-
TTR. IIpu cozmanuu monenu ucnons3zoBaics Extra Trees Classifier oubnuotexu Scikit-learn Ha
Python [5]. Ha ocHOBe pacuinpeHHOT0 Ha00pa TaHHBIX ObLJIa MTOJTyUYeHA YIIyUIIIeHHAs BEPCUS MOJIEIH.
JlJ1 OLIEHKH €€ IPOU3BOJUTENIBHOCTH UCcTIOIb30Banch MeTpuku: F1, Accuracy, AUROC u MCC, ux
CpeIHue 3Ha4eHUsI ObLIM TOJyUYEeHBl U3 75 pa3nuyHbIX rpymn oOydeHus. Pe3ynbrarhl mokasanu, 4To
no0aBieHre CTAOMIM3UPYIOIUX MYyTAalMi MOBBIMIAET TOYHOCTh HPOTHO3MpoBaHMA Monenu: F1
yBenuumics ¢ 0.8227 o 0.8373, Accuracy noBeicmiics ¢ 0.8277 mo 0.8455, a AUROC BeIpoc ¢
0.8728 1o 0.8814.

BeiBoabl. B xozne paGotsl Obuta noiydeHa ynyuiieHHass Bepcuu Moaenun SDAM-TTR. Ilpu
CpPaBHEHHMU MOJeNiell BHJIHO, YTO J00aBJI€HHE MyTalui, KOTOpble MOTYT 0Opa3oBbIBaThb HOBbBIE
MOHHBIE CBSI3U, B Ipolecc 00yUEHHsI TO3BOJISIET MOBBICUTh TOUHOCTH MOJIENH, YTO MOATBEPIKIAeTCS
ynyumeaueM Metpuk F1, Accuracy m AUROC. Takum o06pa3om, TpeaioKCHHBIA ITOIXO/T
J€MOHCTPUPYET TEPCIEeKTUBHOCTh HCIIOJIb30BAaHHUsI BapUaHTOB, CTAOMIM3UPYIOIIUX CTPYKTYPY
Oenka, JJis NOBBILIIEHHS] TOYHOCTH NMPOTHO3UpPOBaHus dpdexra mMyTtanui, cesizanHbix ¢ ATTR.
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