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AHHomayus. C03#HOCMb OUAZHOCMUKU HaC1edcmeeHHbIX 3a60/1e8aHuUll coeduHUmMensHol mkaHu y demedi 3akao4aem-
€A 8 8apuUAbeNbHOCMU NPU3HAKO8 0MOe/IbHbLIX H030/102U4eckUX popM U Hedocmamke onbima y epayeli 8 C8s3uU ¢ HU3KoU
yacmomodl ecmpeyaeMocmu OaHHLIX NAMO02UYEeCKUX COCMOAHUL. HenpaeusneHas u HecgoespeMeHHAs OUA2HOCMUKA
Hepedko npusoduM K He2amugHbIM NOCedCMeUaM 041 NAYUeHMAa, 8KAYAs UHBANUOHOCMb U iemanbsHelll ucxod. MHo-
2ue demckue 8pavu hpu duazHoCMuke pedkux 6oae3Hel Hy#Oaromcs 8 KOHCy1bMamueHol noddepike 601ee 0NbIMHbIX
konnea. Llensto Hacmosweli pabomel sieagemcsi CO30aHUE cucmeMsl N0OOePHKU NPUHAMUS 8paYebHbIX peweHul npu
oduazHocmuke ducnaazuu coeduHumensHol mkaHu y demeli U ee peanu3ayus 8 sude 8e6-NPUNOXEHUS.

Mamepuansi u MmemoOdsl. B cmamee npedcmasneHa paspabomka cucmemsl N00OEPHKU NPUHAMUSA 8paYebHbIX peweHud,
Komopas no3eossiem ps0080My CneyuaauCcmy npuMeHUMs 8 cgoell NPaKmMuKe oneim, HaKon/ieHHsIl 3kcnepmamu no oua-
2HoCcmuKe Aucnaa3uu coeduHUmensHol mKaHu. B ocHosy 6a3bl 3HAHUL 6b11U N00}#EHbI MEXOYHAPOOHbIe Kpumepuu 014
ouazHocmuku cuHopomos MapgaHa u Inepca-AarHno. baza OaHHbLIX 8KIYAEM MHO200CNeKMHY UHPOpMAyU O pac-
cMampusaembix 3a60/1e8aHUSAX, 8 YACMHOCMU $OMO2pPaPuUU KAUHUYECKUX NpossaeHUl U peHmaeHo2pamMmel, KOmopsle
npedHasHa4eHsl 0158 UHPOPMAYUOHHOU Noddepxku 8paya npu 88ode OaHHbIX NAyUeHMAa.
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Pe3ysbmamel. C NOMOWjbH 3KCNEpmMoe 6bi1a CPopMUPOBAHA 6a3a NPOOYKYUOHHbIX NPABUA, O MAKie nepevyeHb UHPop-
MamueHbIX NPU3HAKo8 04151 QUA2HOCMUKU YKA3aHHbIX CUHOPOMO8, NPedsioxieHsl 38pucmuYeckue an20pummel Nposepku
ouazHOCMUYeCcKUx 2unome3 Ha 0CHO8e AHA/U3a 6a3bl 3HaHUU. Pa3pabomaHo eeb-npusodiceHue, No3gosstowjee npogecmu
ouppepeHyuansHyo duazHocmuky cuHopoma MapgpaHa u cuHopoma 3nepca-Aanno, ekaodas 13 munos 0aHHO20 CUHO-
poma, nposedeHa eanudayus cucmemsi Ha Mmaccuee 152 nayueHmos.

BbI8006bI. PazpabomaHHas aemopamu cucmema nomMozaem 8bi58UMb CUMNMOMSbI NPU 0OCMOMpe nayueHma, oyeHums
CmeneHb 8bIPAXEHHOCMU GeHomunu4eckux nposisaneHul, cpopmuposams duazHoCmuYeckue 2unome3ssl, d Makxe 060c-
HOB8aMb HE0bx00UMOCMb NPosedeHUss 00NOAHUMENbHbLIX UCCAe008aHUL C Yenbio hodmeepicoeHUs OUa2HO3a.

