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Ienp uccnenopanusi. Co3naHue cuCTeMbl KOMNbIOTEPHOI NOMAEPKKH NPUHATHS PeIleHHil MO 101a00paTOPHON JAMATHOCTHKE
HACJIeICTBEHHbIX 00JIe3Heil 00MeHa ¢ MaToJIorHeil ICMXHIecKoii cdepbl.

Marepuan u Metonpl. Vi3BieyeHune 3HAHUIA i1 TOCTPOEHUS] MHTEJLIEKTYAJIBHON CHCTEMBI OCYINECTBJISIOCh U3 MHOTOUHMC/IEHHBIX
JIMTEPATYPHBIX MCTOYHHKOB. IlepBoHayanbHo copmMupoBaHHAs 0a3a 3HAHMI JOTMOJHEHA SKCIEPTHBIMH OLEHKAMHU IS OTAEIbHbIX
KaTeropuii BO3PaCTHBIX IPYIII JeTeid.

Pesynsratel. DKcnepTaMu onpeiesieHbl MOAAIBHOCTb, (DAKTOPbI YBEPEHHOCTH /Uil CPOKOB MaHH(eCTAIMH U BbHIPAKEHHOCTH MPU-
3HAKOB ISl KAXK/IO#M KJIMHUYECKOil (hopmMbl B ompesesieHHbIe BO3PACTHbIE Mepuobl. B nmpouecce mcciie0BaHusl OCTPOEHBI MOIEN
IUISl KOMILUTEKCHOM OIIEHKM NMPU3HAKOB W MHTErpasibHOil OleHKH 3a200.eBanuii. Co3aHHBI ¢ MX MCHOJIb30BAHHEM AJITOPUTM
JMATHOCTHKH BKJIIOYEH B 0a3y 3Hanmii. Ha ero ocHOBe OCYIEeCTBIsieTCS CPAaBHEHHME BbIIBUraeMbIX runore3. Peanan3oBan mpoToTun
3KCIEPTHOI IMATHOCTHYECKOI CHCTEMbI HA MO/ MYKONOJIMCAXAPHI030B, MOKA3ABIIHI HA KOHTPOJIbHO BbIOOpKe 13 20 0OJbHBIX
3(pdexTusHOCTL 90%.

Karouesvte caosa: demu, ymcmeeHHas omcmanocmy, AU30COMHble 00Ne3HU HAKONAEHUS, MYKONOAUCAxapuoosvl, doaabopamopuas
ouaznocmuka, paKkmop yeepeHHoCmu, Ko3pduuyuenm mooarbHOCMU NPUHAKA, IKCNePMHAs OUaeHOCMUYecKas cucmemda, npoeKmu-
DOBaHUe cucmembl KOMIbIOMEPHOL NOO0epICKU.
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Objective. To create a computer support system for pre-laboratory diagnosis of hereditary metabolic diseases with mental pathology.
Material and methods. The authors used numerous literary sources to extract data for intelligent system. The initially formed data-
base was supplemented by expert assessments for certain categories of age groups of children.

Results. The experts determined the modality, confidence factors for the timing of manifestation and severity of signs for each clinical
form at certain age periods. In the course of the study the authors built the models for a comprehensive assessment of signs and an
integral assessment of diseases. The diagnostic algorithm is included in the database. It is used to compare the proposed hypotheses.
The authors implemented a prototype of an expert diagnostic system based on a mucopolysaccharidosis model, which demonstrated
90% efficiency in a control sample of 20 patients.

Key words: children, mental retardation, lysosomal storage diseases, mucopolysaccharidoses, pre-laboratory diagnostics, certainty
factor, sign modality coefficient, expert diagnostic system, computer-aided design.
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MOTOPHOTO Pa3BUTHS W MOCIEAYIOMNM (hOPMUPOBaHEM
TSOKETBIX M3MEHEHUI BHYTpeHHUX opraHoB. Helipone-
reHepaTUBHbIE HapyIIeHUsI, BbI3BaHHBIE Ie(PUIIMTOM
JIN30COMHOTO (hepMeHTa, MMEIOT CIIeJACTBUEM TIPEIOT-
BpallleHWe JAerpagallii W YTWIM3alWU MaKpOMOJIEKYI.
DTOT NEPBUYHBI MeTaOOTMIECKUI JeEKT ompeaesieT
Kackall BTOPUYHBIX coObITHii. Co BpeMeHeM HaKOILIe-
HUE MaKpPOMOJIEKYJT TIPUBOINT K IMOPAXKEHUIO PA3TMIHBIX
OpraHOB U CUCTEM OpraHu3Ma, BKJIoYas LIEHTPaIbHYIO
HEpBHYIO cuctemy [4].

JI71s1 HEKOTOPBIX JIM30COMHBIX 00JIe3HEN CYIIECTBYIOT
cneuudurdeckue Metonabl JedeHus [S]. Tak, mpu Myko-
roJucaxapumo3ax TPOBOIST JiedeHUe (epMEHTHBIMU
npernapaTaMu WM ¢ TIPUMEHEHUEM TeMOTIO3TUYECKUX
CTBOJIOBBIX KJIETOK. OTUM OOBSICHSIETCSI HEO0OXOIM-
MOCTb MAaKCUMaJIbHO PaHHETO BBISIBJICHUS 3a00JIeBaHUIA.
OnHako TPYAHOCTM WX MWUATHOCTUKU OMPEHeIsTIOTCS
HaJIMYMEM JIATEHTHOTO TIeproJa, IOCTEIeHHBIM pa3-
BUTHEM OOJIE3HU, BO3PACTHOW NMHAMUKON MU3MEHEHUIA,
CXOJICTBOM M TIepeKpPbIBAHMEM KIMHUYECKUX TPOSIBIIE-
HUII MHOTHUX JIM30COMHBIX OOJIE3HEH, a TakKe HemocTa-
TOYHBIM YPOBHEM BpadyeOHBIX 3HAHMI KIMHUYIECKHUX
MPU3HAKOB 3TUX 3aboeBaHuii. HeoOXOMMMO OTMETUTB,
YTO, HECMOTpsI Ha pa3paboTKy METOHOB CKpPWHWHTA
Ha MYKOITOJIMcaxapuao3bl [6], mpobieMa auddepeHIm-
aJbHOM JMATHOCTUKU MX W IPYTMX JIM30COMHBIX 00e3-
Hell ocTaeTcs aKTyaJbHOM BO MHOTHX CTpaHaX.

