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reHeTumka OVAarHOCTUKa KOMMbIOTEPHOE 3peHune MyJibTUMOOalsbHble LLM

penkue 3aboneBaHus

Mpepnocbinku: Penknme reHeTuveckme 3aboneBaHUs 4HacTO XapaKTepusylTcs
y3HaBaeMbiMn (PEHOTUNNYECKMMU ocobeHHOCTaMN nuua. HeAcHo, ™MoryT nu
MynbTUMOAaNnbHble 6OonbwKne sa3blkoBble Mogenu (MLLM) npuoputmnsmpoBaTb
ANArHOCTUKY pefkKux reHeTun4yeckmx zabonesaHmim Ha ocHoBe nU3obpakeHUn nuua,
a TakKXe yJsy4dlwalT M 3TOT NpoLecc NoBbiWeHNe pa3pelleHns n3obpaxeHnm nau
BM3yasbHble MNoAacka3ku. Lhenb: [laHHOe wnccnepoBaHue OblI0 HampaB/eHO Ha
OUEeHKY [AMarHoCTMYecKoMm TOoYHOCTM MLLM pgna  pefkux reHeTudeckmx
3aboneBaHnn C MCNoOsb30BaHMEM M300pakeHU Nuua, a TakXe Ha OLEHKY Toro,
yaydwaeT nn cBepxpa3pelwleHune (super-resolution) nnm BmsyanbHble NOACKA3KN B
BUAE KpacCHbIX KPYros MNpov3BOAUTENIbHOCTb MopAesnen. Metombl: B pgaHHOM
ANArHOCTUYECKOM ucCCaefoBaHUM TOYHOCTM MCNoNb30oBanucb 4746 wnsobpakeHun
nvua un3 6a3bl aaHHbIX GestaltMatcher (GMDB), Bknto4das 882 mn3obpaxkeHus B
nogMmHoxectse GMDB-Frequent (3aboneBaHusa, wuMmewwme He MeHee 6
n3obpaxxeHnn) n 3864 mnsobpaxxeHnsa B nogmHoxxectse GMDB-Rare (3aboneBaHus,
nMmewwme meHee 6 wun3obpaxeHun). Tpu NOKaNbHO pa3BEpPHYTble OTKPbITbIE
mogenn MLLM ¢ 6onbwunM KoAM4ecTBOM nNapameTpoB — Gemma-4-318B,
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Qwen3.6-35B-A3B »n Qwen3.8-27B — reHepupoBasin cnucok u3 50
paHXWPOBaHHbIX KaHAWAATOB Ha AMarHO3 B YCJIOBUAX MCMNOJIb30BAHUA UCXOOHbIX
n3obpakeHnn, nlobpaxeHnnm c ynydweHmem yvepes CodeFormer, nsobpaxeHun c
BM3yaJIbHON MOACKA3KOW B BUAE KPACHbIX KPYroB, CreHepupoOBaHHbIX C MOMOLbIO
Qwen-Image-Edit-2511, wu306paxeHUn C HECOOTBETCTBYOLWMMU  KPACHbIMU
Kpyramu, a TakXe B paMKax [ABYyX3TanHoOro npouecca npeobpa3oBaHus
n3obpaxxeHna B GeHoTun. KaHamaaTbl Ha pAuarHo3 ObiliM COMOCTaBAEHbl C
noeHTudukaTopamm oHtonorum 3abonesaHnnn MONDO (Mondo Disease Ontology).
Kpome Toro, Mbl oueHMBaNn ciyyYyanHbil 6a30BbI YPOBEHb, Ka4e€CTBO BU3YyasibHbIX
noackasok, o6nactm, aHHOTUPOBAHHbLIE 3KCNepTaMu, CTabuAbHOCTb MNpw
MOBTOPHbLIX BbIBOAAX, YBEpPeHHOCTb, coobuwaemas MonensaMu, MepraekKCUMBHOCTb
CMUCKa [AMarHosoB, repecevyeHme npenckasaHunm wn coctaB 3aboneBaHun.
Pe3ynbTaTbl: To4yHOCTb B TOM-50 BapbupoBasacb oT 13,95% po 18,25% B
noaMmHo)xectee GMDB-Frequent n ot 0,57% po 1,35% B nogmHoxectBe GMDB-