Knroyeesie cnosa: duppepeHyuansHas OuazHOCMUKA, NPoOyKYUOHHbIe npasu/a, pedkue 601e3HuU, HaciedcmeeHHsle 3a-
60s1e8aHUSA COeOUHUMeNbHOU MKaHU, cuHOpom MapgaHa, cuHopom Saepca-AaHso.

Ana yumupoeanus: MymuHyees A.H., Hukoneckul 4.A., puyesckas 4.FO., KoposeHok E.M., CemaukuHa A.H., Hukonaesa
E.A., BouHoga B.FO. Cucmema noddepicku npuHsmus epayebHsix peweHuli no duazHocmuke oucnaa3uu coeduHumensHol
mkaHu y demeli. Bpay u uHpopmayuoHHele mexHonoauu. 2024; 4: 60-71. doi: 10.25881/18110193_2024 4 60.
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OpurnHanbHble UccnenoBaHuUs

Abstract. Background. The difficulty in diagnosing of hereditary connective tissue diseases (HDCTD) in children lies in the
variability of signs of individual nosologic forms and lack of experience of physicians due to the low frequency of occurrence
of these pathological conditions. Incorrect and untimely diagnosis often leads to negative consequences for the patient,
including disability and death. Many pediatricians need consultative support from more experienced colleagues when
diagnosing rare diseases.

The aim of this work is to create a system to support medical decision-making in the diagnosis of connective tissue dysplasia
in children and its implementation in the form of a web application.

Materials and methods. The article presents the development of a medical decision support system that allows the average
specialist to apply in his practice the experience accumulated by experts in the diagnosis of connective tissue dysplasia.
The knowledge system was based on international criteria for the diagnosis of Marfan and Ehlers-Danlos syndromes.
The database includes multidimensional information about the diseases in question, such as photographs of clinical
manifestations and radiographs, which are intended to provide information support to the physician when entering patient
data.
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Results. With the help of experts, a database of product rules was formed, as well as a list of informative features for
diagnosing the above syndromes, and heuristic algorithms for testing diagnostic hypotheses based on the analysis of the
knowledge base were proposed. A web application was developed to perform differential diagnosis of Marfan syndrome
and Ehlers-Danlo syndrome, including 13 types of this syndrome, and the system was validated on an array of 152 patients.
Conclusion. The system developed by the authors helps to identify symptoms during patient examination, assess the degree of
phenotypic manifestations, form diagnostic hypotheses, and justify the need for additional studies to confirm the diagnosis.

Keywords: differential diagnostics, production rules, rare diseases, inheritable disorders of connective tissue, Marfan
syndrome, Ehlers-Danlo syndrome.

For citation: Putintsev A.N., Nikolsky D.A., Gritsevskaya D.Yu., Korolenok E.M., Semyachkina A.N., Nikolaeva E.A., Voinova
V.Yu. Medical decision support system for diagnosing connective tissue dysplasia in children. Medical doctor and information
technology. 2024; 4: 60-71. doi: 10.25881/18110193_2024 4 60.
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BBEOEHUE

