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The paper describes the principles of creating a computer consultative decision support system for the diagnosis of hereditary dis-
eases at the pre-laboratory stage. The prototype is implemented on the example of the clinical manifestations of lysosomal storage
diseases. The system is based on literary data, which are accompanied by expert assessments. The developed intellectual system
forms a limited differential diagnostic row of hypotheses. It provides assistance to the geneticist in differential diagnosis both in the
presence of a preliminary diagnosis and in the absence of assumptions about the nosology of the disease.
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KPATKWE COOBLLEHNA

acJieICTBeHHbIE 3a00JIeBaHMsI, B YACTHOCTU 0O-

JIE3HU OOMeHa BEIEeCTB, PeIKO BCTPEUYaIOTCs B

MOMYJISIMU, YTO 00yCIaBAUBAET TPYAHOCTU M-
ArHOCTUKU, HallpUMeEp, TIU30COMHBIX 00JIe3Hell HaKOoTLIe-
HUsI, 0COOEHHO B TIEPBbIE MECSLIbI XKU3HU peOeHKa U TIpU
nocaenyolleil IMHAMUKe KITMHUYECKUX U3MEHEHU I 2TOM
nporpeaueHTHoU naTonorun. OKOHYATEIbHbBIN JUarHO3
MpU MTOA03PEHUM Ha HACJAEACTBEHHOE 3a00JIeBaHNE CTa-
BUTCS TOJIBKO MOCJE TIIATEIbHOTO U3YYEHUSI CEMEWHOTO
aHaMHe3a U MPOBEeACHUS 1aOOPaTOPHBIX UCCIEAOBAHUA,
K KOTOPBIM OTHOCATCSI (DEPMEHTHBI aHAJIU3 U MOJIEKY-
JIIpHO-TeHEeTUYeCKue TeCThl. TeM He MeHee, Ha 10J1a00-
paToOpHOM 3Tarle Bpauy Heo0XoauMo chopMrUpoOBaTh MaK-
CUMaJIbHO y3KUil nudbepeHInaTbHO-IMarHOCTUYEeCKUIA
psA, TIpexXae YeM HaIpaBisaTh MallMeHTa Ha MOATBepK-
Jampliee ofHy U3 TUIoTe3 uccienoBaHue. Takum obpa-
30M, IMArHOCTHKA HACEACTBEHHbIX 3a00JeBaHU I TIpe/ -
CTaBJIsIeT COOOM CTOXKHBI MHOTOCTYTIEHYATHII MpOoLiecC,
KOTOPBIIf MOXKHO MPEACTaBUTh B BUJIE CIEAYIOIIEH moce-
JIOBaTEJbHOCTU: BbIABVKEHUE TTEPBUYHON JUArHOCTUYE-
CKOW rumnoTe3sl, nuddepeHnanibHast AMarHocTuka, Jia-
0opaToOpHOE MOATBEPXKIECHNE, OKOHYATEIbHbII JUATHO3.
Jns KOHCYJbTaTUBHOM MOAIEPKKM Bpaya Ha aTarme 10-
JJabopaToOpHON NMArHOCTUKU PeaKuX 0oJie3HEeH MOXKHO
HCII0JIb30BaTh KOMITbIOTEPHBIE CUCTEMBI [ 1], UTO OBLIO
OCyLIECTBJIeHO B oTeuecTBeHHOU mporpamme JIMATEH,
dpannysckoit GENDIAG, aBctpanuiickoit POSSUM u
np. OnHako, B HacTosIee BpeMsl OTCYTCTBYIOT OoTeye-
CTBEHHBIE CUCTEMBbI, KOTOPbIE NMTPEAOCTABIISIIN Obl Bpauy
TMOMOIIIb B ITPOLIECCE NMATHOCTUKHU C O0BbSICHEHUEM Mpe/I-
JlaraeMbIX PELICHUIA.

