YK 616-056.7:576.311.344]-039-079.4:004.8
https://doi.org/10.20538/1682-0363-2022-2-67-73

KomnbloTepHas cuctema gna guddpepeHumanbHOM [UarHoCTUKN

NN30COMHbIX 60/1e3Heln HaKOMIeHNA Ha OCHOBE MeToAO0B NCKYCCTBEHHOIo

MHTEeNnNeKTa

Ko6puHckun B.A.', BnarocknoHoB H.A.", lemukoBa H.C.>3, Hukonaesa E.A .2,
KoTtaneBckas 10.10.%, Menuksan J1.1.3, 3uHoBbeBa I0.M.*

IDedepanvuviii uccredosamenvckuil yenmp «Mngopmamuxa u ynpasnenuey (PHUIL] HY) Poccuiickoti akademuu HayK

(PAH)
Poccus, 119333, 2. Mocksa, yn. Basunosa, 44

2Poccutickast MeOUyUHCKAas akademusi HenpepuleHo2o npogeccuonarvhozo oopaszosanus (PMAHIIO)
Poccus, 125993, 2. Mocksa, yn. Bappuxaounas, 2/1, cmp. 1

SHayuno-uccredosamenvcxuil kiunuyeckuu uncmumym (HUKH) neouampuu um. axao. FO.E. Benomuwesa,
Poccuiickuil nayuonanvhuwiil uccredosamenvekuii meouyunckuil ynusepcumem (PHUMY) um. H U, TTupozosa
Poccus, 125412, 2. Mockea, yn. Tandomckas, 2

‘Meouxo-eenemuueckuii yenmp (MI'L]), Mockoeckuil 061acmuotl Hay4¥HO-UCCAEO08AMENbCKULL KIUHUYECKULL
uncmumym (MOHUKH) um. M. ®. Bradumupcrozo
Poccus, 129110 e. Mockea, ya. lllenkuna, 61/2

PE3IOME

Hean — noeieHne 3G HEKTUBHOCTH JTHATHOCTUKU HACJIEICTBEHHBIX JIM30COMHBIX O0JIe3HEll HAaKOIJIEHHUS C HC-
10JIb30BAHUEM MHTEIIEKTYalbHON KOMIIBIOTEPHON CUCTEMBI IOJAEPIKKY IPUHATUHN PELIEHUH.

Marepuasbl 4 MeTOABI. B KauecTBe MaTepuana Jjisi KIIHHUYIECKOH anpoOaIiui KOMITBIOTEPHOH TUArHOCTHYECKOM
CHCTEMBI HUCTIOJIE30BAHbI OMMUCAHUS 35 KIMHUYECKUX CIyYaeB M3 JIMTEPATyphl U IaHHbIC 52 MAlMCHTOB U3 DJICK-
TPOHHBIX MEUIIMHCKHUX KapT (B IeNepCOHU(UIIPOBAHHOM BHE). METOIbI HHXEHEPHH 3HAHUN HCIIOIb30BAIUCH
JUTS U3BJICUCHUSI, CTPYKTYPH3aUH U (OPMATHU3AI[MK 3HAHUH U3 TEKCTOB U Y 3KCIepTOB. JINTepaTypHbIe HCTOYHHU-
KH BKJIFOYAJIH OHJIAIH-0a3bl JaHHBIX U MyOIHUKAIK (PYCCKO- ¥ aHTIIOsI3bIUHbIC). Ha 3TOM OCHOBE JUIst KaXKA0# Kitn-
HUYECKOH (hOPMBI JIN30COMHBIX 00JIe3HEH ObUTH C(HOPMUPOBAHBI TEKCTOJIOTUIECKUE KapThl, HHHOPMAIIUSI KOTOPBIX
KOPPEKTUPOBAJIaCch SKCIEPTaMu. 3aTeM (HOPMHUPOBATUCH MATPHUIIBI, BKITIOYAROIIHE (PaKTOPBI yBEpEHHOCTH (K03(-
burenTs!) IS MaHU(ECTAIUH, BEIPAXKEHHOCTH U PEIEBAHTHOCTH MPHU3HAKOB MO KAXIOW U3 BO3PACTHBIX TPYIII
(mo 1 roma, ot 1 roga 10 3 J€T BKIFOYUTEIBHO, OT 4 710 6 JIET BKIIOYHTENLHO, 7 JIeT U cTapiie). basza 3HaHuit 9kc-
MEPTHOI CUCTEMBI peai30BaHa Ha OHTOJIOTUYECKOW CETH U BKIIFOYAET MOJICIh 3a00JICBaHUS C 3TAIOHHBIMHU BapH-
aHTaMU KITMHUYEeCKUX (opM. [IpHHSATHE pEelIeHU OCYIIECTBISETCS C HCIOIb30BAaHHEM MPOAYKIIHOHHBIX MPABHUIL.