PacnpocTpaHeHHOCTb  AUCMAa3vii - CoeanHN-
TeNbHOM TKaHW COCTaBAseT MO PasHbIM AaHHbIM
oT 8% f0 26% 1 6onee [1]. Cpean nojen C JaHHONM
naTonornen BaxHO CBOEBPEMEHHO BbIABUTb Ma-
LVEHTOB C HacneACTBEHHbIMU CUHAPOMaMK, Tpe-
OyOLWMMN MefKaMeHTO3HOM NoAAepPXKU, XUpYyp-
rMYyecko KOppekuun u MeLUKO-TeHeTUYeCcKoro
KOHCYyNbTUpOBaHMSA. B pamkax npeacTaBneHHOW
paboTbl paccmaTpuBaoTca AnddepeHupoBaHHbIe
$OpMbl  HacNeACTBEHHbIX ANCNAA3nA  COeANHU-
TeNbHOW TKaHu: cuHgpom Mapdana (CM), cuHgpom
Snepca-Aanno (C3[), a Takxe cMHAPOMbI Jlonca-
AnTtua, bunca n Ctuknepa. [aHHble 3aboneBaHUs
XapaKTepun3yrTcs 3Ha4YUTebHbIM pa3Hoobpasnem
KAVMHWYECKNUX MPOSBAEHU U BapuabenbHOCTbHO
NPU3HaKoB. Mpn 3TOM UX HU3Kas pPacnpocTpaHeH-
HOCTb 06YCNOBAMBAET HEAOCTAaTOYHOCTb JIMYHOMO
onbiTa B HAGAKOAEHNN N BEAEHUW MALVNEHTOB, UTO
3aTpyAHSAET AMArHOCTUKY 3aboneBaHW coefuHU-
TeNbHOM TKaHW. Hepeako AnarHo3 y geten 1 nog-
POCTKOB YCTaHAaBAMBAlOT HECBOEBPEMEHHO, Y4TO
NPUBOANT K NHBANUAM3ALNY, YXYALLIEHNIO KayecT-
Ba XXWN3HW, 3aTPYAHEHMIO COLMANbHOM ajantauuu,
MO3TOMY BOMPOChHI PaHHEN AMarHOCTUKM, NeveHns
1N NPOodUNAKTUKN UMEHT KakK MeAVLIMHCKOe, Tak U
couManbHO-3KOHOMMYeckoe 3HaveHne. bnarogaps
Pa3BUTUIO COBPEMEHHbIX MHOOPMALIMOHHBIX Tex-
HONOIN yBENNYMNBAETCH AOCTYNHOCTb 3KCMNEPTHbIX
3HaHWI MO ANArHOCTMKE peaKnx 6onesHelr, ogHaKo
B HacTosiLLee BpeMs B Hallel CTpaHe He cyLlecT-
BYeT CUCTeMbl MOAAEPXKN MPUHATUA BpadebHbIX
peweHunii (CMMBP) no agmnarHocTrKe 3aboneBaHUin
COeVIHNTE/IbHOM TKaHW Y AeTel.

AHAJIMTUYECKUA OB30OP

[na noafepXKy NPUHATUS BpayvebHbIX pelle-
HUA MpU AUarHoOCTUKe peakux 6onesHen feinc-
TBYHOT HeCKO/NbKO 3apybexHbIx cucteM. LLnpoko
N3BECTHbI Takne BeH-NpUIOXKeHNs, Kak aBCcTpannia-
ckast cuctema POSSUM [2], /loHAoHCKasn 6a3a AaH-
HbiIX No ansmopdonormn LDDB [3], dpaHuy3ckas
skcnepTtHaa cuctema GENDIAG [4], onucbiBaroLme
HECKONbKO ThICAY HACNeACTBEHHbIX U TepaToreH-
HbIX CMHAPOMOB, BK/HOYas CAUCOK peHoTUnmn4ec-
KNX MPOSIBNIEHN U MN306paxeHnri nauneHToB.
3Tn Beb-pecypCbl MO3BOASKT MPOBOAUTL MOUCK
CMHAPOMOB MO Ha3BaHWIO 1 MO Mpu3Hakam. B pe-
3ynbTate nomcka dpopmMmumpyetcs y3kuin gndpdepeH-
LManbHO-ANArHoOCTUYeCKNn  psg  3aboneBaHui,
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CXOHbIX MO CUMMTOMATUKE C ONUCAHHbBIM C/ly4YaeM.
Mpw 3TOM BM3yanbHO HabtoAaeMble KINHNYeCKMe
NposiBNeHNst aHOMaNNin pPasBUTLA HepeaKo Mo3Bo-
JIAIOT BbIABVHYTb MNEPBUYHYIO JAMArHOCTNYECKYHO
rmrnoTesy, oAHaKo yKa3aHHble CUCTeMbl He npejyc-
MaTpMBalOT MOAAEPXKKY BpayebHbIX pelueHnin B
BUAe peKkoMeHAaLunl no goobcnesoBaHNIo 1 Beje-
HUIO KOHKPETHOro nauyeHTa 1 He NpefoCcTaBnstoT
OLleHKY HeobXxoAMMOCTU MeAnKO-reHeTUYecKkoro
KOHCYIbTUPOBAHUS.