Cy1iecTBeHHass OCOOCHHOCTh KIMHUYECKUX TPO-
SIBJICHU JTM30COMHBIX 0OJIe3HEN HAKOTUIEHUST — HeveT-
KOCTh MaHHU@deCcTallMi W BBIPAXKEHHOCTU TIPU3HAKOB.
IMpuunHOIl CAYXKUT HEepaBHOMEPHOE TPOTPECCUBHOE
HaKOIJICHWEe MaKpOMOJIEKYJI C yBEeJWYeHUEM BO3pacTa.
DTO O0OBICHSIET HEOOXOAWMOCTb OPUEHTUPOBAHHOCTU
KOMITBIOTEPHBIX TUAarHOCTUYECKUX CHCTEM Ha paHHUI
JeTcKuit Bo3pacT. OmMHaKO HEeIOCTaTKOM paHee CO3MaH-
HBIX U UCTIOJIb3YEMbBIX B HACTOSIIIIEE BPEMST CUCTEM SIBJISI-
eTCsT IpobJIeMa TTO3HETO OOHAPYKEHUST TIEPBBIX TTPU3HA-
KOB TMaTOJIOTUU (B MJIaJieHYECKOM BO3pacTe) U HEIOydeT
IWHAMWKN U3MEHEHUI 110 Mepe pocTa neteit [7]. B To ke
BpeMsl JuarHocTuka peakux (opdaHHBIX) Oose3Hei
C MCTIOJIb30BaHMEM SKCTIEPTHBIX CUCTEM Ha OCHOBE aHa-
Jm3a peHOTUTMUECKHUX MPU3HAKOB TpeBbiiiaeT 80% [8].

KommbioTepHbIe CUCTEMBI TIO TUATHOCTUKE YMCTBEH-
HOW OTCTaJIOCTU Y NI€TE, OPUEHTUPOBAHHBIE HA HACJIEM-
CTBeHHBIE  OOJIe3HU, HeMHorodyucieHHbl. Cucrema
POSSUM (Pictures of Standard Syndromes and Undiag-
nosed Malformations) obGecnieunBaer auddepeHInaTb-
HYI0 AMArHOCTUKY MHOTOUYMCIEHHBIX HACIeICTBEHHBIX
0OoJie3Hel, B TOM YHMCJIe C YMCTBEHHOI OTCTajoCThio [9].
B TewyeHme MHOIrMX JeT pa3BuBaeTcs Baraitser—Winter
Neurogenetics Database (BWND) [10]. Ona comepxut
6osiee 3000 cMHAPOMOB y JIeTelt U B3POCIIbIX, MPU KOTO-
pPBIX 3aTPOHYTA LIEHTpajibHAs M TepudepudecKass HepB-
Has cuctema. B HacTositiee BpeMst o HazBaHueM LNDD
(London Neurogenetics Database and Dysmorphology)
OHa pacnipoctpaHsieTcsi B web-Bepcuu (https://www.face-
2gene.com/Imd-history) yepe3 cucremy Face2Gene [11].

OPUINMHAJIbBHbBIE CTATbU

B BWND B03MOXHOCTM ITIOMCKa pacIIMPEHBI 3a CUeT
y4yeTa Bo3pacTa MaHU(ECTallMM HEBPOJOTUUECKUX U Y-
TMX KIIMHUYECKUX TTPU3HAKOB, a TaKKe HEMpOopaarnoaoTu-
YECKMX, ODJIEKTPOPUZNOIOTUUECKUX W OMOXMMUYECKUX
na”HbIX. OTHAKO UCTTOIb30BaHUE CIIeIMaTbHbBIX UCCIIEI0-
BaHWI, KOTOPBIE KpaifHe pelIKo MPOBOISATCS B MiTaficHUe-
CKOM BO3pacTe, TIPUBOIUT K 3aNa3abIBAHUIO JUATHOCTUKU
3a0epKKM  Pa3BUTHUSI W CBOEBPEMEHHOM HO30JI0THYe-
cKoil uaeHTUdUKamKu narosoruu. Poccuiickast cuctema
MO HacJIeJICTBEHHBbIM 0OO0JIe3HSIM OOMeHa Obljla peayin30-
BaHa KaK WH(MOPMAIIMOHHO-IUAarHOCTUUECKast Ha OCHOBE
CTAaTUCTUYECKON 00pabOTKM KIIMHWYECKUX M JJabopaTop-
HBIX TaHHBIX [12].

CreayeT y4YuTBIBaTh, YTO TPYAHOCTH (HOPMUPOBA-
HUST 6a3bl 3HAHWI CUCTEMBI UISI JIM30COMHBIX 0Oo0Je3-
Hell HaKOTUIEHUST OTPENesIsoTCS HEeYeTKOCThIO M MHO-
roobpasumeM KIMHUYECKUX CUMIITOMOB, JIUHAMMKOM
Bo3pacTHbIX M3MeHeHuit [13, 14]. Tloatomy ocHoOBHasi
eab pa3pabOTKM TPENCcTaBIEHHON HaMU B3KCIIEPTHOM
CUCTEMBI 3aKJII0YaeTcsl B OOECIEeUYeHUM KOMITbIOTEP-
HOI TTOIep>KKY PellleHnii Bpaya B JUAaTHOCTUKE PEIKUX
3a00JIeBaHUI C HapylleHWeM YMCTBEHHOTO pa3BUTUSI
Ha /10J1a00paTOPHOM 3Tarie 00Ce0BaHUS eTel pa3HbIX
BO3PACTHBIX TPYIIIL.

Ieab uccnenoBanus: co3naHue CUCTEMbI KOMITbIOTEP-
HOI TOIIepKKY TIPUHATUS PElIeHWI o AojabopaTop-
HOW JMarHOCTWKEe HaCJeICTBEHHBIX OoJie3Heill oOMeHa
C TIaTOJIOTHUE ! TICUXUYECKOU Chephl.

