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HaceneHHs (B cooTBeTcTBUH ¢ DenmepanpHbIM 3akoHOM oT 21.11.2011 N323-
®3). B kpynHeiinieii MupoBoii 06aze TeHeTHYECKH-00YCIOBICHHBIX 0O0Je3HeH
Online Mendelian Inheritance in Man (OMIM) mo cocrosHuO Ha 26 MapTa
2019 roma coxepskurcs unpopmaius o 6413 3adoneBanusix [OMIM, 2019].
JlMarHoCTHKa 3TOW MATOJOTMH BBI3BIBACT y Bpayei CEpPbE3HBIC TPYTHOCTH B
BHUIY HCOOXOJMMOCTH yueTa Pa3HOOOpPA3HBIX MPOSBIICHUI 3a00JieBaHUI Ha
pPa3HBIX JTamax ec¢ pa3BUTHA. B mocinemHuil mepuol OCOOCHHO aKTyalbHBIM
SIBIISICTCA y9€T OCOOCHHOCTEH IEPBBIX NMPOSBICHUN OOJE3HH (MaHU(ECTAIIHH)
JUTSL TPYIIIBI METaboIMIecKiX O0JIe3HEl HAKOIUICHUS, TJI¢ B KAUeCTBE JICUCHUSI
MPUMEHSIETCS (bepMeHTO3aMeCTHTENbHAS Tepanus u Ha4yaThl
9KCIIEPUMEHTAIbHBIC paboThl 10 TeHHO# Tepammu [Das, 2013; Parini et al.,
2010; Ellinwood et al., 2004]. CBoeBpeMeHHO HayaTtoe JEYCHHE CIOCOOHO
MPEIYNPEIUTh WK 3aTOPMO3UTH JaJIbHEHIIICe MPOrPECCUPOBAHIE MATONIOTHH.

Jis  TpUHATHAS JUATHOCTUYECKHUX PCIICHHH HEOOXOIUMO YYHTHIBATH
MHOXecTBO (hakTopoB. KauecTBO oOKa3biBacMON MEAMIIMHCKONW OMOIIU
3aBHCHUT yXKE HE TOJBKO OT YPOBHS MOJATOTOBKU (KOMIIETCHTHOCTH) BpaueOHOTO
MEPCOHAaNa, HO U OT CHCTEM, OCYIICCTBIIAIONIMX MOAICPKKY PEUICHUN Bpada
[Purcell, 2005; A-Jasmi et al., 2010; Alves et al., 2016]. Ucnonb3yembic B
HACTOsIIee BpeMsl B KIIMHUYECKOW reHeTuke cuctembl [Baraitser et al., 2001;
Kohler et al., 2009; POSSUM, 2019] He no3BoJsifoT A0CTaTO4HO 3()HeKTHBHO
pemiats mpobieMy JHATHOCTUKH MHOTOYHCICHHBIX PEIKUX HACIEICTBEHHBIX
Ooue3Hell B paHHEM BO3pacTe.

Lenpto  maHHOM  myOJMKaUu  SIBISIETCS  OMUCAHHE  MPOTOTHIIA
OHTOJIOTMYECKOH CHCTEMbI JUIS MOJJIEPXKKH TMPHHSATHS JUATHOCTHYECKUX
PEIICHHI Ha MOJIEITH HACJICICTBEHHBIX JIN30COMAIBHBIX 0O0JIC3HEH HAKOIIJICHUS.

BhICOKast CTEMEeHb CXO/CTBA UCCIICAYEMbIX 0OJIC3HEH MPeaIoaracT Bblaqy
y3Koro auddepeHnraIbHO-THarHOCTHUECKOTO Psijia, MO3BOJISIOIIETO POBECTH
MOCJCAYIONIee HampaBlieHHOE OOC/eI0BaHUe, YTO BaXHO B OTHOIICHUU
YCKOPEHUS pacro3HaBaHus 3a00JCBaHUS U SKOHOMHH CPEJICTB JOPOTOCTOSIINX
peakTHBOB. PaccMOTpeHHe pemieHdHss 3TOM  mpoOJieMbl  BO3MOXKHO C
HCIOJIb30BAHHEM METOI0B UCKYCCTBEHHOTO HHTEIIEKTA.