Pe3yabTaThl. Pa3paborana skcriepTHast KOMIIBIOTEPHAS CHCTEMA MTOICPKKH PHHATHS KIMHHIECKUX PEIICHUI Ha
nonabopaTopHoM dTare audhepeHInanTbHON AMarHOCTUKY JTH30COMHBIX 0oJie3Hel HaKoruieHus. PesympraToMm ee
paboTHI ABISETCS PAaHKUPOBAHHBIN MepedeHb THATHOCTHYECKUX TUTIOTE3, OTPAKAIOIINHA CTENEHb NX COOTBETCTBUS
STaJIOHHBIM ONMCAHUAM KIMHHYECKUX (GopM Oone3Hel B 0a3e 3HaHMH. [IpoBeeHa anpodalys CHCTEMBI Ha CITyJasx
W3 JUTEPaTypHBIX UCTOYHWKOB M HA JAaHHBIX MAlMCHTOB W3 AIICKTPOHHBIX METUIWHCKHX KapT. Kpurepmem mis
oreHKH 3P PEeKTHBHOCTH pacio3HaBaHKs 00JIE3HH OBLIO BXOXK/ICHHE BEPUPHUIUPOBAHHOTO JUATHO3A B IIEPEUCHD M3
IISITH TUTIOTE3, BBIIABAEMBIX CHCTeMOM. [1o uToram mpoBeaeHHOH anpoOanuy TOYHOCTh cocTaBuia 87,4%.

3akiioueHue. DKCIEPTHAs CUCTeMa Ul AUarHOCTUKM HACJIECTBEHHBIX OOJIe3HEH MoKa3ana JOCTaTOYHO BHICO-
Kyto 3¢ dekTuBHOCTD Ha 3Tane GpopMupoBanHus AudPepeHINATEHO-TUATHOCTUYECKOTO psiia Ha 107a00paTopHOM
JTare, 4TO MO3BOJISIET TOBOPHUTH O BO3MOXKHOCTH €€ UCIIOJIL30BAHMS B KIIMHMYECKOH MPaKTHKE.

< Braeocknonos Huxonati Anexceesuu, nblagosklonov@frcesc.ru
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ABSTRACT

Aim. To improve the efficiency of diagnosis of hereditary lysosomal storage diseases using an intelligent computer-
based decision support system.

Materials and methods. Descriptions of 35 clinical cases from the literature and depersonalized data of
52 patients from electronic health records were used as material for clinical testing of the computer diagnostic
system. Knowledge engineering techniques have been used to extract, structure, and formalize knowledge from
texts and experts. Literary sources included online databases and publications (in Russian and English). On this
basis, for each clinical form of lysosomal diseases, textological cards were created, the information in which was
corrected by experts. Then matrices were formed, including certainty factors (coefficients) for the manifestation,
severity, and relevance of signs for each age group (up to 1 year, from 1 to 3 years inclusive, from 4 to 6 years
inclusive, 7 years and older). The knowledge base of the expert system was implemented on the ontology network
and included a disease model with reference variants of clinical forms. Decision making was carried out using
production rules.

Results. The expert computer system was developed to support clinical decision-making at the pre-laboratory stage
of differential diagnosis of lysosomal storage diseases. The result of its operation was a ranked list of hypotheses,
reflecting the degree of their compliance with reference descriptions of clinical disease forms in the knowledge
base. Clinical testing was carried out on cases from literary sources and patient data from electronic health records.
The criterion for assessing the effectiveness of disease recognition was inclusion of the verified diagnosis in the list
of five hypotheses generated by the system. Based on the testing results, the accuracy was 87.4%.
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OpwuruHasibHble CTaTbu

Conclusion. The expert system for the diagnosis of hereditary diseases has shown fairly high efficiency at the stage
of compiling a differential diagnosis list at the pre-laboratory stage, which allows us to speak about the possibility
of'its use in clinical practice.

Keywords: hereditary diseases, orphan diseases, lysosomal storage diseases, differential diagnosis, expert system,
decision support, certainty factors
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BBEAEHUE

JImzocomubie Ooneznn Hakorienus (JIBH) [1, 2],
BKJTIIOHarolue Mykononucaxapuaossl (MIIC), mykonu-
o036l (MJIIT), ranrmuosnnossr (I'3) u npyrue Gopmel,
OTHOCSTCS K KJIACCY HACIICACTBEHHOU ITAaTOJOTUU U Xa-
PaKTEepH3YIOTCS HAaKOIUICHHEM CIEIH(UIECKOro Cyo-
cTpara. 3a00eBaHIe HAYMHACTCS C POKICHUS U HOCUT
IPOTPEANEHTHBIA XapaKTep, 4TO OOYCIOBIMBACT Ha-
pacTaHye BBIPaXEHHOCTH (PECHOTHITMYECKUX IPHU3HAKOB
¢ Bo3pactoM [3]. 3HaueHHe MaKCUMAaJIbHO paHHEH Jnua-
THOCTHKH 3THX 3a00JIeBaHM 0COOEHHO BO3POCIIO B TO-
CIICHUI IEPHOA B CBA3U C MOSIBICHUEM (hepMEHTO3aMe-
ctutensHON Tepamuu [4-7]. Ilpu dapmakomormueckoit
KoMIeHcaun aepuuuTHoro (epMeHTa MpPOUCXOIUT
OCT@HOBKAa B Pa3BUTHH MATOJIOTUYECKUX MPOSBICHUH,
OJTHAKO PEeaYKIMH IPOU3OLIECIIINX PaHee U3MEHEHUI He
HaCcTymaer.