Ieabio HacTOsAIEl PAGOTHI SIBJISIETCS] CO3TaHUE WH-
TeJJICKTYaJIbHOI CUCTEMbI TTOAAEPKKU MPUHSITHS pele-
HUH B Mpollecce TMarHOCTUKW HACAEICTBEHHBIX 3200-
JIeBaHUU 1Sl Bpaya-reHeTrka. [IpoToTum B HacToslee
BpeMsI peasIu3yeTcsl Ha MpUMepe JIU30COMHBIX O0Ie3Hen
HaKOTIJICHMUSI.

Ma‘repvnanbl n metoabl

MarepuaaoM ISl UCCIIeTOBAHUS SIBJISUIMCH OTeYe-
CTBEHHBIC M 3apyOekHbIC JIUTEPATyPHbIE NCTOYHUKM,
MOCBSIIIIEHHbIE BOIMMPOCAaM JMArHOCTUKU JaHHOW TPyTI-
Mbl HACJIeACTBEHHBIX O0ie3Heil. OTOUpaauCh B MEPBYIO
ovepeab UCTOYHUKHM, B KOTOPBIX OBLIN TIpencTaBIeHbI
BHEIIHUE MPOSIBIEHUS 3a001eBaHUI B pa3Hble BO3pacT-
Hble Tiepuoabl. [ToaydeHHbIE TIPU TEKCTOJOTUIECKOM
aHaJu3e JUTepaTypbl 3HAHUS JOTIOJHSUIMCH DKCITePT-
HBIMM 3HAHUSIMU BBICOKO KBaJW(UIIMPOBAHHBIX CIIe-
LIMAJIMCTOB B JaHHOI MpobiaeMHoil obnactu. Koadhdu-
IIMEeHTHl MOAAJIbHOCTHA MPU3HAKOB (IMAarHOCTUYECKOI
3HAYMMOCTH), COOTBETCTBYIOIINE TUHTBUCTUYECKHUM Xa-

paKkTepucTUKaM (T1aBHbIE, HEOOXOAUMbIE, BTOPOCTEIECH -
HbIE) ONPENEISIIUCh IO YETIPEM BO3PACTHBIM TpyInaM
(Ha 1-m romy xu3nu, 1—3 roma, 4—6 net, 7 JIeT U cTap-
11e). DKCIEePTHbIE OLIEHKHW B BUIIE TIPUHSITBIX IJIST MHTEI -
JIEKTYaJIbHBIX CUCTEM «(PaKTOPOB YBEpEHHOCTU» [2], uc-
MOJIb30BaBIIUXCS IJIsI MaHUGECTaAllUU MTPU3HAKOB U UX
BbIpaXXE€HHOCTH [3], yCTaHaBIMBAJIUCh B CIlelIMAIbHO
pa3paboTaHHBIX (PUKCUPOBAHHBIX MHTEepBajax. Takum
obpa3om ¢opMuUpoBajiachk MaTpulla «00JE3HU — TIPU-
3HaKW», HA OCHOBE KOTOPOW B TaJIbHENIIIEM CTPOMIACh
0asza 3HaHUI cucTeMbl. B mpoiiecce paboThl Haa cUCTe-
MOt ObLT COPMUPOBAH T€3aypyC — OHTOJOTUUYECKUIA
CJIOBapb, C TOMOIIbIO KOTOPOI'O0 KJIMHUYECKUE MPOSIB-
JIeHUs 3a00J1eBaHU It OMTUCHIBAUCH B €TMHOM MPOCTPaH-
CTBE TEPMUHOB. DTO MO3BOJIWIIO MPEACTABISATH JIU30COM-
Hble 00JI€3HU HAKOIUIEHUS B (POpMaT30BaHHOM CTPYK-
TypMpPOBaAaHHOM BHIe, M30erass CHHOHUMUM. B KauecTBe
APXUTEKTYPbl CUCTEMBI OblJia BHIOpaHa MOMEJb CEMaH-
TUYECKOW ceTHu Ha oHToJorusX [4,5].