1. IlpencraBiaenne 3HaHUM 00 OpPaHHBIX 3200J1€BAHUAX

U3Bneyenue 3HaHMHA Ha 1 3Tame OCYHICCTBISUIOCH M3 JIUTEPATYPHBIX
HCTOYHHUKOB U MPEACTABIBUIOCH B hopme TekcTomorndeckux kapt [Kobrinskii et
al., 2018]. B panbHeiiieM KOTHHTOJOI C JKCIIEPTAMH HCIOJIB30BAM HMX B
nporecce 06CYKISHNS MOJATBHOCTH U Mep IOBepus K mpu3HakaM. Ha 2 srarme
9KCIIEPTHl (POPMUPOBATN OIEHKH (PAKTOPOB YBEPEHHOCTH IJIsi MaHU(DeCTaIuu
MPU3HAKOB M MX BBIPAYKEHHOCTH JUTS PA3HBIX BO3PACTHBIX TPYIIIL.

B mporecce MOCTPOCHHUST MPOTOTHIIA OKCIIEPTHOW  CHCTEMBI IS
JIMarHoOCTHKH OpGaHHbIX OONe3Hel Ha OCHOBE OHTOJIOIMYECKOW CHCTEMBI
[Gribova et al., 2017] Obutla BbISBIEHA MEIECOOOPA3HOCTh MOAWU(HKALUH
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aTpuOyTOB CHMIITOMOB AMArHOCTUPYEMBIX 3a00JICBaHWI M OILEHOK (DaKTOpOB
yBepeHHOCTH, onucaHHeiXx B [Kobpunckuii, 2018]. TlonsTue Hanuuus
NPU3HAKOB OBUTO 3aMEHEHO MOHATHEM MOJAIbHOCTH (aT. modus — Mmepa,
OLICHKA BBICKa3bIBaHWs). PeneBaHTHbIC NPU3HAKKM OBUIM TOAPA3/IC/iCHBl Ha
IJIaBHbIE, HEOOXOJMMbIE M BTOPOCTENEHHBIE, YTO OINpEAeIseTcs WX
mogpansHocThi0 [GARD, 2019]. Tlpu3Haku He TOJBKO OBLTH PACTIPEACNICHBI 110
MOJAJbHOCTH, YTO B OINpPEJEICHHONW CTENEHH YYHUTBHIBAIO YacTOTy HX
BCTPEYAEMOCTH, HO M COIPOBOXIAINCH KOIP(PHUIMEHTAMH YBEPEHHOCTH.
Kpome Toro, 6putM BHECEHBI M3MEHECHHUS B IIKAIbl MEpP JOBEPHUS 3KCIEPTOB K
MaHH(ECTAalUd W  BBIPAKCHHOCTH TNPU3HAKOB, B OONBIIEH CTETEHH
YYUTHIBAIOIINE CIIOCOOBI NX ONPEEICHUS BpadaMH, YTO OTPaKEHO B paszeie 2
JAHHOM CTaTbH.

2. llIkanbl U GpopMyJibl 1 OLEHKU XapAKTEPUCTHK
HACJIeCTBEHHBIX MeTabo1uueckux 0oJie3neit

dopmupoBaHue 1mKkan MmogaabHocTd (M) npu3HakoB ¢ ux ko3ddunreHTamu
1 GOpMYyN Il KOMIICKCHOM OIIGHKH COBOKYITHOCTH (PaKTOPOB YBEPEHHOCTH
JUIL JTH30COMANBHBIX OOJIe3HEH SBISUIOCH HEOOXOAMMBIM YCIIOBHEM TIpH
MTOCTPOCHUH TUATHOCTHYECKUX TPABHII HEUETKO MPOSBISIOMHXCS OpP(PaHHBIX
3a00JeBaHUH.