MaTepuan n metoabl

MarepuajoM s TPOBEACHUS MCCIEIOBaHUS CITy-
KWK 12 TUMOB MYyKOTMOJIMCAaXapyua030B, TAHTJIMO3UIO-
30B W MYKOJUITMIO30B, BKIoYaomux 30 KIMHUIECKUX
dopm. B kauecTBe MCXOMHBIX JAHHBIX OBUIM MCITOIb30-
BaHbl UCTOYHWKM JIUTEPATYpbl Ha PYCCKOM WM aHTJIMii-
CKOM SI3bIKaX, B KOTOPBIX OIMCaHa KIIMHUYeCKast KapTUHA
STUX JIM30COMHBIX OoJie3Hel HakoTuteHusI. [TpoaHamm3u-
poBanbl (n=101) MoHOTpadmu, HaydyHbIe MYOJMKALIMU
W OHJAMH-0a3bl JAHHBIX IO MYKOIOJHMCAXapua03aM,
TaHTJIMO3Ma03aM U MyKomumnuao3am. Cpean OHIAH-
nHGopMalMoHHBIX ncTouHUKOB Orphanet (https://www.
orpha.net/consor/cgi-bin/index.php), Online Mende-
lian Inheritance in Man — OMIM (https://omim.org),
Genetic and Rare Diseases Information Center — GARD
(https://rarediseases.info.nih.gov) 1 Human Phenotype
Ontology — HPO (https://hpo.jax.org/app).

Kiunuueckue cinyyan w3 myonukaiuii Obuid pas-
JeJeHbl Ha OO0ydJalollyl0o M KOHTPOJbHYIO BBIOOPKW.
KonTtpoabHast BeIOOpKa HE MCHOIL30Bajach mpu dop-
MMPOBaHUM Ga3bl 3HAHWI SKCTIEPTHOM CUCTEMBI, a ObLTa
HeoOXoaMa JIJIsT TPOBEIEHUST TECTUPOBAHMSI.

B 1ensax usBneyeHUst 3HAHWIM M3 UCTOYHUKOB JIATE-
paTtypbl MCHOJb30Bai KOMIUIEKCHBIN TIOIXOJ, BKITIO-
YaBIIWIM CEMAaHTUYECKUIA, TEKCTOJIOTMUECKUIA Y JTUHTBU-
CTUYECKUI MEeTOIbl aHaimu3a TeKCToB. CeMaHTHUYeCKUIA
aHaM3 ObUT HEOOXOOWM I OLIEHKM CMbICTA TEKCTOB.
IMTo pesynsraTamM JaHHOTO aHaiM3a ObLIa OIpeaecHa
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KOﬁpMHCKLHZ b.A. u coasm. 9KCH€pTHa§I cucTeMa TS IMarHOCTUKY HACNeICTBEHHBIX 00JIe3He i 06MCHa, COITPOBOXKIAIOIIUXCA HAPYIICHUAMUA IICUXUIECKOTO...

YacTOTa MCITOIb30BaHUST TepMUHOB. OCHOBHbBIE TTOKa3a-
TeJIM, KOTOPhIEe M3yJaINCh B XOIe CEMAaHTUIECKOTO aHa-
JIN3a, BO3PACT MPOSBICHUS TMPU3HAKOB, TWHAMUKA WX
M3MEHEHUS U YaCTOTAa BBISIBIICHMSI.

TekCToIOrMYeCKNii aHaIM3 TIPUMEHSUTM JJIsI CpaB-
HEHUsI TIPU3HAKOB, MCIOJIb30BABIIUXCSA B ILIESIX IHar-
HOCTUKM 3a00JieBaHUil. JIMHTBUCTUYECKMIT aHAINU3 OBLI
HEOOXOMUM JUTSI M3YYEeHUsT Pa3IMUHBIX acleKTOB 3a00-
JIeBaHUI (STUOJIOTHSI, TAaTOTeHe3, KIMHWYECKUEe TPOo-
ssBiieHus). Kpome TOro, OCyIIeCTBISIIA COOTHECEHUE
Pa3HOSI3BIYHBIX TEPMUHOB, BBISIBIIEHNE TEPMUHOB-METa-
Gbop u 1p.

B xayecTBe MeTOIOB OBUIM MCIIOJIL30BAaHBLI pa3pado-
TaHHBIE paHee B MPOIECCe UCCIIeIOBaHMS ITKAJIbI:

1. Illkama BO3pacTHBIX WMHTEPBAJIOB, COCTOSIIAS
W3 YeThIpeX MepruoaoB: 1-it rox Xu3Hu, 1—3 roga BKITIO-
YUTEJBHO, 4—6 JIET BKIIOYUTEIBHO, 7 JIET U CTaplle.

2. Illkama mpuUCyTCTBUS TIPU3HAKOB, TPEICTaBICH-
Hasg B BUIE «t» M «—», XapaKTepU3YIOUIMX HaJINdue
WY OTCYTCTBUE CUMITTOMA.

3. llkana ypoBHeil MpoOsIBIEHUS TTPU3HAKOB TIpell-
cTaBjieHa MATHIO JUHTBUCTMYECKUMM OIleHKAMM: OYeHb
c/1abo BbIpaxkeH, c1ab0 BbIpaXkKeH, YMEPEHHO BBIPAXKEH,
CHJIBHO BBIpaXKeH U 0YeHb CHJTBHO BBIPaKEH.

4. Txana 49acTOTHI BBISBICHUS MPU3HAKOB BKJTIO-
yaja TATh JWHTBUCTMUYECKUX Tpamgaluii, chopMyu-
POBaHHBIX Ha OCHOBE YaCTOTHI BBHISIBIICHHS MPU3HAKOB
B UCTOYHMKAX JIUTEPATyphl TIPU U3y9aeMOil TTaTOJOTHUM:
oueHb penko (Menee 15%), penko (15—30%), cpaBHU-
TeabHOo YacTo (30—60%), yacto (60—80%), oyeHb YyacTo
(6omee 80%).