B 10 xe Bpemsa nuarnoctuka JIBH y neteit Ha pas-
HUX cpokax MaHu(pecTanuu 3a0osieBaHuUs ObIBaeT Kpaid-
HE 3aTPyIHUTEIbHA, YTO OOYCIOBIEHO BBHICOKOW Bapu-
a0eNBbHOCTRIO KIMHWYECKUX nposeieHuil. [lostomy B
Pa3NUIHBIX HCTOYHUKAX BCTPEYAIOTCS IPOTHUBOPEUH-
BBIC OIMCAHWS, JTMYHBIN OMBIT Bpada B paboTe ¢ Taku-
MH MaIMeHTaMH BeChbMa OTPaHHYCH, B TO BpeMsI KaK IS
pPaHHETO TOMO3PEHHS O HAIMYMU y pebeHKa pemKoro
3a0oneBaHus TPeOYIOTCS 3HAHWSA O HE3HAYHUTEIBHBIX
nposiBieHusaXx. OJHako Hecnenu(puvyeckue HavajlbHBIC
CHUMIITOMBI TMPUBOJISAT K TOMY, YTO Yy OOJIBIIOTO YHCIa
MAIEeHTOB JMarHo3 HE YCTAaHABJIMBAETCS B TEUYCHUE
JUTUTEIBHOTO BPEMEHH WJIM UMEEeT MECTO OlnOKa Jua-
rHoctuku [8]. Tak, B Hunepnangax BpeMs MOCTaHOBKU
nquarHosa ais nanuentoB ¢ MIIC He U3MEHUIIOCh MEX-
oy 1988 u 2017 rr. u cyuectByet OoJbluas 3aJepiKKa

MEXy TIepBbIM BU3UTOM K Bpady IO MOBOJY CHUMIITO-
MOB OOJIE3HUM W OKOHYATENIbHBIM auaruo3oMm [9]. Onx-
HaKo OOINBINOE YUCIO CXOIHBIX MO (EHOTUIMHYCCKUM
MPOSIBIICHUSIM OOJIE3HEH 3aTpymHSIeT Uil Bpada COIO-
CTaBJICHHE MPU3HAKOB MAIMEHTA C ONMMHCAHUSIMH B KIIU-
HUYECKUX PEeKOMEHIAINAX, MOHOTPA(HSIX, CTATHSIX, HH-
(hopMaIoHHBIX Oa3ax.

B 10 ke BpeMst MOXKHO BBIICTHUTh MATTEPHBI IPU3HA-
KOB, CO3JIAIONINE OMpPECICHHBIH «ITOpTpeT» 3aboJieBa-
HUL. [ yCKOPEHUS 1 TOBBITICHUS TOYHOCTH HIICHTU DU~
Kay opaHHBIX OONe3Held BO3MOXKHO HCIIOIB30BAaHME
KOMIMBIOTEPHBIX CUCTEM TOAIEPIKKU MIPUHATHUS PEIICHUI
Ha OCHOBE METOJIOB UCKYCCTBEHHOT0 HHTeIIeKkTa. Cpenu
panee 3pPEeKTUBHO MPUMEHSIBILUXCSA U CYLIECTBYIOIIUX
B HACTOsIEe BPEMs MPOrpaMM MOXKHO OTMETUThH pOC-
cuiickyto «JAUATEH» [10], ¢panmysckyro GENDIAG
[11], aBctpammiickyro POSSUM [12], OpuTaHCKYyIO
Face2Gene [13], Hemenkyto Ada DX [14]. Bce onu B TOM
WIW WHOH CTENCHHW WCIONB3YIOT JKCHEPTHBIC 3HAHMS,
XOTSI IPUHIUITBI UX TIOCTPOCHUS OTIMYAIOTCSL.