[TonOop KOJNMUECTBEHHBIX XapaKTEPUCTUK MOAAIBHOCTH IOABEPrajcCs
W3MEHEHMSM B IIpoOlleCCe aHajln3a HHTETpaJbHBIX OIEHOK. B pesymbrare
MOJAFHOCTh MpPHU3HAKOB ObUIa TpeACTaBieHa TpajamusiMu S5, 4 u 2,
COOTBETCTBYIOIIUMH  JIMHTBUCTHUECKUM  XapakTepHUCTHKaM —  TJIaBHEIE,
HEO0XOIUMBIE, BTOPOCTEIICHHBIE.

Manudecramus (M) MpuU3HaKa XapaKTepU30Balach MeEpoil  JT0BepHs
(YBEpEeHHOCTH) SKCHEPTOB B TOM, YTO IAaHHBIH MpPH3HAK ONpPEAEIEHHOTO
3a0oneBaHnsl MaHH(ECTHPYET B KOHKPETHOM BO3pacte (BO3PAcTHOW TPYIIIE).
Omnpenensiercst B unrepsaie [-1; 1], rae:

e -1 XxapakTepu3yeT HEBO3MOXXHOCTh TPOSBICHHS [aHHOTO IPHU3HAKa B
JAHHOM BO3pacTe IO (DU3HMOJOTHUSCKUM NPHUYHHAM, IJIMOO peaIn3amus
MIpHU3HAKa 3aBEPIIIIIACH B MIPEIBIAYIINX BO3PACTHBIX IPYIIAX;

e (0 xapakrepusyeT HOpMY, T.€. IPU3HAK YUCTO TEOPETHUECKH MOXKET OBITh B
JTAHHOM BO3pacTe, HO JTH00 He XapaKTepeH ISl JaHHOTO 3a00JieBaHus, 100
emé He yCIieBaeT MPOSBUTHCA B CIITy 0COOCHHOCTEH TeueHMs 3a00JIeBaHNS;

e [0,1; 1] xapakrepu3yeT Mepy HOBEpHs JKCIEPTOB K TOMY, YTO IIPH3HAK
posiBUTCA (MaHU(ECTHPYET) B OTHOM M3 BO3PACTHBIX IIEPHOIOB.
Oco0eHHOCTBIO M SBISETCS TO, YTO 3HAYEHUS, OTIUIHBIE OT -1, B cymMMe He

MOTyT TpeBbIIaTh 1. B  KkaxkmoM BO3pacTHOM TMEpUOJE YKa3bIBACTCS

YBEPEHHOCTh TOTO, YTO MPU3HAK MaHU(peCTHPYET (0OHAPYKUBAETCS) IMEHHO B

JaHHOM  Bo3pacte. DakTopel  YBEpEeHHOCTH B  MaHU(ECTallUH [0



MPEALISCTBYIONIMM YETHIPEM BO3PACTHBIM MEPUOJAM HUMEIOT 3HAYCHHS M1, My,
M3, M4, TOMOJHSIOT APYT APYTa, 38 HCKIFOUCHHEM OTPUIATSIBHBIX BETUYUH.

BeipaxkeHHOCTh (S) XapaKTepu3yeT YBEPEHHOCTb JKCIIEPTOB B TOM, YTO
JaHHBIA TOPHU3HAK BCTPEYACTCs B KOHKPETHOH BO3pacTHO# rpymme ¢
OIpe/ieNieHHO# cTeneHbto nposiBneHus. Onpenensercs B uatepsaie [0; 10].

V3meHeHHe BBIPQXCHHOCTH [0 BO3PACTHBIM  MEPUOJAM  KOCBEHHO
yKa3bIBaeT Ha CKOPOCTh PA3BHUTHS MATOJOTHYCCKUX MPOsBIeHuUit. s Kaxmoro
BO3PACTHOT'O MEPUOJIa UMEEM: S1, S2, S3, Sa.