B nocnegHne rofbl BO3poC MHTepec K paspa-
60TKe WHCTPYMeHTOB WMHGOPMALMOHHOM nojae-
PXKW AMArHOCTUKK peaKkux 3aboneBaHuin. B 06-
30pe cucTeM MNOAAEPXKM AMArHOCTUKN  pPepKunX
3aboneBaHuin Faviez et al. [5], onyb6ankoBaHHOM
B 2020 rogy, npmBeseHo onucaHve 14 rotoBbiX K
ncnonb3oBaHUto cuctemM. Hanbonee adpdekTrBHaN
cncTemMa noagepxku Phenomizer [6] peanu3oBa-
Ha B BUAe BEO-NPUNOXKEHUA U UCNONb3YeTCa AN1s
n3mepeHns GeHOTUMUYECKOrO CXOACTBA Mexay
nayneHToM, npeacTaBieHHbIM HabopoM ¢eHoTu-
MNYECKNX MPU3HAKOB 1 HaCeCTBEHHbIMY 3ab60ne-
BaHVAMM, OMVCAaHHbIMK B 6a3e AaHHbIX Ha OCHOBE
TEPMUHOB MeAULMHCKOM 6a3bl faHHbIX OMIM n
Human Phenotype Ontology (HPO) [7]. Pa3pabo-
TaHa CTaTUCTUYecKas Mojenb, MprcBanBaroLLLas
3HayeHne p MoJlyYeHHbIM MOKasaTensdMm CXOACTBa
ANS PAHXMNPOBAHNSA ANArHOCTMYECKMX runoTes. B
60bLINHCTBE 3apybexHbix CIMMBP, ocHOBaHHbIX
Ha PEeHOTUMNYECKUX MPU3HaKaX, ANA KOANPOBAHMUSA
paccmaTpusatoTcs TepmMunHbl HPO. OgHako nprime-
HeHVe 3apybexHbIX CUCTeM POCCUNCKUMU Bpada-
MW 3aTPyAHEHO M13-3a oTCyTCTBUA afjanTtaumm HPO
Ha PYCCKMI S3bIK, @ TaKke 0T4acTV 1 13-3a HejoBe-
puvsa K npejsiaraeMoMy peLleHio BB1AY OTCYTCTBUA
06BACHEHMA MOJly4YeHHOro pesynbtaTta. B beno-
PYCCKOM rocyAapCTBEHHOM MeAVLIMHCKOM YHUBEp-
cntete B 2012 r. 6bInK pa3paboTaHbl anroput™ U1
aBTOMaTM3MpPOBaHHass MHPOPMaLMOHHasa cncTema
anarHoctnkm CM [8] Ha ocHoBe ['eHTCKUX KpUTepu-
eB (nepecmoTp 2010 r.) [9]. AaHHas cucTema 6bina
peann3oBaHa Anst paboTbl B cocTaBe ABTOMAaTU3N-
POBaHHOM MUCTOPUWN BOSIE3HUN Ha JIOKaNbHbIX KOM-
nbroTepax 1 Be6-NpUIoXKeHNeM He SBASeTCS.

B paspabotke CIMMNBP ana anarHOCTUKN pea-
Knx 6ose3Hen cyliecTByeT 2 OCHOBHbIX MOAXOAa:
TaK Ha3blBaeMble BblUUC/INTE/IbHbIE U 3KCMEPTHbIE
cucTtembl. K nepBol rpynne — BbIYNCIUTENBHBIM
cuctemam, otHocsaTea CMMBP, B ocHose paboTbl KO-
TOPbIX IeXXaT MeToAbl MaTeEMATNYECKON CTaTUCTUKIN



OpuvrmHanbHble UccrneaoBaHUs

WA MALUVIHHOTO 0by4YeHus, Hampumep, WUCKYCCT-
BeHHble HelpOoHHble ceTn. ObLNM HefOoCTaTKOM
TaKNX CUCTEM BASIETCS C/IOKHOCTb MHTEprpeTaumm
N 06OCHOBAHWS BbIBOAA, TaK Kak MOAOGHbIE anro-
PUTMbI PpaboTatoT MO MNPUHLMMY «4EPHOIO ALLIMKA»,
1N NPOV3BOANMBIE VMW BblUMCIEHNS HE MEKOT Me-
AVILIMHCKOTO CMbicna. OTCyTCTBME HArNSAHOM NOT -
KV pacCyXZeHWi Bbi3blBaeT HeLOBepue y Bpayei
N CYLLeCTBEHHO CAEPXMBAET pa3BUTVE BbIYNCAU-
TenbHbIx CIMNBP.