[TokazaHo, YTO TaKWe CUCTEMbI MOTYT MIOBBICHTD Be-
POSITHOCTD paclio3HABaHUS PEAKUX OOJIe3HEeH Ha paHHUX
cTanusx. B To jxe Bpems cyiecTByeT psili IPUYUH, KOTO-
pBI€ CEPbE3HO 3aTPYIHSIOT IKCILTyaTaIHIO 3apyOeKHbIX
MIPOrPaMMHBIX MTPOAYKTOB. DTO:

—YaCTUYHOE HECOOTBETCTBHE MPUHATON OTEUEeCTBEH-
HOM TEpPMUHOJIOTHUH;

— OCOOCHHOCTH 3THHYECKOTO pa3zHOOOpasus, KOTO-
pBIE HaKIaOBIBAIOTCS Ha (DEHOTHITMICCKUE MPOSBICHHS
3a00JI€BaHUI;

— TpeOOBaHMUS MO 3aUIUTE IEPCOHATBHBIX JAHHBIX I1a-
[IUCHTOB, TaK KaK 4acTh 3apyOCKHBIX CHCTEM pean3o-
BaHBI B BUJIEe OOJAaYHBIX MPHIOKEHHUIH Ha HHOCTPAHHBIX
cepBepax.
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Kpome TOrO, Ba)KHBIM acIEKTOM SBIISICTCS HHTEP-
IpeTanus MpeIaraéMbIX CHCTEMON JMAarHOCTHYECKUX
pemrenuii. OTcyTcTBHE MM (popManbHOE OOBSCHCHHE
HE CIIOCOOCTBYET NMOHMMAaHHIO IpeIIaraeMbIX IHarHo-
CTHYECKHX TUIOTE3. DTO ONpPEAEISIET aKTYaIbHOCTD pa3-
pabOTKM OTEYECTBEHHOH KOMITBIOTEPHOH CHCTEMBI IS
JMArHOCTHUKHU HACJIENCTBEHHBIX 3a00I€BaHMM.

Llens HacTosImeil paboTh! — MOBBIIIEHNE 3P (HEKTUBHO-
CTU UJICHTH(UKAINN TeHETHUECKUX OOoNe3Hel Ha OCHOBE
UCIIOJIb30BAHUS WHTEJUIEKTYaJIbHOM CHUCTEMBI MOIAEPK-
KA NPUHATHH KIMHUYECKUX pelleHud, (hopMupyIoIei
y3kuil quddepeHnranbHO-IMarHOCTUYECKU paJ Ha J10-
Ta00paTOPHOM dTare 00CIIeIOBaHUS ITAI[HECHTOB.

MATEPUA/IbI U METOA bl

[Mpu pa3paboTKe KOMITBIOTEPHOH CUCTEMBI IS TU(-
(depennuansraoil muarnoctuku JIBH ocHOBHOM 3amaueit
0bU10 chopMupoBaTh 0a3zy 3HaHWM. [IJi1 3TOro BHaYaje
OBLT IPOBEICH aHAIIN3 JINTEPATyPHBIX UCTOYHUKOB: MO-
Horpaduu ¥ KypHaJbHBIC MyOJIMKAIIMA Ha PYCCKOM M
AHTJIMHACKOM SI3BIKaX ¢ 0OCOOCHHBIM YIIOPOM Ha OITUCAHUS
CIlydaeB M3 MPAKTHKH, OTEUCCTBCHHBIC KIMHUIECKUE
PEKOMEHIANNH, CICIHAIN3UPOBAHHEIE 3apyOeKHbIC
OHJIAiH-0a3bl JJAaHHBIX MO MpoOIeMHON obmactu. OHU
MOCTYXKUIIK TIEPBUYHBIM MaTepuaioM s (hopMmupo-
BaHMs 0a3bl 3HAHUH KOMIBIOTEPHONW CHCTEMBI. 3HAHUS,
MOJTyYeHHBIE U3 JIMTEPaTYPHBIX UCTOUYHUKOB, CTPYKTY-
PUPOBAIUCH C TIOMOIIBIO CIENUATBFHO pa3padoTaHHON
¢dbopMBI — TEeKCTONOrM4Yeckord Kaptel [15], B KoTOpOi
¢dukcupoBaics He TONbKO (hakT 0OOHApYKEHUS MpU3HAa-
Ka, HO TaKKe CPOK ero Manudecranuu, BHIPpa)KEHHOCTh
U yKa3blBaeMasi aBTOpaMHU 4acTOTa BCTPEUYAEMOCTH st
KOHKPETHOTO TUarHO3a. DTH CTPYKTYPUPOBAHHBIC OIH-
caHms 3a00JICBaHUH, arpeTUPYIONIIE 3HAHUS U3 MHOXKeE-
CTBa HCTOYHHUKOB, OBLIH B MOCIIEAYIOIEM HCIIOIH30BAaHEI
IKCTIepTaMH TP (HOPMUPOBAHUN CHMIITOMOKOMILIEK-
COB, OIMHCHIBAOINUX HU(peperimpyembie JIBH.