5. lllkana ypoBHel MOIAJIbHOCTU TTPU3HAKA UCMOJIb-
30BaJ1ach JIIST OMpeAeSIeHUST YPOBHS peJIeBAHTHOCTH TIPU-
3HAKOB U BKJIIOYaja 3 YPOBHST IMHTBUCTUYECKON W YHC-
JIOBOI XapaKTepUCTUK: BTOPOCTEIIEHHBIE TTPU3HAKU — 2,
HeoOXoaMbIe TIPU3HAKY — 4, TJIaBHbIE ITPU3HAKN — .

6. IlIkaja SKCMEPTHOM OLIEHKM BpeMEHM MaHUe-
craluy TipM3HaKa B MHTepBaie [—1; 1] Kak cuMMeTpuy-
Hast (yHkuus [15] mcnonb3oBanach ISl ONpeaeIeHUS
TOTO0, YTO MPU3HAK BIIEPBHIE MPOSBIISIETCS B KOHKPETHOM
Bo3pacte. HeBo3MoOXXHOCTh MaHUdecTauuu 1no ¢Gu3no-
JIOTUYECKUM TIpUYMHAM WM BBUILY OCOOEHHOCTEH 3a00-
JIEeBaHMS XapaKTepu3oBajach 3HaueHueM —1. B To Bpems
Kak (0 o3Hayayr 1mbo HOpMY, JTM0O0 3aBepllIeHNE pean3a-
LIMU TIPOSIBIIEHUST TIPU3HAKA B TIPEIBIIYIIINX BO3PACTHBIX
rpynmax. 3HauyeHue B uHtepBase [0,1; 1] Ob1O0 Mepoii
JIOBEPUST DKCIEPTOB K MaHU(MeCcTalluy TTprU3HaKa B JaH-
HOM BO3pacrTe.

7. lIkana yBepeHHOCTH B BBIPaXKEHHOCTH TIpU3HaKa
MPUMEHSIIACh JIJIsT OTpeNeieHUs] YPOBHST JOBEpUSI IKC-
MepTOB K BEJIMUMHE TPOSIBICHUS MPU3HAKa B KOHKPET-
HOM Bo3pacTe 1 oInpeneisuiack B uHtepsase [0; 10], roe
0 o3Havay oTcyTcTBME Tpu3HaKa, 10 — MakKCUMaJIbHBIN
YPOBEHb MPOSIBJICHMSI.

[IIkama BO3pacCTHBIX WHTEPBAJIOB WCITOJb30BATACH
KOTHUTOJIOTOM TIPY U3BJIEYeHUN 3HAHUI U3 UCTOYHNKOB
sutepartypsl. Lkanbl 2—4 mpuMeHsUTUCh Ha 3Tarie U3BJe-

YeHUsI 3HAHUI U3 JIMTepaTyphl, IIKaIbl 5—7 — 1UIsI COOT-
BETCTBYIOIIIMX 9KCIEPTHBIX OlleHOK. [TocTpoeHue auar-
HOCTMYECKON CMCTeMbI Ha TPUHLIMIIAX UCKYCCTBEHHOTO
MHTEJIJIEKTa OCYIIECTBISIIOCh C MCMOJb30BAHUEM 3KC-
MEePTHBIX 3HAHU.

Pesynbratbl

H3zereuenue u ananuz OuaeHOCMUYECKU 3HAYUMbBIX
NpU3HaKoe

PesynsraToM KOMIUIEKCHOTO aHajM3a TeKCTOB CTaJlO
(GopMUpoOBaHUE TEKCTOJOTUYECKMX KapT [16] mo Kaxk-
JIOMY TUITy 3a00JieBaHUs, a TaKXKe MO OTAEIbHBbIM K-
HUYEeCKMM (opMaM TMPH YCIOBUHU, YTO MEXIY HUMH
UMEJIUCh CYIIECTBeHHbIe (DEHOTUITUUECKUE pPa3Iudusl,
3a(pMKCUPOBAaHHBIE B pa3IMYHbIX UCTOYHUKAX. COOTBET-
CTBYIOIIIME TIKAJBI U3 TMEePEYMCICHHBIX BBIIIE HWCIOJb-
30BaiCh TIpu  (OPMUPOBAHUM CTPYKTYPUPOBAHHOTO
onucaHusg Oosie3Hel. JlOMOTHUTENBHO YKa3bIBAIUCH
CUHOHUMWYHBbIE Ha3BaHUsI TIPU3HAKOB, B TOM 4YHUCIE
Ha pa3HbIX SI3bIKAX, W CCBHIJIKM Ha WCTOYHUKU JIATE-
paTypbl.

CrenyiouM 3TarioM TOCie CTPYKTYPUPOBAHHOTO
MpeacTaBlIeHUs] JTaHHBIX JIMTEpaTypbl Oblla 3KCIepTHas
OllIeHKa MOJIAJIbHOCTH MPU3HAKOB U XapaKTEPUCTUKU MEP
noBepust ((haKTOpOB YBEpEHHOCTH) BKCIIEPTOB K MaHU-
decTanmy MPU3HAKOB M WX BBIPAXKEHHOCTU B KaXIOM
13 4 BO3PACTHBIX MEPUOIOB — Ha TIEPBOM TOAY KU3HU
JeTeit, B MHTepBaie 1—3 JeT BKIIOYUTENbHO, B 4—6 J1eT
BKJIIOUUTENILHO, B 7 JieT u crapmie. O0mass cxema Ipo-
1iecca u3BJedyeHns 3HaHU I TIpe/icTaBieHa Ha puc. 1.

Brauvasie 6611 OKOHYATETbHO C(hOPMUPOBAH TIEPEUCHD
MPU3HAKOB, BXOJSIIMX B KIMHUYECKYIO KapTUHY 3a00J1¢e-
BaHMif. YWCI0 MPU3HAKOB, BBIICJICHHBIX 3KCIIEpTaMU,
COCTaBUJIO 22 IJIsT MYKOTIOJIMcaxapuao30B, 32 11 MyKO-
JIMTIUA030B U 22 1UIsl TaHTIM03ua030B. [IpenBaputenbHO
Ha OCHOBaHMM 3HAHU 9SKCIEPTOB-TEHETUKOB ObLIU
WCKJTIOYEHBI OTHENIbHbIE NMPU3HAKU, He CIelu@UuIHbIe

Mwup Mwup
KOTHUTO/I0Ta SKcnepTa

3HaHuA
0 3abonieBaHUAX
n dakTopsbl
YyBEPEHHOCTU

TeKcTbl

aHanus

C UCNoJib3oBaHUemM

I nuHrBUCTUYECKUX
wKan

MHTepnpeTauus,
CUHTe3
M oueHKa

CTPYKTyprpoBaHue

Puc. 1. Cxema KOMILUIEKCHOTO W3BJI€UEHHs] 3HAHWIA KOTHHTO-
JIOTOM — M3 TEKCTOB M OT 3KcmepToB [16].