CucTeMbl, OTHOCALLMECH KO BTOPOW rpyrnne —
3KCMepTHble, TO eCTb OCHOBaHbl Ha MHPopMaLMK,
npesoCTaBfeHHOM cneunanucTaMm ¢ raybokmmm
3HaAHUSAMU B AaHHOW obnactn. OAMH 13 crnocoboB
npescTaBieH s SKCNepTHOM MHopMaLmK, a Takxe
JaHHbIX, N3BNEeYEHHbIX U3 NNTEPATYPHbLIX UCTOUHU-
KOB, —MOCTPOeHVe Tak Ha3biBaeMoW 6a3bl 3HaHUIA,
KOTOpas, B CBOKO o4Yepe/lb, AB/AETCH OCHOBOW A/
dbopMmnpoBaHMNS MNPOAYKUMOHHBLIX npasun «Ecnu-
To». PaboTa akCnepTHOM cUCTEMbI CTPOUTCS Ha ak-
TMBaLWUW TeX WM UHbIX NPaBWA NpU OLEeHKe AaH-
HbIX O MauWeHTe, YTO MO3BOJIAET He TONbKO UMU-
TMPOBaTb XOJ PacCyXAeHU Bpava-KIVHULMNCTA,
HO M MpPeAoCTaBUTb MCHepnbiBaloLe CBeAeHNS O
noc/ef0BaTelbHOCTU N CYyTWU 3BEHbEB IOTMYECKOW
uenoykn. Takmm obpasom, CIMIMBP, ocHoBaHHbIe
Ha 3HaHWUSAX, UMET CyLLLeCTBEHHOE MPeVIMyLLEeCTBO
nepes BblUMCAUTENbHBIMW, Bnarogaps Hannuuno
06BACHEHWSA MOJlYYEHHOrO CUCTEMOW peLleHus, U
MoNb3ylTCA 60MbLUVM AOBepreM y Bpadeit. Pas-
paboTka NogobHbIx CMMBP no3BonsieT He TONbKO
0Ka3aTb KAUHULMUCTY Heobxoanmyro MHbopmauu-
OHHYO MOAAEPXKKY, HO N COXPAHUTb LieHHbIN OMbIT,
HaKOMJIeHHbIV 3KCMepTaMn 3a AecaTUNeTUs npak-
TVKW. [JaHHas BO3MOXHOCTb OCOHBEHHO akTyasbHa
ANS [NAarHOCTUKL peaKunx bonesHer, Takmnx Kak Ha-
CNeACTBeHHble HapyLUeHUs COeAUHUTEeNbHOM TKa-
HK (HHCT), mockonbKy KaxAblii 13 Manoro 4mcia
YHMKaNbHbIX CNEeLNanCcToB, KOTOpble CTaIKMBaKOT-
cs ¢ opdaHHbIMM 3a601€BaHNAMU Ha NMOCTOSHHOM
OCHOBeE, MOXeT repejaTtb CBOW 3HaHWS, OKasaTb
HeoLleHNMYIO MOoAAEP>KKY Koneram u, 6e3yciioBHo,
rnomMoLLb naymeHTam. Takxke nssectHble CIMNBP ans
AVArHOCTUKN pefknx 3aboneBaHUi MOXHO pasge-
JINTb Ha CUCTEMBI CO CBOBOAHBIM BBOZOM AaHHbIX O
naumeHTe 1 Te, KOTOPbIE NCMOb3YOT CMPAaBOYHMK
Kakoro-nn6o poga. Hanpumep, MHOrve n3BecTHble
NpoAyKTbl, B YacTHOCTM Phenomizer, 6epyT 3a oc-
HoBy HPO [7], apyrne — pa3pabaTbiBatoT COGCTBEH-
Hble 6a3bl TEPMUHOB.