Jnis moirydeHusT KOMIDIEKCHOH KOJNMYECTBEHHOH OICHKH MpH3HAKa OBLIO
MPE/TI0KEHO HCIOIB30BaTh CIACAYIONIYI0 GOpPMYITY:

Pi=Mi-m;-s;

rae: Pj — mapamerp (npusnak), M; — mogansHoctsh (Modality) npusxaka, m; —
¢axrop ysepennoctu Manuecraru (manifestation), si — gakrop yBepentnocTu
BBIPKEHHOCTH (Severity).

3. OcHOBHBIE XapaKTEePUCTHKU OHTOJIOTHH THATHOCTUKHU OP(aHHBIX
3200J1eBaHUI

OmHMM W3 COBPEMEHHBIX IOAXOAOB K CO3JAHUIO CHCTEM MOJJCPKKH
TPUHATHS BpadeOHBIX peIICHWH sBISACTCA OHTOoJOormdeckwit. OmHOW W3
OHTOJIOTMH MEIWIMHCKON JIWAarHOCTUKH sBisiercss OHTONOTHS 3HAaHUH 00
unentudukamun 3aboneBanuii [[puboBa u ap., 2018]. OcHoBHBIMH ee
0COOECHHOCTSIMH ABJISIOTCS:

A. Bo3MOXHOCTH (hOPMHPOBAHUS CHMITTOMOKOMIUIEKCOB, OTPAKAIOLINX KaK
JUHAMHUKY NAaTOJIOTMYECKOT0 MPOLecca, TaK U TEKYIee COCTOSHUE OpraHu3Ma.

b. Bo3moxHOCTh  (OpPMHUPOBaHHMS  pasHbIX  CHUMIITOMOKOMILIEKCOB
3a0oJieBaHUI C Y4eTOM KaTeropui mNanuMeHToB (IOJ, BO3pacT, 0coOble
COCTOSIHHSI, HampuMmep, OepeMeHHOCTh W Jp.) M pPa3HBIX MOAXOIO0B K
IUarHocTuke  (Hambonee — mamsmyi, OBICTPHI  WIM  SKOHOMHYECKH
OTIPaBIAaHHBIN 1 T.IL.).

B. Bo03MOXHOCTb  HCIONB30BAaHHMSA  CHHIPOMAIBHOTO  IMOAXOJAa K
JIMarHOCTHKE.

I'. Hanmyume mpocThIX M COCTaBHBIX NPHU3HAKOB (COCTaBHOW — 3TO Habop
XapaKTepUCTUK C MHOXKECTBOM 3HAUEHHI), PACHIMPEHHBIX MOIAJIBHOCTSIIMH,
9KCHEPTHHIMH OIICHKaMH, (paKTOpaMu BEIPAKEHHOCTH 3HAUYEHUS MPH3HAKA.

J. BosmoxHOCT mpoBeneHus —aAuddepeHIHANTPHOW — AMarHOCTHKH
3a00yieBaHUN M BBIOOpA COOTBETCTBYIONIMX METOJOB JICUCHHS C YYE€TOM
STHOJIOTHH, TATOT€HEe3a, Pa3BUTHSI MPOIecca BO BPEMEHH.

E. Yuer npuYMHHO-CIEJCTBEHHBIX CBSA3€M M3MEHEHMH MOJ BIHUSHUEM
BHEIIHUX BO3JEHCTBHUH, OKa3blBAEMBIX Ha OpPraHM3M Ha pa3HbIX OTamax
3a0oJieBaHusI.



XK. Bo3MOXHOCTh 3amaBaTh HEOOXOMMMBIC YCIOBHS JUIS  KaXIOro
3aboneBanus. (akTOpbl, 0€3 KOTOPBIX HEBO3MOXXHO 3a0ojicBaHuE (HAmpuMmep,
T0JI, BpeMsI ToJia U JIp.).

Cpemu yka3aHHBIX OCOOCHHOCTEH OHTOJIOTHMHM MMEIOTCS HEOOXOIUMEBIC ISt
ophaHHBIX 3a00JI€BaHUI.