Rare. Bu3yasbHble NOACKAa3KW B BUAE KPACHbIX KPYroB MNpuUBENM K YUCJIEHHOMY
YBEJINYEHNID TOYHOCTU B 5 M3 6 CpaBHeHMN Moaesien U nogmMHoxecTB. Mopenb
Qwen3.8-27B noka3aJsia 3HaduTesnbHoe yny4uweHune B noaMmHoxectse GMDB-Rare,
npMm >TOM TOYHOCTb YyBenumyunacb ¢ 0,57% po 1,27% (CKOPPEKTUPOBAHHBIN
P=.009). B noarpynne Cc KayYeCTBEHHbIMW BU3yasibHbIMW Noacka3kamMmu B GMDB-
Frequent ™momens Gemma-4-31B noka3ana 3Ha4YuTesIbHble YyJyylWweHusa no
CpaBHEHNI0 C YycCJloBMeM cBepxpa3peweHna B 060uMx aHanmsax, OLEHEHHbIX
Bpa4vamu, C YyBeJIM4EHMEM  TOYHOCTWU Ha 5,76 MPOUEHTHbLIX  MNYHKTa
(ckoppekTupoBaHHbIN No MmeToay XosnbMma P=.005) n Ha 4,46 NPOLEHTHbLIX NMYyHKTa
(ckoppeKkTupoBaHHbLIN Mo MeTony Xonbma P=.048) cooTBeTCTBEHHO. BBOAHbIE
JaHHble C COMOCTaBJ/IEHHbIMM KpPacCHbIMK Kpyramum obecnedmBann 6onee BbICOKYIO
TOYHOCTb MO CpPaBHEHWID C HecomnocTaBJ/IEeHHbIMW BBOLAMW BO BCEX CPaBHEHUAX
Mogenem wn TMNOOMHOXXECTB, MPW 3TOM CKOPPEKTMpoBaHHbIN P>.05. Pabounn
npouecc npeobpa3oBaHna un3obpakeHns B (EHOTUN YAyHWWUa TOYHOCTb A
Gemma-4-31B B GMDB-Frequent n pgna Qwen3.8-27B B GMDB-Rare. B
nogmMmHoxxectse GMDB-Rare cny4anHbin 6a30BbIN YPOBEHb AOCTUIN TOYHOCTKU 8,15%
N npes3owen BCce 3 MOAeNN B YCNOBUAX UCXOAHbIX M306parKeHUn n BU3yasibHbIX
NnoACKa3oK B BuUAe KpacHbiX Kpyros. Habopbl npeackasaHum ocTaBasauCh
CyLLeCTBEHHO MepeKpbiBALWMMNCA MNocae 3aMeHbl n3obpa>keHun nauneHToB, a
npeackasaHms B Ton-1 KOHUEHTpUpOBanMCb Ha HebonbwoM yucne 3abonesaHuin.
BbiBoAbl: B pamMkKax OUEHEeHHbIX 3KCMepuMeHTallbHbIX HacTpoek Tpu MLLM
rnoKasasnm orpaHu4YeHHble CnoCOBHOCTM K [AMArHOCTUKE pefkKuX reHeTUu4eckKmx
3aboneBaHUn Ha OCHOBe Wu30bpaxeHnn nuua, ocobeHHO 3aboneBaHun u3
nogMmHoxectBa GMDB-Rare. Bu3lyanbHble NoACKa3KM M ANArHOCTMKa Ha OCHOBe
npeobpa3oBaHna un3obpaxeHns B (eHOTUN MPUHECAN MOoJIb3Yy B KOHKPETHbIX
Mogenax n noarpynnax. AHaam3 nepecevyeHus npeackasaHuinm, HECONOCTaB/IEHHbIX
n3obpa>keHnnm n cocTtaBa 3abosieBaHM yKasbiBaeT Ha TO, YTO BbIXOAHblIE AaHHblE



Mogzenein cnabo orpaHMYMBaINCL UHGOPMALNENA O NINLE KOHKPETHOro nauneHTa.
HanbHenwmne wnccnegoBaHnMss  OO0J/DKHbI  OUEHUTb CPaBHEHMs C  Bpadamuy,
MPOCMNEeKTUBHbIE [OaHHble W3 HECKOJIbKUX LEHTPOB U  MyJbTUMOAajIbHbIE
AnarHocTmnyeckme pabo4vme npouecchbl, OCHOBaHHbIe Ha heHoTUNax.
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