OKCIepTHl  BBINENWIN  peNeBaHTHBIE  (DECHOTHITH-
YecKHe IMPHU3HAKH W yKaszand (aKkTOpsl YBEPEHHOCTH,
XapaKTepU3yIOIue UX Mepy JOBEpUS K TMPOSBICHHUIO
CUMIITOMOB B ONpeJeliecHHOM Bo3pacte. HekoTopbie
MpOSIBJICHUsT OBUIM MPEJCTaBIEHBI Ooyiee OOIMMHU TIO-
HATHSAMY, HAPUMEP, TAKUMH KaK KapIHOIaTus, BBUIY
BCTPEYAEMOCTH PA3JIMYHBIX TMPU3HAKOB, XapaKTepu3y-
o1mXx Mopdosornueckue uin GyHKINOHATbHBIE U3Me-
HeHMsl. BTN BbIENEHBl YeThIpe BO3pACTHBIE TPYIIbI,
B KOTOPBIX OTMe4daeTcsi MaHudectauus u (Wiud) u3Me-
HEHHE MOJAIbHOCTH (AMAarHOCTHYECKOW 3HAYUMOCTH
WIN PEIICBAaHTHOCTH) M BBIPAXXCHHOCTH MPU3HAKOB IPU
JIBH: 1-# rop >xu3nu, 1-3 roga BKIIOYUTEILHO, 4—6 JI€T
BKIIIOUUTEBHO, 7 JIeT U crapiie. Kakaplii mpu3Hak co-
MPOBOXKIACTCS TPEMs SKCHEPTHBHIMU OIIEHKaMH: K03(-
(duIeHTaMH MOJAJIbHOCTH, (PaKTOPaMH YBEPESHHOCTH

JUTSE MaHU(ECTAIMN U BBIPAXKCHHOCTH. TakuM 00pa3oM,
METOJbI MH)KEHEPUH 3HAHUM HMCTIOJIb30BAIHCH IS U3-
BJICUCHUSI, CTPYKTYpH3aluid 1 (HopMalIM3allii 3HAHUH,
Ha OCHOBE KOTOPBIX (hopMHUpoBasach 0aza 3HAHHHA dKC-
nepTHOM cuctemsl [16].

Matepuaiiom i IpOBENEHUS KIMHUYECKOHU ampo-
0aluu CUCTEMBI SBUJIMCH OMUCAHUs KIMHUYECKOH Kap-
TUHBI 87 MalMEHTOB C BepU(UIIMPOBAHHBIMH JHArHO-
3aMu. BriOopka Brmrouana 35 KIMHUYECKHUX CIy4aeB
u3 nutepatypsl (MIIC — 27, MJIIT — 3, I'3 — 5) u nme-
nepCcOHU(PUIMPOBaHHbIE (OPMATU3OBAHHBIC BBITUCKH
52 mamentoB (MIIC — 46, MIIIT — 6) u3 otnencHus
BPOXKJICHHBIX M HaCJIeJICTBEHHBIX 3a0oneBanuit HUKU
nequatpun wM. akaa. O.E. Bemprumea PHUMY
M. H.U. [luporoBa u Menuko-reHeTHUYECKOTO LIEHTpa
MOHUKHU nm. M.®. Bragumupckoro.

PE3Y/IbTATbDI

Pa3paboTrana WHTEIICKTyalbHas (3KCIIEPTHAS) CH-
crema «['er/ITuDCy» ans noaaep Ku NPUHIATHAS PEIICHUH
Ha JoiabopaTopHoM dTare nuarnoctuku JIGH. I[papuna
0a3bl 3HAHUH peasN30BaHbl C IPIMEHEHUEM OHTOJIOTHU-
YECKOro nmojaxoja. B pemiarene cucteMbl HCIIONH30BAHBI
NPOAYKIIMOHHBIC IPaBUja, KOTOPEIE MOI'YT COAEpKaTh
IMpU3HaKu, HE OTHECCHHLIC JSKCHIEpTaMU K JUATHOCTHU-
YECKHM 3HAYMMbIM OJIA paCCManHBaCMOﬁ THUIIOTE3BI.
Hannuune Takux MMPU3HAKOB B MOJACJIN HE OTBEPracTt Au-
arHo3, HO MPHUBOJUT K MOHMKEHUIO PaHra TaKOH THIo-
Te3bl B AuddeperunansHom psay. Mojens HHTerpaib-
HOU oreHkH [17] mo3BOMSIET B KOMIUIEKCE YYUTHIBATH
SKCIIEPTHBIE OLIEHKH K MOIAJbHOCTH, MaHU(ecTaluu
U BBIPQXEHHOCTH MPHU3HAKOB, 0OecreurBas CpaBHEHUE
HOBOT'O 00BEKTa C 3TAJIOHHBIMHU BapHaHTaMH U3BECTHBIX
KIMHAIEeCKuX popM. Ha 0cHOBe BELIBIICHHBIX y TTALIUCH-
Ta MPU3HAKOB B MOJEJHU OCYILECTBIIAIOTCS PacyeThl AJs
OIpe/IEIeHNs] CXOJCTBa HOBOTO Cilydas C 3TaJOHHBIMHU
ormucanusmu JIGH. PesynbraTom siBisiercs hopmuposa-
HUe TuddepeHNaTEHO-IHArHOCTHYECKOTO Psia.

