aidmed.ru

Ncnonb3oBaHue GPT-4 opna aHHOTUPOBAHUA CTeNneHu
TAXKEeCTU Bcex (heHOTUNUYEeCKUX aHOMAaJIMK B paMKax
OHTONnornm peHorunosB yenoseka (HPO)
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GPT-4 LLM aBToMaTuM3aumns KJIMHNYeCcKasa Kypauuns OHTOJI0rnA

penkne 3aboneBaHus

BBepeHue

Human Phenotype Ontology (HPO) (OHTOnorma ¢eHOTUNOB 4esioBeKa)
npenocTtaBnaeT enuHyl CTPYKTYpy, KaTanorum3upywouwyto 6onee 17 500
deHoTUNMYeCcKnx aHomanmm B pamkax 6osee 4yem 8 600 peakux 3aboneBaHun,
onpepensasa mepapxmyeckme CBA3N Mexay HuMW. Hanpumep, OTCYTCTBUE PYK WU
OTCYTCTBME HOIr KJaCCUPUUUMPYIOTCA KaK aHOMaJuu KOoHe4yHocTen. Takas
CTPYKTYypa nMo3BosseT TMpoBOANTb  (PEHOMHO-LUMPOKUA  aHasu3, BKJKO4Yas
npuopuTM3aumio (GEeHOTUNOB B KadyecTBe KaHAMOATOB [AJ1I9 FeHHOW Tepanuu.
OpHako B HacToswee BpemMa B HPO He xBaTaeT [OCTAaTOYHOrO KOJM4YecTBa
MeTafaHHbIX, OMUCLIBALWMNX KINHUYECKYK THAXeCTb 3TuUX (eHOoTUnoB. Py4dHas
3KCMepTHas Kypauus B Takom MacwTabe 6bisia 66l HEMOMEPHO TPYLOEMKOW, YTO
cospaert HeobxoAMMOCTb B AaBTOMATU3MPOBAHHbIX noaxonax ans
CUCTEMATNYECKON aHHOTaLNN TAXKeCTn PeHOTUMNOoB.

MeToAabl

GPT-4, 6onbwas 9A3blkoBas wmoaenb (LLM), pa3paboTtaHHas OpenAl, 6bina
NCNosb30BaHa ONs aHHOTMPOBAHUA TSAXKECTU BCeX (PeHOTUNMYECKUX aHOMasInn,
KaTanormsmpoBaHHbix B HPO. TsxecTb Oblla onepaunoHanM3npoBaHa C
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NCMOJIb30BaHNEM [EeBATU KIJINHUYECKUX XapaKTepUCTUK: BPOXOEHHOEe Ha4ano,
CHUXXeHne ¢epTUIbHOCTU, CEHCOPHblIe HapyleHusa, HapyweHne MobunbHOCTH,
MMMyHoZepnunT, punsnyeckme nedopmauunn, pak, WHTeNNeKTyasibHble
HapyweHus wn cMmepTb. Kaxgaa xapakTepucTuka Obilla  [OOMNOAHUTENbHO
KBannpuumposaHa no 4acToTe BO3HUKHOBEHUSA MO 4YeTblpeM YPOBHSAM: HUKOraa,
penko, 4acto v Bcerga. [Ona oueHKM KavecTBa aHHoTauuu pesynbTaTbl GPT-4
CpaBHMBANNCL C 3TaNlOHHbIMKW MeTKaMu (ground-truth), BcTpoeHHbIMKU B camy HPO.
Hanpumep, oxxuaganocb, 4To peHoTUNbl, Haxoasawmecsa B seTsn HPO «Pak», byayTt
AaHHOTMPOBAHbI KaK Bbi3blBatowme pak. 3ateM bbina pa3paboTaHa HoBasd cucTeMa
OLEHKN THAXKECTU, KoTopasa obbeOunHseT KakK XapaKTep KaXXAO0W KIMHUYECKOWN
XapaKTepUCTUKKU, TaK N HaCcTOTYy ee BO3HMKHOBEHUS.

Pe3synbTaThbl

BeHYMapKWHI NMPoOAEeMOHCTPUPOBaJl BbICOKME MOKa3aTesIM N0 BCEM KINHUYECKUM
XapakTepucTtmkam, npuv 3TOM MOKasaTesn MOJSIHOTbl WCTUHHO MOJIOXUTENbHbIX
pe3synbTaToB (true positive recall) Bapbuposanucb ot 89% po 100% (cpenHee
3HadyeHne = 97%). OTo ykKa3sbiBaeT Ha TO, 4TO GPT-4 MOXXeT BOCMNPOU3BOAUTH
SKCMEepPTHYI Kypauuio C BbICOKOW TOYHOCTbIO. [lonlyd4eHHass cucTteMa OLEeHKWU
TSXKeCTW no3BOJInJla COo34aTb  KOJIMYECTBEHHblE MEeTPUKU  TaXKeCcTu AN
heHoTUNMYeckmnx aHomanmm Bo Bcen HPO, ydyuTbiBawWmMme Kak TUM, TaK U 4acToTy
CBA3AHHbIX KJIMHNYECKUX XapaKTEepPUCTUK.

ObcyxpeHue

DT  pe3ynbTaTbl OEMOHCTpUpyT, 4TOo LLM M™MoryT aBTOMaTU3MpoBaTb
KpynHOMacWTabHYy Kypauutlo KIAMHUYECKMX MeTadaHHbIX C BbICOKOW CTEMEeHblo
TOYHOCTU, CYLWECTBEHHO CHMXXas Harpysky Mo PY4YHOW 3KCMEepTHOW aHHOTauuu.
CreHepupoBaHHble 30eCb MEeTPUKM TsKecTu obecneymBaloT OCHOBY O
CUCTEMATUYECKON PaHXUPOBKU (GEHOTUMNOB 4YesloBeka Mo WX BJAUSHUIO Ha
300pOBbE U KAYeCTBO >XWU3HW, MO3BONAS OCyWecTBNATbL 6osnee 060CHOBaHHYIO
npuopuTM3aunio MuUlIeHen pna TepaneBTUYECKOro BMellaTesbCcTBa, 0cobeHHO B
KOHTEeKCTe peakux 3aboneBaHuin, raoe nokasaTesbHas 6a3a ckygHa, a pecypchl
ONS Kypauuu orpaHuyeHbl. byayuwaa paboTa MoXXeT pacWwmMpuTb 3Ty CTPYKTYPY,
BKJIIOYUB [OMOJHUTENIbHbIE KJNHWYECKNE WU3MEPEeHUss Uau MpoBEpPUB aHHOTaUUM
Ha He3aBUCUMbIX HabopaxX KAMHNYECKUX OaHHbIX.
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