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Pabora AnemacoBa Hukoas AJNeKcaHApoBUYA TOCBANIEHA aKTyalbHOM
npodieme  KOH(POPMALMOHHBIX H3MEHEHMi pu OOKOBOM  aMHOTPODUYECKOM
cknepose (BAC) wu npemmaraetr HOBBIi [IOAXOA TPAaKTOBKHU MPOTEKAIOLIMX
[IATOrCHCTUYECKMX M3MeHeHHM Oenka SODI] npu BAC. B paGote Bbimonnen
KOMIBIOTEPHbIH  aHAIN3 KOH(DOPMALHOHHBIX H3MeHeHuii yKazaHHoro 06elika,
MPOCTPAHCTBEHHBIX S((PEKTOB Ha (GU3MKO-XUMUUYECKHE i CTPYKTYPHbIE €ro
XapaKTCPUCTUKH, 4YTO MOXKET O0BIACHSITH arperaunto SODI1. OchoBanuem s
HMPOBEICHUST UCCIIEIOBAHUS SIBHIIOCH MPEAITONOKEHHE O Pa3sBUTHK 3a00seBaHus
BCICACTBHC KaKk CTaOMIM3ALMM, Tak M AecTabHIH3aLuu CTPYKTYPbl MYTAHTHOTO
SODI.

C nomoupio metona MOJICKYJIAPHON JAHHAMWKU B JaHHOMH pabore ObL10
uccnenosansl dGhextel 0T 39 Mmyraumii B Gelike SODI. Ha ochose pasuuiipi
CTaOMIILHOCTH HalIeHHBIX BONIOPOZIHBIX CBSA3CH B MyTaHTax M Gelke AMKOro THa
OBLIIN MOCTPOCHBI perpeccuoHHbIe MO/ICJIH, TTO3BOJISIFOLLME MTPEACKA3aTh «10KHTHE
MAMMEHTOB ¢ MyTamusiMu B SODI. Cpennss MPOJIOJDKUTENLHOCTD K H3HH
MallMCHTOB-HOCUTENIEH MyTaUMi OLEHMBATOCH MO HMCIOWIMMCS JIUTepaTypHbBIM
AaHHBIM, B TOM YUCJIE C UCTIONB30BAHHEM JIUTEPATYPHBIX CCLIIOK W3 6a3bl JaHHbIX
http://alsod.iop.kcl.ac.uk/.

B nannoii paGore npensioxen Hosbiii METOL MpEeICKa3aHus BIUSHUS MyTaLHi
Ha KOH(OPMalWOHHbIE CBONHCTBA MYTAHTHBIX O€IIKOB, YTO MOKET OODLSCHSTE
HMOTCHUHATIEHYIO  POJIb  CTPYKTYPHO-(DYHKIHOHAIBLHO opraHmsauuu Oeiika B
Pa3sBHTHH MpoTenHonaTui. [IpumeHeHue naHHOro merona IS M3y4yeHust Oenka

SOD1 no3zBomuno TIPEATIONIOKHTE, YTO NPOAOIDKHTELHOCTD KU3HH HALMEHTOR ¢




MyTaiusMid B SOD1  umeer Bricokyto KOPPEeALNIO ¢ KOH(DOPMALMOHHBIMH
CBOWMCTBAMHU MYTaHTHBIX (opm Genka. Ha ocrosanuu MOJY4EHHOr0 pe3y/ibraTa
CAGJAH  BBIBOA O MPAaKTHYECKOH 3HAYUMOCTH JNAHHOTO UCCIEJOBAHUST —
BOSMOXXHOCTH  NIPOTHO3MPOBAHUS  MPOJOIKHTELHOCTY KU3HH  MaLMEeHTOBR,
HECYIIMX TIaTOreHHble MyTauumu B Genke SOD]. IIpu stom cuenan BbIBOI O
BO3MOXXHOCTH HCMOJIB30BaHUS MOJENU random forest, mocrpoennoii Ha ochose
CTabMIIbHOCTH BHYTPUMOJICKYJIAPHBIX BODOPOJHBIX CBSI3ei, Cpennsas oumubka
PpEACKa3aHHii KOTOPOU Tpu NepeKpECTHOM NpoBepke cocTaBuia 4 roja.