4. lIpuHUUNBI PYHKIUOHMPOBAHUS OHTOJIOTHYECKOMN
AUATHOCTHYECKON CHCTEMBI

Jnst TMarHOCTHKY Op(aHHBIX 3a00JI€BaHNH BO3MOKHBI [IBE CUTYAI[UH:

1. TlammeHT BHEpBBIE € NOAO3PEHHEM (C IPU3HAKAMH HEKOTOPBIX
HapylIeHuid) oOpamiaeTcs K Bpady M TpeOyeTcs NpeasoXdTh aJeKBaTHbIE
TUIOTE3BI 0 3200JI€BaHUAX, KOTOPBIE MOKHO 3aII0{03PUTb.

2. TlamyeHT MMeeT NpenBapUTEbHBIA JUMAr€Ho3 W TpebyeTcs Ha OCHOBE
HUMEIOLIMXCSl TIPU3HAKOB W/WIIM UX JMHAMHMKU YOCIWThCS B HAIMYMU MMEHHO
sToro 3aboneBaHus OO chopMHUPOBATH MUPPEPESHIUANEHBIA psm AL
MOCJIEAYIOMIETO YTOYHCHHS JPYTMMH CHEIWAINCTaMH M HallpaBJIEHHOTO
MIPOBEJCHUS CHIENNATBHBIX HCCIICTOBAHMUH.

B 3aBucuMocTH OT MOTPEOHOCTH MPAKTHKH AT NPOTPAaMMHOTO CEpBHCA
JMAarHOCTHKH ~ MOXeT ObITh  copmupoBana ©Oaza 3manmii  (B3) ¢
CHUMITTOMOKOMIUTEKCaMH, OTPAKAIOLIMMH JINOO TEKyIllee COCTOSHIE OPraHu3Ma,
NPE/ACTaBICHHOE HA0OpOM BO3PACTHBIX KaTeropui, OO C CHMITOMamy,
OTP@KAIOIMMM  JAWHAMHMKY  IIATOJIOTHMYECKOro  mpomecca, Jubo ¢
CHUMIITOMOKOMIUIEKCAaMU 000MX THUHOB. Ka{Iplii NpU3HAK MMEET IIKaly ero
OLIEHKH, COCTOSIIYI0O K3 MOJAIbHOCTH €ro MpOSIBICHUS M OIKCHEPTHOU
KOJINUECTBEHHOW XapaKTepUCTHKH B Bujie (pakTopoB yBepeHHOCTH. OHTONOTHS
MeauIMHCKON uarHoctiku-lACPaaS naer BO3MOXKHOCTh OIPENENUTh CBS3b
3aKJIIOYEHUH ¢ OOBEKTHBHBIMY JAHHBIMH B HCTOPUH OOJIE3HU.

Hcnons3yemass ~ KOJUIGKTMBOM  (aBTOpamu)  ¢opMa  Tpe/CTaBICHHS
OHTOJIOTHH M 3HaHWI Ha WX OCHOBE (MEpapXWYECKHUE CEMaHTHYECKHE CETH) U
npumensiemblii uactpymenrapuii IACPaaS [Gribova et al., 2017] no3Bonsitor
KOJUIEKTHBHO CO3/1aBaTh NPOTPAaMMHBIE CEPBHCHI AWArHOCTHKU (MHTETpUPYs
pematemt ¢ b3) u 3¢ dexTHBHO MOAepHH3MPOBATh 0a3bl 3HaHWH. B TO ke
BpEMsi, TOUCKH CEMaHTHUYECKOTO MOJJO0USI B OHTOJIOTHSIX MPEACTABISIOT OO0
TIOJIC3HBIH crocod HCIIOJIb30BaHUS CeMaHTHYECKOM CTPYKTYPBI
(GeHOTUIIMYeCKUX ~ aHOMalMii  dYejoBeKa MpH  PEUIeHUH  MpoOJeMbl
nuddepeHnnanbHON JHarHOCTHKH.