Pemarens cucrtemsr «[en/luDC» BKItOYaeT He-
CKOJIBKO IIaroB, HEOOXOOMMBIX B MPOLIECCE BBIABHKE-
HUS U TOATBEpKAeHUs runore3. Ha nmepBoM mare uuet
0TOOp AMATHO30B, Ul KOTOPHIX B ONMMCAHUH MAIMCHTA
OTCYTCTBYIOT MpPHU3HAKU «IPOTUBY» HIU NPU3HAKH, OT-
MEUEHHbIE 3KCIIepTaMH KakK IPOTHBOpEvallue IpyIie
WM ToArpymie 3aboneBanuii. [IpumepoM Takoro poja
IIPU3HAKOB SIBJIETCSI CUMITOM «BHUIIHEBOW KOCTOUKK»
Ha I'JIa3HOM JHE, KOTOPBIN Cpa3y MO3BOJISIET UCKIIOUUTD
rpynny MIIC. Ha BropoM miare ocTaBLIMecs NOTEHIU-
AJIbHO BO3MOJXXHBIC Y IMallUCHTA JUATHO3bI YIIOPSAA0YNBa-
IOTCS TI0 KOJIMYECTBY MPHU3HAKOB, «HE OTHOCSIIUXCS» K
TUIIOTE3€, — 10 BO3PACTAHUIO — OT HYJIS U AAJIEE C IIaroM
B equHHULY. [I[pU3HAKOM, «HE OTHOCSIIUMCS» K TUTIOTE3E,
ABJISIETCS TAKOM, KOTOPBIM HE BXOAMUT KaK AMAarHOCTHYE-
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CKH 3HAYNMBIA B TEPEUCHb IS KOHKPETHOW KIIMHHYE-
CKol (OpMBI, HO U HE OBUI yKa3aH KaK MPH3HAK-OTPHUIIa-
Hue. Ha TpetbeM mare ocyrecTsisiercst popMupoBanue
psila WHTErpajbHBIX OIIEHOK OJKCIIEPTHHIX (AKTOPOB
YBEPEHHOCTH MPU3HAKOB IJISI KOHKPETHOTO CIydas B
COOTBETCTBHH C BBIIIBUHYTHIMH JHAarHOCTUYECKUMH TH-
noTe3aMu. 3aTeM MEePCOHAIbHBIC HHTETPAIbHBIE OLIEHKH
CPaBHUBAIOTCA C ATAJOHHBIMU MHTErPAIbHBIMHU OIICHKA-
mu kuHrYecKux (opm JIBH u ocymectBuseTcs pacdyer
MPOIIEHTa CXOJCTBA. B COOTBETCTBUU C ITHM THIIOTE3bI
PamKUPYIOTCS, HaYMHAS C HauboJiee CXOJHOTO BapHaH-
Ta. ITOT paH)KUPOBAHHBIN MEPEYEHDb U3 MATH HEPBBIX TH-
MoTe3 MOAAeTCs Ha BbIXOJ cucTeMbl. OHaKo, 1O KeJa-
HUIO Bpaya, TAaHHBIN [TepeueHb MOXKET OBITh PACIIHPEH.

B kauectBe OOBSICHEHUS JUISI KaXKIOH BBIABHHYTON
THITOTE3bl Bpad MOJyYaeT MH(POPMAIUIO O MpHU3HAKaxX
MalyeHTa, CIPYNIHPOBAHHBIX, B 3aBHCUMOCTH OT HX
BaXKHOCTH, T10 CJICTYIOIUM KaTeTOpUsAM: TJIaBHbIC, He-
00x0iMBIe, BTOpOCTeNeHHbIe. OTAeNbHO TOIbh30BaTe-
10 TIpeiocTaBisieTcss nHpopMaIysi 0 MpU3HAKaX, OTMe-
YEHHBIX y MallMeHTa, HO He BKIIOYEHHBIX YKCIIEPTaMH B
CUMITOMOKOMIUIEKC JAaHHOTO 3a00JIeBaHUSI B CHCTEME
«TenIudC». Taxxke Bpay mosryyaeT nepedeHb NpU3Ha-
KOB, XapaKTEPHbIX AJS JaHHOW KIMHUYECKOH (OPMBI,
HO HE OTMEUEHHBIX UM Y MalUeHTa. ITO MO3BOJISET Ha-
MPaBUTh BHHUMaHUE Bpaua Ha MOUCK JOMOJIHUTEIbHBIX
NPU3HAKOB y MAIMEHTa, HAIWYHE KOTOPBIX MOTIIO OBI
TIOBBICUTH YBEPCHHOCTH B JAHHOM THAarHO3€.