bokoBsoii aMHUOTPOMHUUECKUI CKIIEPO3 SIBISETCS CaMO] TSOKEJI0H  (hopmoii
0ONe3HH JBHTraTENBbHBIX HEHPOHOB CO cpejHel NPOAOJDKUTEIBHOCTBIO KH3HH
TAlMEHTOB OT nebroTa 3aboneBaHus OKOJIO 3,5 ner. C yyeroM 601b1IOr0
beHoTHIIMYeCKOTO Pa3sHOOOpasus  KIMHUUYECKHX BapuaHtoB BAC ouenka wu
[IPOTHO3UPOBAHUE TIPOJOIKUTENLHOCTH SKH3HU [MAllMeHTOB, HECMOTpPs Ha ps/i
CTOKHBIX STHYECKHX BOIPOCOB, HMEET GOJbIIOE Hay4YHOe M INpaKkTHYeCKoe
3Ha4yeHue. B cBs3M ¢ aTiM Henmpag He OLCHATD MOTIBITKY aBTOPa HACTOSWIEH paGoThI
HPCIVIOHTD HHCTPYMEHT IUTs IIPOTHOZMPOBAHHS 3HAUECH s MyTanuii 6enxa SOD]
C LCJIBKO OUEHKH TMOTEHLHUATLHOMN MPOIO/KUTENIBHOCTH KU3HU MALUEHTOR ¢
CEMEHMHBIMHU CIIy4asiMH 3a60JeBaHMS. Onnako no pa6ore ects psi 3ameuanunii. B
TIEPBYIO OYEPEb, ClIETYeT yKa3aTh, uTo NPEIIOKEHHAS MOJIE/Ib HCKITIOYAeT BKJIa
Oosiee CyIIECTBEHHBIX B OTHOLIEHUM BBDKHBaHUs MaluueHToB ¢ BAC (hakTopos,
TaKuX KaK HapyIICHMS IBIXaHUS U FIOTAHMSL. HckyccTBeHHO MCKITIOUMB BiHsH e
BBIICYKa3aHHBIX (PAKTOPOB Ha POAOIKUTEIBHOCTE KU3HH TIALMEHTOB, aBTOP, M0-
BUIUMOMY, IOJIy4YMJl HEOGOCHOBAHHO Golee SHAYUTENBHYIO BEJIMYHHY BKIa/a
KOH(QOPMALIMOHHBIX HU3MEHEHHH B fiporpeccupoBanue 3abojeBanus. Moo
PCKOMEHII0BATL  aBTOpPY  McclienoBaHms O3HAKOMHUTBCS € HMMEKOLIHMCS
MHCTPYMEHTOM,  MO3BOJISIOLIUM ONPEACNATE  MPOrHo3  TeueHuss BAC, -
encalssurvivalmodel.org.

Taxxxe B paGore YTBEPKAAETCsA, 4TO pazpaboTaHHble ABTOPOM  METO/bl
CIO3BOJIIOT  OLEHUBATE CTENEHb BIMSHUS HA Gesok PpaHee HEH3BECTHBIX

MOJIUMOP(HU3MOB B OTBETCTBEHHBIX 33 60Te3HL FCHAX, 4TO SIBIsETCA KpaiiHe



BOKHBIM IUIS y4€Ta B JUArHOCTHKE MHAMBHIYalbHOTO Habopa MoJuMoppU3MOB
KOHKPETHOro MauuenTay. Jlannoe rnoyokeHue npeacTasisercs HeoG0CHOBAHHBIM K
TPeOYeT INpOBe/leH s JOMOJHUTENbHBIX MCCICMOBANMI,  KaK OLIEHUBAKO LI X
JACHCTBUTENBHYIO CBS3b  MENKTY KOHDOPMALMOHHBIMU  U3MEHCHUAMH  OelTka
BCIICNICTBME KOHKPETHBIX MONTMMOPQU3MOB ¢ ero GyHKIMeH U dKCrpeccuedl, Tak 1
OTPEACIHIIOMINX  1yBCTBUTEIBHOCT M CHELHU(PUYHOCTh MPEIOKEHHOIO METOIA
OLICHKH.

Becbma oropunrensho, uto B mucceprauum u B OnyOJIMKOBAHHBIX aBTOPOM
CTAThAX  OTCYTCTBYIOT CCBUIKM Ha pPOCCHHCKME HCCIENOBAHUS [0  Teme
NPEICTABICHHON paboTel, ONyONIMKOBAHHBIE KaK B 3apyOeXHbIX, TaKk U B
OTCICCTBEHHBIX OKypHAllaX. JTO BBI3bIBAET BOMPOC, HACKONBKO XOPOIIO aBTOp
OpPUCHTHPOBAaH B MpoOleMe MPOBEAEHHOr0 HCCIeNOBaHMs. B [IPUJIOKEHUN K
HACTOAIIIEMY OT3BIBY Ha aBTOpe(epaT AMCCEPTALUU MPUBEACHDI CTATbH (I1AIEKO He
BCel) UMb HEKOTOPHIX  poccHcKMX WCCJIC/IOBATENIBCKUX  KOJUIEKTUBOB,
paboraiomux B 061aCTH KOH(POPMALMOHHBIX H3MEHEH U npu bAC: aHanu3 stux

AGHHBIX 3HATUTENBHO 000TaTHI OBl IPEICTABIEHHYIO pabory.
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