Fig. 1. Scheme of complex knowledge extraction by a cognitive
scientist — from texts and from an expert [16]
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OPUIrNHAJIbHBIE C

b

IIJIST MYKOTIOJIMCAXapUI030B, TaHIJIMO3UI030B U MYKO-
JIMTIUI030B. DTO OOBSCHSIETCS TeM, UTO MHQOpMaLUs,
M3BJIeUeHHAsT U3 MCTOYHUKOB JIUTEPATyphl KOTHUTOJIO-
roM, TIpeJcTaBsija co0Ol OMMUCaHUsSI BpadyaMM pas3jinyg-
HBIX CIeUaTbHOCTE HAOMIOAABIINXCS WMU OGOJBHBIX
C JM30COMHBIMU OoJie3HsIMU. [ToaTOMY Hapsiny ¢ cyiie-
CTBEHHBIMU ISl TWArHOCTUKHU CUMIITOMaMU, KOTOpPBIE
MOXHO CYUTATh 3TATIOHHBIMHU TIPOSIBICHUSIMH OTIpEe-
JICHHBIX 00JIE3HEH, UMETUCh BTOPOCTETIEHHBIC U CTyJaii-
HbIE TIPU3HAKH.

PesynbraTom 3TOr0 3Tana paboThl ObLIO BbIIEICHUE
MPU3HAKOB, PEJICBAHTHBIX IJIST KaXKION M3 MUCCIeIYeMbIX
rpynn 3aboneBaHuii. [Ipu cyskeHMHM psga TpPU3HAKOB
SKCITEPThl  PYKOBOJACTBOBAINCH CJIECAYIONIUMU  TTPUH-
LIUTIAMU:

1) yueT BapualMM CIEKTpPa MaTOJOTUIECKUX TTPOSIB-
JICHWI B KJIMHUYECKUX (popmax 3a00IeBaHUI;

2) BO3MOXHOCTb IuddepeHINAN 3a00JeBaHUI
MpU HEYETKOCTH MaHU(eCTalud MPU3HAKOB M JTWHA-
MMKH HapacTaHWsI CUMIITOMATUKU;

3) xapakTep (peHOTUNMUYECKUX OCOOEHHOCTE! B KITM-
HUYECKON KapTUHE OOJbHBIX Pa3IUYHBIX 3THUYECKUX
IPYIII, TIPEACTaBICHHbBIX B UICTOYHUKAX JTUTEPATYPHI.

CoOOTBETCTBYIOIIME PEIICHUS] SKCIIEPTOB OMUPAIUCH
Ha UX JJUYHBI MHOTOJIETHUI OTBIT HAOIIONECHUS TTal-
€HTOB C YMCTBEHHBIMM HapyIIEHUSIMU TTPU HACJIEICTBEH-
HBIX OOJIE3HSIX W aHAJIU3 OTEUECTBEHHBIX U 3apyOeKHBIX
WCTOYHUKOB, a TAKXKE HAa KOHTAKTHI C KOJJIeraMu, Ha0JTio-
JABIIMMU MAIlMEHTOB C TU30COMHBIMU OOJIE3HSIMMU.

B nporuecce olieHKM MOIAJIbHOCTU TPU3HAKOB 3KC-
MepThl UCTOJB30BAIM TTOATOTOBJIEHHBIE KOTHUTOJIIOTOM
TEKCTOJIOTUYECKHUE KapThl KaK O00OOILEHHOE Mpe/icTaBIie-
HUE 0 KITMHUYECKOI KapThuHe. MoaaIbHOCTh TIperoiaraina
TPH XapaKTepUCTUKN TIPU3HAKOB: TJIaBHBIE, HEOOXOINMEBIE
u BropocTterieHHble. OHY ObLIM OTIpe/ie/IeHbl C YYETOM BO3-
PACTHBIX TPYIIIT TSI KAXKI0M KIMHUYECKOM (hopMbl 3a001e-
BaHUIA 9KCIIEPTaAMK TIPUA Y4aCTUW KOTHUTOJIOTA.

Ocoboe BHMUMaHME ObLIO yAeJIeHO MPU3HAaKaM, XapaK-
TEPU3YIOIIUM MEHTaJbHOE U MOTOPHOE Pa3BUTHE HETeit
paHHero Bo3pacTa. ¥ 0oJiee CTapiiux AeTeil OlleHUBAJICS
YpOBEHb YMCTBEHHOI oTctasoctu. COCTOSTHUE TICUXU-
yeckoi cepbl — BaxHbIN AuddepeHIInaTbHO-IMarHo-
CTUYECKUI KPUTEPUI TIPU OOJBIIMHCTBE JTU30COMHBIX
OoJie3Hell HaKOIUICHWSI, TTO3BOJISIIONININ CYIIECTBEHHO
CY3UTb PSIT BO3MOXHBIX JUATHO30B, OCOOEHHO B paHHEM
Bo3pacte. Tak, B Bo3pacTe 10 4 JIeT yMCTBEHHasl OTCTa-
JIOCTb MOXET OOHapyXuBaThcsl B 5 M3 15 KIMHUYECKUX
¢dopm Mmykomnoaucaxapuao3on. [Ipu aTom B Bo3pacrte
crapiie 7 JIeT YMCTBEHHasl OTCTaJOCTh MOXET HaOJio-
natbest yxke B 12 u3 15 kimmHudeckux (opm, XOTsl B HEKO-
TOPBIX U3 HUX B JIETKOI (hopMe.