5. IlepBble pe3yabTaThl IKCIIEPUMEHTA MO0 PUMEHEHHI0
OHTOJIOTMYECKOI CHCTEeMBbI B IIPeIMETHON 00J1ACTH HACJICICTBEHHOH
naToJa0run

IIJ'[H aHalin3a peE3yjIbTaTOB AUArHOCTHUKH OBLIIH B3SITHI PCaIbHBIE UCTOPUHN
0osie3Hn IMAaIMCHTOB U3 OTCUYCCTBCHHBIX U 38.py6e)KHBIX OTKPBITBIX HCTOUYHUKOB



¢ BepU(UIIMPOBAHHBIMU JauarHo3amu. Mcropum OoNe3HH BBOAWINCH dYepe3
cepBuc BBOa ucropuu Oonesnu miatdopmsl IACPaaS u 3atem nmonmaBasuck Ha
BXOJI CEpPBHCY AMAarHOCTHKH OpQaHHBIX 3a0ojeBaHuid. Pe3ynpraToM paboTsl
cepBUca SBISIETCS KakK IMOJpPOOHOE OOBSCHEHHWE COOTBETCTBHS IIPH3HAKOB
MalyeHTa 3HaHUsIM O 3a00JIEBAaHMH, TaK M COOTBETCTBUSI IPU3HAKOB MallUEHTA
3HAHMSM O Pa3HbIX CXOJHBIX 3200JICBAHUSX.

OcoOblii  WHTEpEC NpEeACTaBIsIET  paclo3HaBaHWe  Oone3HeH  npu
HEM3BECTHOM nuarHose. [Ipumep and¢depeHnnanbHoi AMarHOCTHKH B TaKOM
CIydae TIPOJEMOHCTPHPOBAN  BIIOJIHE TpPHEMJIEMbIE  Pe3ylbTaThl I
JI07Ta0OpaTOpHOTO  dTama  WACHTU(GHUKAIMA  HO30JIOTHYECKOH  MPUPOABI
3a00JIeBaHMUS.

[pu 3amycke Cepsuca [lowmcka runoTe3 it peOeHKa 5 JIeT ¢ MOoJ03peHUEM
Ha nu3ocomaibHoe 3abonesanue [Gabrielli et al., 2016] 6110 MONMyUYeHO CEMb
runorte3 OoJyie3HEH W3 TPYIIBI MYKOIOJIMCAXapuI030B. B monbs3y nuarnosa
IS (cunmpom Illeiie) yka3piBanu 4 MPUHIMITHATGHO BAKHBIX MpHU3HaKa (rpyobie
4YepThl JIMIa, [OMYTHEHHWE POTOBHIIBI, TENaTOMErausi, TYrOIOABHKHOCTD
KPYIHBIX CYCTaBOB) IIPH OTCYTCTBHH IMOJIE3HBIX JUISl MOATBEPIKACHHS TUarHO3a
CBEJICHHIA 0 2X MpU3HaKax (3aepKKa pocTa M CHIKCHHE CITYXa).

B monp3y nuarHosa Mykomonucaxapuaos, tamn IH (curapom [yprep)
CHCTeMa BBISIBUIIA 5 PUHIUIUHAIBHO BAKHBIX MPHU3HAKOB (IpyObIe YepThl JHIIA,
MTIOMYTHEHHUE POTOBHIIBI, TYTOIIOIBUKHOCTh KPYITHBIX CyCTaBOB,
TeraToOMerajns, CIDICHOMETAallNs), HO Ui OJHO3HAYHOTO ITOATBEPIKIACHUS
TpeboBanack nHGopMaIs eme o 3X Mpu3Hakax (KOpOTKas miesl, MaKpOTIOCHs,
YMCTBEHHAsI OTCTANOCTh) (puc.1).

Takum 00pa3oM, B mojp3y auarHosza llleiie umenuch 4 MPUHIUITHAILHO
Ba)KHBIX ITPU3HAKA, a B MOJIb3y CUHApOMA ['ypiiep 5 CyliecTBeHHBIX IPHU3HAKOB,
HO nuarHo3 cubapoma Illeiie moaTBepkaeH 75% mnpusnakoB (6 w3 8), a
cunapoma 'ypaep — 45% (7 w3 15). OctanbHble 5 HO30JOTHI W3 TPYMIIBI
MYKOITOJIUCAXapUI030B MEHEe BEpOATHBHL. Takoil BapHaHT COOTBETCTBYET
HMMEIOIIEMY MECTO B MIPAKTHKE U SIBIICTCS YIOBICTBOPUTEITBHBIM.