2024, N24

B Poccnu CIMNBP akTMBHO pa3BuBatoTCs, B TOM
yucae C NpYMeHeHMeM MALLUMHHOTO 0byyeHns u
LAPYTrX TEXHOIOMNIA MCKYCCTBEHHOIO MHTennekTa. B
paboTe [10] onncaHbl OCHOBHbIE XapakTepUCTUKA U
dyHKLMOHaNbHble BO3MOXHOCTX obnayHol naat-
dopmbl IACPaas, koTopas nogjepXmBaeT co3gaHune
Cneynanm3npoBaHHbIX 060/104eK NHTeNnekTyanb-
HbIX cMcTeM. Ha ee ocHoBe pa3paboTaHa akcnepT-
Has AMAarHoOCTMYeckasa cMcTeMa NoALep KM NPUHS-
TUIA peLeHnin AN IN30COMHbIX HaceACTBEHHbIX
3aboneBaHuii [11], KOTopas NMokasana BbICOKYHO 3¢-
dekTMBHOCTL fJonabopatopHoi guddepeHuymans-
HOW AMarHOCTUKU N ABASETCA OAHOM N3 HEMHOTUX
OTeYyeCcTBEHHbIX Pa3paboTok B fJaHHOIM obiactu. Mo
AaHHbIM 3a 2023 . B 0630pe poccuiickmx CMMBP
[12] npuBeseHbl onucaHns 29 Be6-NpUNoXeHWin, B
OCHOBHOM HarnpasB/ieHHbIX Ha MOMOLLb B leYeHnY
N MOHUTOPUHre naumeHTtos, ogHako CIIMNBP ansa
AVArHOCTUKN pesknx 6onesHel B JaHHOM 063ope
He npeAcTaBieHbl.

3A0AYUN NUCCNNEOOBAHUA
B cBA3n c TeM, UTO HenpasBu/bHas 1 HecBoeBpe-
MeHHas guarHoctuka CM, cuHapoma Jlonca-AnTua,
C3/] HepefKo NPUBOAAT K UHBAIMAHOCTN, a B CAy-
yae paccIoeHVsa U paspbliBa aopTbl ABASKOTCA MPU-
UYMHOW CMepTe/bHbIX MCXOAOB, HaMU bbl/la MOCTaB-
NeHa 3agava paspabotatb CMMBP npu gnarHocTu-
ke HHCT. B VIHcTuTyTe BenbTuesa Bpaun MMmeroT
60raTblii ONbIT AUArHOCTUKM 1 IeYeHUs NaLMeHTOB
C peakumuy 3aboneBaHUsIMK, KOTOpble Harmpasns-
toTCA B IHCTUTYT 13 pasHbIX pernoHos Poccnu, no-
3TOMY BaXHO MCMOMb30BaTb HAKOMAEHHbIA OMbIT
BeJeHUs COTeH MauveHTOB B MpakTuke Bpaden,
BCTPeYarLWMX eiNHNYHbIE Cydan AaHHbIX 3abo-
JleBaHWn. 3TO MO3BONT CBOEBPEMEHHO AMarHoc-
TMPOBaTb COCTOSHUS, TpebytoLme cneundryeckomn
Tepanuu, U ynyywnTb KayecTBO OKasaHuUs Meju-
LMHCKOM MOMOLLM MaLUMeHTaM U UX CEMbSAM.
LUenbto HacTosALwel paboTbl ABASETCS Co34aHme
CrrBP npw AuarHoctuke AUCMAas3vA COeANHN-
TeNbHOW TKaHW y feTel 1 ee peanvsauus B BUje
Be6-NpunoxeHns. B yactHoCTK, 3TO npeanonaraeT
NOALEPXKY MPY peLLeHnn CesyoLwmx 3a4ad:
- ¢dopMUMpOBaHME PaHXMPOBAHHOIO CNMCKa AMa-
FHOCTUYECKNX TMnoTes;
- Bbl6bOp 1 060CHOBaHVE NPOBeAEHNS NCCNes0Ba-
HWIA B MpoLecce ANAarHOCTUKN;
- TOATBEPXAEHVE NV OTK/IOHEeHWE TMNoTe3bl;
- 0OBbSCHEeHMe NoJly4eHHOro pesynbTaTa.
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Pa3pabaTbiBaemasi ccteMa OTHOCUTCH K Kaccy
rnbpuaHeix CMMBP, coueTarowmx MHGOPMaLMOH-
HO-CMpaBOYHbIe 6/10KM N KOMMAOHEHThLI MHTe1ek-
TYanbHbIX CUCTEM, MOLENVPYHOLME pPacCyXAeHUA
Bpaya [13]. Mpwn ee co3gaHnm 6bIIN pa3paboTaHbl
3BpPUCTUYECKME AaNTOPUTMbl BbiBOAA PeLUeHUn Ha
OCHOBe 6a3 3HaHWU, CBA3bIBatOLME KaK OTAE/IbHble
CUMMNTOMBI, TaK U CUMNTOMOKOMIMIEKChbl C AVArHo-
3amun. Ana anarHoctnkn CM ncnonb3oBaHbl [eHT-
ckme kputepun (nepecmotp 2010 r.) [14]. B kavec-
TBE OCHOBHbIX MPW3HAKOB paccMaTpvBaloTCA: ce-
MEeWMHbI aHaMHe3, Hann4dme 3KTOMUN XPYyCTannka,
Annatauma aopTel, MyTauus B reHe FBNT, a Takke
6ann BOBJ/IEYEHHOCTU COEANHUTENbHOW TKaHW -
KOMINYECTBO TaKUX KJIMHNYECKUX MPOSBAEHNI Kak
TAXKenas MUOMUs, apaxHogakTuaus, paedopma-
LA TPYAHONM KNeTKW, cTonbl. Ans Kaxzol Kombu-
Hauum 13 3TUX MNPU3HAKOB MMEeTCs 3KCnepTHoe