Drcnepmuble oueHKU Manugecmayuu U BbipalceHHO-
cmu NPU3HAKO08

OKCrepTHbIe OLIEHKM B BUAE (PaKTOpPOB yBEepeH-
Hoctu [17] ucrmonb30BaIMCh B MOAMMUKAILIMU, TO3BO-
JISIIOIIEN OLIEHUTHh 0OoJiee OMHON XapaKTEPUCTUKHU TIpU-
3HaKoB [18]. B HacTosIIeM MccienoBaHuM ISt KasKIOTro

MpU3HAKa KaXIOoW KIMHWYECKOW (OpMBI 3a00JIeBaHUS
MO KaXIOoW M3 4 BO3PACTHBIX TPYMI 3KCIEPTHl BBICTAB-
JIsd ABa hakTopa yBepeHHOCTH. DakTop yBepeHHOCTH
I MaHU(ecTaluK TOKa3biBaJl Mepy JOBEpHsSl K TPO-
SIBJICHUIO TIPM3HAKa B 9TOM BO3pacTHOM Teproje. dakrop
YBEPEHHOCTH JUTSI BBIPAXKEHHOCTH TIPU3HAKA TEMOHCTPH-
pOBaJ ypOBeHb ero MposiBiicHUst. MaKTOpbl YBEPEHHOCTH
B OTKJIOHEHMM B TICUXOMOTOPHOM pa3BUTHUM, a 3aTeM
B YMCTBEHHOM OTCTAJIOCTH TTO3BOJISIOT OLIEHUTH BEPOSIT-
HOCTb BOBHMKHOBEHMSI U TSKECTH TIPOSIBIICHUST MEHTAITb-
HBIX HapyLIeHWII B pa3Hble BO3pACTHBbIE TEPUOIbI JET-
CKOTO BO3pacTa MPpH JIM30COMHBIX O0JIE3HSIX HAKOTUIEHMSI.

DKCNepTHBIE OLIEHKU OBIIW IaHbl B BHIE MaTpPUIIBI
«00Ne3HN—TIpU3HAKW», TIPEACTaB/ISIIONIe coboil Tab-
JINILY, B KOTOPOW CTPOKU — 3TO CUMIITOMBI, a CTOJIOIBI —
SKCIEPTHBIE OIIEHKU B 4 BO3pAaCTHBIX MTEPUOIAX MO KaxkK-
JIOW M3 KJIMHUYECKUX (hopM 3a00JieBaHUI. DKCTIIEPTHbIE
OLIEHKM B MaTpWIle BKIIOYAIU KO3(DGHUIIMEHT MOIATb-
HOCTU U JiBa (haKTopa YBepeHHOCTH. ST Kaxkaoro Tmpu-
3HaKa 00a dKCITepTa BBIIaBaIM COTIACOBaHHBIE OLIEHKH.
Bcero skcnepramu ObUIM BhICTaBIeHBI 8796 OILIEHOK
IJIST BCEX TIPU3HAKOB paccMaTpUBAeMBIX B HACTOSIIIEM
HUCCIIeIOBAaHNM KIMHUYECKUX (hOPM JTU30COMHBIX 00J1e3-
Hel HaKOIJIEHUSI.

Modens 3ab601e6anus

Ha ocHOBe 3KCTHepTHBIX OLIEHOK OBIIM TOCTPOCHBI
KOMITJIEKCHAsT MOJeNbh OIEHKM TpW3HaKa W WHTETPU-
poBaHHasi Mojesb 3aboseBaHMs. KoMriekKcHast olleHKa
npu3Haka P, ABIAETCA PE3YJIbTaTOM ITIEPEMHOXEHHS
Koa(hUIMEeHTa MOJATBHOCTH U IBYX DKCIEPTHHIX (haK-
TOPOB yBEepeHHOCTU. TaKol TOAXOMA TTO3BOJISIET Y4eCThb
B3aMMOJIECTBUE 3 OKCIEPTHBIX OLIEHOK.

WnterpanbHast oleHka 3a0ojieBaHUsS [ pacCUMTHI-
BaeTCsd KaK CyMMa KOMILIEKCHBIX OILIEHOK TPU3HAKOB.
PaccMoTpuM 1Ba THITA MHTETPATBHBIX OLIEHOK: 3TaJOH-
HYIO ¥ TTEPCOHaNIbHYIO. DTaloHHas oleHKa [/ BKIItoYaeT
CYMMY BcCeX MPHM3HAKOB, JIJIST KOTOPBIX OBIIN MOJYYEeHBI
9KCMEPTHBIE OLIEHKM B TIpelaeaax KaxKIou BO3pacTHOM
rpynrbl. [lepcoHanbHast olieHKa lp 0azupyercsl TOJIBKO
Ha TeX MpU3HaKax, KOTOpble UMEIOTCS Y MalliueHTa.

Dxcnepmuas cucmema OugghepeHyuanvHoil uaeHo-
CMUKU AU30COMHBIX O0Ne3Hell HAKONACHUS

DKCIepTHbIC OILIEHKU U MOJE/IMN 3a00JieBaHUI cocTa-
BWIM 6a3y 3HAHUI TIO TUArHOCTUKE JIM30COMHBIX 00JIe3-
Hel HaKOIJIEHUSI.

IIpouiecc popmMupoBaHUsI TUIOTE3 OCYIIECTBISIETCS
Ha OCHOBE COIOCTaBUTEJIBHOTO aHaM3a TePCOHATbHOM
M DTAJIOHHOM WHTErpalibHBIX olieHOK. Cxema mudde-
PEHIIMATBHO-IMarHOCTUYECKOTO aJITOPUTMa TIPeJCTaB-
JneHa Ha puc. 2. Onucanue pabOThl JTaHHOTO aJITOpUTMa
BBITJISIIUT CJIEAYIOIIMM 00pa3oMm:

1. [MocTtynatoT naHHBIE O MALMEHTE: BO3PACT U BBISIB-
JIEHHBIE TIPU3HAKU.

2. OnpenensieTcs BO3pacTHasI rpyrira rnaiyeHTa.

3. JIast TMIioTe3sl KaXkmoro 3a0ojieBaHUs TOICUYUTHI-
BaeTCs YWCIO MPU3HAKOB «3a» U «IIPOTUB» B COOTBET-
CTBUM C BBISIBICHHBIMU Y TIALIMEHTa CUMIITOMaMMU.
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KOﬁpMHCKLHZ b.A. u coasm. 9KCH€pTHa§I cucTeMa TS IMarHOCTUKY HACNeICTBEHHBIX 00JIe3He i 06MCHa, COITPOBOXKIAIOIIUXCA HAPYIICHUAMUA IICUXUIECKOTO...