6. Iuckyccust

CeMaHTHYECKUE TIOMCKM CXOACTBA B OHTOJNOTMAX C MCIIONB30BAHUEM
METPHUKH OCJIOXHSIOTCS TeM (PAKTOM, YTO CHMITTOMBI MOTYT UMETh PA3IHYHYIO
CTETEHD CIENU(MUIHOCTH, & TAKIKE MOKET UMETh MECTO HAJIMYKME IPU3HAKOB, HE
CBSI3aHHBIX ¢ JaHHO# GoJsie3nbio [Kohler et al., 2009]. B 3aBucuMocTH OT OIbITa
Bpaya M HaJIW4Us crieruanbHoro obopyaosanus (3XO-KI, meneas jamma u
Jp.) KIMHAYECKHE OTKJIIOHEHHs MOTYT OBbITh ONHCaHbl 0OoJice WM MEHee
noipo6Ho. [IJist IPeoI0IeHMS 3TOTO HAMHU ObLT pa3paboTaH YIOMSHYTHIH BbIIIE
KOMIUIEKC U3 (PAKTOPOB YBEPEHHOCTH C HECTAHAAPTHBIMH HHTEPBAJIAMHU OI[EHOK
1 K03 HUIHUEHTHI MOJATBHOCTH MPU3HAKOB. Takxke anpoOUPYIOTCs Pa3IHUYHbIe
PEKUMBI Pa0OTHI OHTOJIOTUYECKON CUCTEMBI.
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NOTOMEKKW OTCVTCTBVIOT
Puc.1l. ®parmeHT pesynprara paboOThl CepBHCa IOKMCKAa THIIOTE3 NPU CHHAPOME

[eite (6e3 mpenBapuTEIbHOM BpaueOHOM THUITOTE3HI).
3akinoueHue

Bricokas cTemnenb CXO0ACTBA HCCIEAYEMBIX JIM30COMAJIBHBIX 6oute3Hel
HAKOIUJICHUA, YTO XapaKTCPHO WU JJIA OOJILIIMHCTBA ApYrux HacJICACTBCHHBIX
Op(baHHLIX 60H€3H€I>'I, npearnojaaracT nmojay4YeHue He e,Z[PIHCTBeHHOﬁ BO3MOJKHOU
HO30JIOTHYECKOMI (1)0pr1, a Yy3Koro ,Z[I/I(i)(l)epeH].[I/IaJ'ILHO-Z[I/IaFHOCTI/I‘leCKOFO
pdaaa, MNO3BOJIAIOLICTO Bpady HOPOBECTU  MOCICAYIOIICC  HAIIPABJICHHOC
JIa6opaT0pH0e 06CJ'IeZ[OBaHI/Ie, YTO BaXHO B OTHOLICHWU YCKOPCHUA
pacrio3HaBaHUA 3a0omeBanuii. lcnonb30BaHHE OHTOJOTHYECKOW CHCTEMBI
TIO3BOJIAECT BBIABUHYTH WJIM IMOATBEPAWUTH TUIIOTE3Y Bpada ¢ OJHOBPEMCEHHBIM
YKasaHNEM Ha OTCYTCTBHC HeO6XOZ[I/IMI>IX A YTOYHCHHSA OKOHYATECIBHOTO
JIMarHo3a mpu3HakKkoB.
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The paper presents the first results of computer diagnostics of rare diseases using
the ontological system. The algorithm includes the processing of feature
modalities with their coefficients in combination with complex characteristics of
feature confidence factors by age groups of patients. This makes it possible to
further obtain a narrow differential diagnostic series of diseases at the pre-
laboratory stage of the examination.

Keywords: ontology, differential diagnostics, rare diseases, modality of
symptoms, confidence factors, intelligent decision support system.
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