Pesynbratbl

B paspabaTbiBaeMOM MpPOTOTUITIE 3HAHUS O 3a00Jie-
BaHMSIX MPEACTABIEHBI IO YETHIPEM BO3PACTHBIM TPYTI-
rmam, rjie UMeeTcs IepeyeHb MPU3HAKOB, TIPOsIBICHUE
KOTOPBIX XapaKTePHO B OIpeeIeHHOM Bo3pacTe. B cu-
cTeMe TIPeIYCMOTPEHO «IIePEKPHITHE» BO3PACTHBIX UH-
TEePBaJIOB, UTO IMO3BOJISIET YYUTHIBATh HEYETKOCTD ITPO-
SIBJICHU JJIS1 BHIOPAHHBIX TIEPHUOIO0B, TO €CTh CUTYAIIUI,
KoTa Mpu3HaK MaHU(bECTUPYET C 3aJAepKKOI WU, HAao-
060opOoT, HECKOJIBKO paHblile. B mpoliecce paboThI cucte-
MBI TI0JIb30BaTE b YKAa3bIBAET BO3PACT M IOJI MalleHTa
Y BBISIBJIECHHBIE KIIMHUYeCKUe Ipu3Haku. Cucrema, uc-
MOJIb3Yys1 BBEAEHHYIO MH(pOpPMaLIMIO, 3anycKaeT 1udde-
PEHIIMATbHO-TUarHOCTUYECKUI aITOPUTM, PE3YJIbTaTOM
paboTHl KOTOPOTO SIBJISIETCSI PAHXUPOBAHHBINM CIIMCOK
TUIIOTEe3, BKIIOYAIOIINI MaKCUMYM IISITh 3a00JIeBaHUIA.
CucreMa UMeeT BO3MOXHOCTh PA0OTHI B IBYX PEKMMaX:
(1) mpu OTCYTCTBMU MEPBUYHOIO AUArHO3a U (2) pexkum
MPOBEPKU IIpeNojaraeMoro BpauomM auarHosa. B xa-
yecTBe 0OOCHOBAHUS IMpeaiaraeMblX TUIIOTE3 CUCTe-
Ma BBIBOAMT JJISI KaXIOl MepedyeHb MPU3HAKOB IMally -
€HTa, KOTOpbIe CTPYIITMPOBAHBI CIEIYIONIUM 00pa3oM:
(a) xapakTepHble 1JIs1 JaHHOTO 3aboJieBaHusI, (0) Hexa-
paxkTepHbIe U1 aHHOTOo 3abojeBaHusa. OTHelbHO CH-
CTEMOI1 yKa3bIBalOTCS IPU3HAKKU, KOTOPbIe Bpay HE BbI-
SIBUJI y TTallMeHTa, HO OHW XapaKTEPHBI IJIST BBIABUHYTOM
rurnore3bl. TakuM o0pa3oM cucrteMa Kak Obl peKOMEeH-
JyeT Bpauy IpoBeCTH n0o0ciiefoBaHue 00JabHOTO. Bee
MMPU3HAKW BBIIAIOTCS C YKa3aHUEM MX JUAarHOCTHUYE-
CKOIf 3HAUMMOCTH — JIMHTBUCTUYECKOM XapaKTEePUCTH -
KOI MOIAJIbHOCTH JIJIsI JaHHOTO 3a0ojieBaHus. B HacTo-
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siee BpeMs IpoToTUIl nuddepeHIInaaTbHO-IMarHOCTH -
YeCcKOU CUCTEeMbl HAXOMMTCS HAa CTaAUM TECTUPOBAHUS
Ha PeTPOCMEKTUBHBIX KIMHUYECKUX CITydasix ¢ jabopa-
TOPHO TTOATBEPXKIECHHBIMK TUAarHO3aMM U3 3apyOeKHOM
M OTEYECTBEHHOI JIUTEPATyPHI.
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