4. AHanu3upyeTcsl 4yMcCJIo 3a00JIeBaHUI, Y KOTOPBIX
MPU3HAKNA <«ITPOTHB» OTCYTCTBYIOT. Ecnu Takmx 3a60-
JIeBaHUII MeHee 5, TO YMCIO TOMYCTUMBIX MPU3HAKOB
«ITPOTHB» YBEIWYMBAETCS Ha €AVMHMUILY. 3aTeM TTOBTOPHO
MPOBEPSIETCST YNUCO YAOBIETBOPSIONINX TAHHOMY YCIJIO-
BuIo 3a0osyieBaHuii. [Tocyie Toro Kak yncio 3a00JeBaHUi,
COOTBETCTBYIOIIMX TpeOOBAaHUSM aJTOPUTMa, CTaHO-
BUTCS 5 WU 60JIee, OCYIIECTBIISIETCST IEPEXO.T K CIIEAYIO0-
IeMy IIIary.

5. st Xaxkmoro 13 oToOpaHHBIX B 0a3e 3HaHUI 3a00-
JIEBAaHUI HAa OCHOBE MMEIOLLIMXCS y INalMeHTa NPU3HA-
KOB pacCUYMTBIBAETCS TepCOHATbHAS WHTETrPUPOBAHHAS
OLICHKA 3a60JIeBaHNs /.

6. [na oroOpaHHBIX 3a00J€BaHUII TTPOU3BOIAMUTCS
ompeleieHWe TIPOLIEHTa COBITAACHUS TIEPCOHATBHOM
OLIEHKH C TaJIOHHOM.

7. PaccuuTaHHbBIe MPOLEHTHI IJIsI OTOOPAHHBIX TUITO-
Te3 3ab0JieBaHUI TIepenaloTcsT B pelaTesb TSl paHKu-
pPOBaHUS TUTIOTE3 OT MAaKCUMAaJIbHO BEPOSITHON K MUHU-
MaJIbHO BEPOSITHOM C TIOCIIEAYIONIMM BBIBOIOM CITHCKA
13 5 BO3MOXHBIX 3a00JIeBaHUIA Bpayy.

PaGora naHHOTO ajiropuTMa OCYIIECTBISIETCSI B paM-
KaxX (PYHKIIMOHUPOBAHUSI KOMITBIOTEPHOM 3KCTEPTHOM
cuctembl [eH/InDC, cxemaTnyeckoe n300paxkeHUe KOTO-
poit mpencraBieHo Ha puc. 3. Bpau BBoauT uHbopMa-
LIMI0 O TallMeHTe 4yepe3 uHTepdeiic cuctembl. JlaHHbIe
rnocrynarot B pabouyto o06yactb. 3areM WH(OpMaLus
aHaM3upyeTcs B 6a3e 3HAHWI CUCTEMBI COTJIACHO TIPEeI-
CTaBJIEHHOMY Ha puc. 2 anropuTMy. JIMarHo3bl ¢ paccuu-
TaHHBIMU OTHOIIEHUSIMU TIEPCOHATBHBIX MHTETPUPOBAH-
HBIX OLIEHOK 3a00JIeBaHMS MOCTYITAIOT U3 0a3bl 3HAHWIA
B OJIOK JIOTMYECKOro BbIBoja (perarenb). B peratene
OHM PAHXUPYIOTCS B TIOCIEIOBATEILHOCTh OT MaKCH-
MaJlbHO K MUHUMAJbHO BEPOSITHOMY JIMArHo3y, a 3aTeM
JMMarHOCTUYECKHUe TUTIOTe3bl (IuddepeHInaTbHO-Iuar-
HOCTUYECKU PsIT) BEIBOISITCS Bpayy.

Dopmuposanue OJugppepenyarvbho-0uacHoCMu4ecKo2o
paoa

B aHanmornyHbIX 3apyOeKHBIX CHCTEMaX WHTEJIEKTY-
ATbHOM TIOIEPKKY TIPUHATHS PElIeHUI BBIIAETCS PSIJI
TUTIOTE3, BKIoYaroluii ot 3 1o 10 quarHo3o0B WM TMOJ-
HBII CIMHMCOK TIO XeJaHWIO Mojb3oBaresss. B cucrteme,
coznaHHoil Ha ocHoBe naHHbIXx ORPHANET, kortopbie
XOPOIIIO OPTaHW30BaHbI M TIIATETLHO KypUPYIOTCS MEI-
LIMHCKUMU 3KcrepTaMu, y 60% TalueHToOB TMpaBUIbHO
WIACHTU(ULMPOBAHHOE 110 KJIMHUYECKUM TpU3HAKaM
3a00JieBaHNE TIPU HETOCTATOYHO ITOJTHOM OIMMCAHUU OBIJIO
cpeau TIEPBBIX JECATH AUATHO30B. DTOT MPOILIEHT BO3pa-
cran 10 80% nist CKOPPEeKTUPOBAHHBIX OMUCAHUIA KJIMHU-
yeckoit kapTuHsbl [3]. [Tpu TecTupoBaHMM MTPOTOTHUITIA BKC-
neptHoii cuctembl Ada DX [19] BepHBIil AMarHo3 cpenu
MSITH OTOOpaHHBIX BapUaHTOB 3aboJieBaHUsI ObLT B 53,8%
cilyyaeB, a B KauecTBe Hambosee TOAXOAAIIET0 BapuaHTa
3a0o0s1eBaHus — B 37,6%. B npencTraBieHHO B HACTOSIILIEM
nccaenoBaHny skcneptHoii cucteme len/IlnDC Oblta pea-
JIN30BaHa 1IeJb 00eCeYnTh OOHAapyKeHNe BEPHOTO JMa-
THO3a CPEIM TIEPBBIX 5 TIPEAJTOKEHHBIX CUCTEMOM TUTTOTE3.