[Tlo wroram ampoOamuy HKCIEPTHONW CHUCTEMBI Ha
87 ciryqasx MIIC, MJIIT u I'3 TouHOCTH BKIIOUESHHS U~
arHo30B B y3KWH MuddepeHnaTbHO- THarHOCTHYECKUI
psn cocraBuna 87,4%, T.e. B 76 cilydasx BepHbIH aua-
THO3 (COOTBETCTBYIOIINH BepU(UITUPOBAHHOMY) OBLT B
YHCIIE TIEPBBIX MATH TUTIOTE3 HA JI0J1a00PaTOPHOM dTarie
JIUarHOCTHKH.

He menee BaxxeH aHanu3 11 ommOOYHBIX AHATHOCTH-
YECKUX TUIOTE3 C UCIOJb30BaHueM cucteMbl «I'en/lu-
3C», KOTOpbIE paclpeaeIIIUCh 0 KIXHIUECKUM (op-
MmaM caexyronmmM obpasom: MIIC III tunma — 3, MIIC
IV toma — 5, MIIC VI tuna — 1, MIIC VII tama — 1,
MUJIT UI tuna — 1. V3 1eBATH NalHMEeHTOB ¢ JUarHO30M
MIIC III tuma (cuaapom CaH(UIMNIO) B TPEX CIIydasx
(Bo3pact: 4 roma, 7 nmet 3 mec, 7 ner 8 Mec) dTa K-
HHYecKas GpopMa He OblIa yKazaHa Cpenyu HEePBBIX IIATH
BO3MOXKHBIX THITOTE3, YTO OOBSCHIETCS OTCYTCTBHEM B
ATAJOHHBIX ONUCAHUAX CIEAYIOMNX MPU3HAKOB: cKado-
nedayns, KWICBUIHAS TPyAHAS KJIETKa, KUPOCKOJINO3,
nedopmaims CycTaBoB KUCTH. B msaTu cimywasx MIIC
IV tuna (cuaapom MopKHo) NipaBUIIbHAS JHATHOCTHYE-
CKasl TUTIOTEe3a OKa3ajach 3a MpeleiaMy MEePBBIX IMSATH
BCJIC/ICTBHE HAJIWYMS B ONMCAHMSX KJIMHUYECKOH Kap-
THUHBI Y BCEX MAIUCHTOB CIUICHOMETaIUH, TAK)KE OTCYT-
CTBYIOIIIEH B ATAJIOHHOM omnucaHud. [lanuenTsl ¢ aua-

rHo3oM MIIC IV Tuma 6putn B Bo3pacre: 2 rona 3 mec, 6
net 11 mec, 8 net, 8 net 9 mec, 9 et 2 mec. Y nanueHTa
¢ MIIC VI tuna B Bo3pacre 1 roga 1 Mec Habmroaanach
paHHAA MaHU(ecTanus TPyObIX 4epT JUIa U HOSCHUY-
HOTO THIIEPIOPA03a, a TAKXKE HANNYME HEXapaKTCPHOTO
IpU3HaKa — BOPOHKOOOPA3HOU TPYAHOM KIETKOH. Y ma-
nuenta ¢ MIIC VII tuna B Bo3pacte 6 Mec yxe MpH-
CYTCTBOBAJIU MTPU3HAKH, KOTOPHIE OOBIYHO MPOSABIISAIOTCS
3HAYUTETHHO MO3KE: TMIEPTPUX03, IOMyTHEHHE POro-
BHIIbI, T€TIATOMET s, CIUIEHOMETalus, KapAHONaTHs.

OtmeueHHble (PEHOTHIIMYECKHE OCOOEHHOCTH IO
JaHHBIM JIMTEPaTYPHBIX HCTOYHHMKOB, BKIIIOYas KIH-
HUYECKHE PEKOMEHJAlMU, BCTPEYaroTCsl KpalHe pelko
WJIM OTCYTCTBYIOT. Y MallMeHTa 5 JIeT 8§ MeC C JUarHo30M
MUJIIT III Trma BepHast TMIIOTE3a HE BOLLIA B OTPAHUYEH-
HBIH NepeyeHb AMAarHo30B, B TO BpeMs Kak Ha MEPBOM
MecTe OblIa THIOTe3a O HAJMYWHU Yy NarnueHTa GpeHoTu-
nudecku oueHb cxomanoro MJIIT II tuna.

B 10 xe BpEMsA CICAYCT OTMETUTBH, YTO BO BCEX
11 cimy4asx OWarHO3bl, COOTBETCTBYIOUINE BEpU(HIIN-
POBaHHBIM, OBIIM B CHHCKE PaHKHPOBAHHBIX THIIOTE3,
HO HWXe MsAToro Mecta. OHU MpejcTaBieHsl B Tudde-
PEHLIUANIBHO-IUAaTHOCTUYECKOM Py U3 10 BO3ZMOXKHBIX
JIMarHO30B.