Tecmuposanue cucmemboi

Bruto TpoBeneHO TecTHpOBaHME MPEACTaBICHHOTO
B HACTOSIIEH CTaThbe aJrOpvTMa COIMOCTaBUTEIBHOTO
aHaIM3a C TIOCJICOYIONINM PaHXHPOBAaHWEM OTOOpaH-
HBIX TUTOTe3. TecTMpOBaHUE OCYIIECTBISIIOCh HA TIPU-
Mepe 20 00IbHBIX MYKOITOJIMCAXapuI103aMU BCEX YEThIPEX

Bospacr, /

npyuaHakKkM

}

Onpegenexme
BOZpacTHOl rpynnbl
nauueHTa

l

Onpegenexne
M MoAcYeT NPU3HAKOB
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l

Jonyctumoe
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nayuveHTa

=0
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3aboneesaHuii,
YOOBAETEOPAHLWMX
3343HHOMY YCAOBMIO
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- T HOAWYECTED
sabonesanui
NPU3IHaKOB €NPOTUBY
5 wam Bonee P L p
j=j+1
Pacuet oueHok Piu i,
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zabonesaHunA
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OA KaMA0ro ] chincis
vz zabonesaHui AWarHo3os

Puc. 2. AnropuT™M CONOCTABUTEILHOTO AHAJIN3A.
Fig. 2. Comparative analysis algorithm.
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S

Bpauy J

-
WHTepdeiic BBOga
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I ™
Basa dpaktoB
(Pabouas obnactb)

. S

. Pewartenb
Basa sHaHwiA .
(Mlornueckuii BoiBOA)

Puc. 3. Cxema KOMNbIOTEPHOI IUATHOCTUYECKOH CHCTEMBDI.
Fig. 3. System computer diagnostic scheme.

BO3PACTHBIX TPYII, HAUMHAST C TIEPBOTO MecsIla XKU3HM.
C wucnonb3oBaHueM Tipototuna cuctembl lenIudDC
OB TIOJYYeHBI PacCUUTAHHBIE COOTHOIICHUS TMEepPCOo-
HaJIbHBIX 1 9TAJIOHHBIX HHTETPUPOBAHHBIX OLEHOK / K /.

3abosieBaHUE, TMOATBEPXKICHHOE B OMUCAHWUM CIIydast
TeHETUYECKUM TECTUPOBAHUEM, UMEJIOCh CPEIU TIEPBBIX
5 BBIIAHHBIX AMArHo3oB B 18 ciyvasix. Takum obGpazom,
TOYHOCTh JUATHOCTMKM C WCIOJb30BaHUEM pa3padaThl-
BaeMoii cucTeMbl cocTaBuia 90%.

B 10 cayuasx (mykomonucaxapumosbl: | tuma (cuH-
npom [ypnep), I tuna (cunapom Iypnep—ILlleiie), 11 Tumna,
111 tuna A, III tuma B, 11T Tuna C, VI tuna, VII tuna)
y TMalMeHTOB W3 TEeCTOBOW BbIOOPKM HabIoAaIach
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OPUINMHAJIbBHbBIE CTATbU

YMCTBEHHAsI OTCTAJIOCTh Pa3HOM CTEIIEHH BBIPAXKEHHOCTH.
Bo Bcex ciydasix HaTM4Ms U3MEHEHU CO CTOPOHBI TICH-
XUYECKOM c(pephl JMArHO3 ObLT ITOCTABJIEH BEPHO.

3aknovyeHue

J11st mocTpoeHUsI 6a3bl 3HAHWI 3KCTIEPTHOM CHCTEMBI
B IEJNIX JIWAarHOCTUKU TEHETHYECKU OOYCIOBIEHHBIX
HapyIIeHU TICUXWUYECKOTO pa3BUTUSI Yy JNeTell ObLIn
KCTIOJIb30BaHbl Pa3UYHbIe TTOAXOAbl WHXXEHEPUU 3Ha-
Huit. I3BNe4eHbl U CTPYKTYPUPOBAaHBI 3HAHUS U3 Hayd-
HOI JIUTEepaTypbl O TpyIIie HACAEICTBEHHBIX OOJIe3HE
obMeHa B BHUAE TEKCTOJOTMYeCKUX KapT. [IpoBemeHa
OlIeHKAa M3BJIEYeHHBIX 3HAHUI C y9aCTHEM JIBYX dKCITep-
TOB C WCIOJb30BaHUEM KO3(h(dULIMEeHTa MOIATbHOCTH
1 (HaKTOPOB YBEPEHHOCTU MaHU(ECTAllMd U BbIpaXKeH-
HOCTU TNpHM3HAKOB. Pa3paboTaHbl MOIEIM KOMILIEKC-
HOI OLIEHKM TpHU3HAKA W WHTETPUPOBAHHOM OIEHKU
3a00JieBaHMSI. DKCIIEPTHbIC OLIEHKW W MOJEIU TT03BO-
v cpopMupoBaTh 6a3y 3HaAHUI TTPOTOTUIIA BKCIEPT-
HOM JMarHOCTUYECKOW cUcTeMbl. B HacTosiiee Bpems
peayiM3oBaH MPOTOTUIT 3KcTiepTHOU cuctembl [enIndDC
s i depeHInaTbHOM  ATUATHOCTUKUA  JTIM30COMHBIX
OoJsie3Helt HakorieHUsI. TecTUpoBaHUE TTPOTOTUIA IKC-
MEePTHOM CUCTEMBI Ha MpUMepe HO30JIOTMUECKON MIeH-
TUDUKALMY KITMHUYECKUX (DOPM MYKOTIOJIMCAaXapua1030B
y IeTeil paHHEero Bo3pacTa IMoKa3ajao TOYHOCTb JUarHo-
CTUKU Ha ypoBHe 90%.

TakxuM o6pa3oMm, Tociie KIMHWYECKOU arpodainnm
TenIuDC Oynet coznaHa ocHOBA TS OUIEPXKKU AUATHO-
CTUYECKUX pelIeHUI TTeIMaTPOB 10 paHHEMY BBISIBICHUIO
HapylIeHU TCUXOMOTOPHOTO pa3BUTHS (YMCTBEHHOM
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