OBCYXKAEHUE

Hacnencreennsie JIBH xapakTepusyroTcsi CXO[-
CTBOM (DCHOTHUIIMYECCKUX TPOSBICHUHA, HO Pa3iH4usl B
cpokax MaHH(pecTalH, BHIPAKCHHOCTH U JMarHOCTHYE-
CKOHW 3HAYMMOCTH TPU3HAKOB MOTYT TIOMOYb B HJICHTHU-
(uKkanuu THX 3a00JICBaHUN HA JOJIA0OPATOPHOM 3Ta-
e nquarHoctuku. OHAKO PENKOCTh STOW MaTOJIOTHH B
MPaKTUKE Bpada-eauaTpa HE JaeT €My BO3MOXXHOCTH
MMOMHHTH 0COOCHHOCTH M Pa3iIUHbIe KOMOWHAIMH ITPO-
SIBIICHWI JUTS OTIEIBHBIX KIIMHHYECKUX (OpM B 3aBUCH-
MOCTH OT Bo3pacTa mnaiuenTa [18].

[TomoIp B IOBBIIIIEHUH TOYHOCTH ¥ CBOEBPEMEHHO-
CTH MOCTAaHOBKH JIMAarHO3a MOTYT OKa3aTh KOMIIbIOTEp-
HBIE CUCTEMBI IOAJIEPKKU IPUHATHUS perieHuit. Ha arane
MpeIBapUTENbHOM (101a00paTOPHOIT) TMAaTHOCTUKUA OHU
MO3BOJISAIOT chOpMUpPOBaTh U HepeHInaIbHO-HarHO-
CTHUYECKUH psia. B pasHBIX cucTeMax 3TO MOJe TUIIOTE3
pa3znuuHo. B panee HCHONb30BaBIIMXCS POCCUUCKOM
cucreme «JJUATEH» [10] u ¢panmysckoit GENDIAG
[11] Bpauy mpearaicsi yHopsAOYeHHbIH OrpaHUYEH-
HBII TepevYeHb W3 TPEX—IISITH ITUAarHOCTUYECKUX THUIIO-
te3. B HOBO#t Hemenko# cucteme Ada DX [14] BepHbIH
JIMarHo3 Cpely TSITH HanboJlee MOAXOAIINX BAPHAHTOR
3aboneBaHusl UMeeT MecTo B 53,8% cirydaes, a B Kaue-
CTBe HamboJIee TOAXOIAIICTO BapHaHTa 3a00JIeBaHMS —
B 37,6% cny4aeB. B mpotuBoBec aToMy OpHuTaHCKas CH-
crema Face2Gene [13] BRIBOAUT BCE BO3MOXKHBIE THIIO-
TE3bI, JIOTOJHSS KX BEPOSTHOCTHBIMH OIICHKAMU.
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Omnwupasick Ha OTEYECTBCHHBIN U 3apyOEKHBIH OMBIT,
npu cozmanuu cucteMbl «Ien/JludC» OblIO pernieHo
(opMHpOBaTh TIEpPEeUeHb W3 IITH BBIIABAEMBIX Bpady
TUIIOTE3 ¢ BO3MOXKHOCTBIO pactiipenust 10 10 u Gonee.
Onnako pacmmpenue nuddepeHuaTbHO-IHarHoCTHYe-
CKOTO psina OyneT MPUBOANTH K BKJIFOUCHUIO MEHEe Be-
POATHBIX JTUAarHo30B.

3AKNIOYEHUE

Paszpabotannas skcneptHas cuctema «l e uldC»
JUISL TIOAEPKKU MPUHSITUS pEIIeHUil Ha aomaboparop-
HOM 3Tarfe IUarHOCTUKU JIM30COMHBIX 0OJie3He Hako-
TUICHUS TTPoIeMOHCTpHpoBaa 3¢ dekTuBHOCTE B 87,4%
cily4aeB NMpu (OPMHPOBAHUHU Y3KOTO MU hepeHIHaTb-
HO-JIMAaTHOCTHYECKOTO psifa W3 IsTH rumotes. [lpen-
JIOKEHHBIN MOJAXOX K W3BJICYCHHUIO 3HAHUM, COMPOBO-
JKTaeMBIX HKCIEPTHBIMH OICHKAMHU, W peajli30BaHHAs
MaTeMaTH4eckasi MOJENb MHTEIUIEKTYyadIbHOW CHCTEMBI
MOKa3aJId CBOIO 3(PPEKTUBHOCTh U BO3MOXKHOCTH TIPH-
MEHEHHS B KJIIMHUYECKOH mpakTtuke. CucreMa siBIsIeTCs
OTKPBITOH U IIO3BOJISICT PAaCIIUPSTH 0a3y 3HAHUI AT AU~
arHOCTHKH JIPYTUX HACIICJCTBEHHBIX 3a00JIeBaHU.
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