OpurnHanbHble UccnenoBaHuUs

3aknYeHre o Hanuuum CM (Tabn. 1). Kaxaas
CTPOKa COOTBETCTBYET MPOAYKLIMOHHOMY Npasuy,
Hanpumep, EC/TN y naumeHTa nmeetcs CemeliHelli
aHaMHe3 (Hanun4dne poacTeeHHVKoB ¢ CM) n 3kmo-
nusa xpycmasnuka, TO anarHos: CM.

Ans anarHoctnkn C3/[1 wmcnonb3oBaHa Bunnb-
dpaHwckaa knaccnpurkauma (1998, nepecmoTp
2017 ropa) [15], onuckiBarowas 13 TMNoOB AaHHO-
ro cuHgpoma. basa 3HaHuWiA 6bina paspaboTaHa ¢
y4eTOM 4acToThbl BCTPeYaemMocTy CMMMNTOMOB MO
JAaHHBIM MeANLMHCKOM NnTepaTypbl, MacCUBOB UC-
Topuin BonesHe, a TakKe Ha OCHOBE 3KCMepPTHbIX
oueHoK. Ans paccmaTpvBaeMol rpynnbl 3abone-
BaHWIN COeANHUTENbHOM TKaHW 6b11 chopMmpoBaH
nepeyeHb Havnbonee NHGOPMATMBHbLIX MPU3HAKOB.
DKCMepTHbIM MNyTeM b6bIAN NOAyYeHbl OLEHKN WH-
$opMaTVBHOCTN MPU3HAKOB, NCXOAA U3 MX YacTo-
Tbl MPY onpezeneHHoM 3aboneBaHun. B Tabanue 2
npviBefeHbl KONMYECTBEHHbIE OLEHKM 4YacToThbl

Ta6bnuua 1 — dparmMeHT 6a3bl NpaBuN No AUMarHoctuke CM

aHaMHe3 XpycTanmka aopTbl Z>=3 |BOBAEYEHHOCTU > 6 | MyTauuum FBN1 c. MapgaHa
- - + - + Aa
+

- - +
- - +

.
+ + o+ o+
]

+ + + + +
L]
+ +

: Aa
Aa
Aa
e}

- BbICOKOBEPOSATEH
aa
BbICOKOBEPOATEH
e}

He MoATBepXAeH
o + Aa
o o Aa

1
+ + +

+ +
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Ta6bnuua 2 — KonnyecTBeHHbI€ OLLeHKUN YacToTbl PeHOoTUNnYECKUX NpmU3HaKoB

CMNTOMBI

1 3

apaxHoAaKTUANS 3
JONNXOCTEHOMENNS
TMNeproABMKHOCTb CyCTaBOB
MUOMUS CPEAHAS 1 TsaxKenas
Hannyne pybLoB

Hann4yme 3KXMMO30B
HOCOBbIE KPOBOTEYEHVIS
BbIBUXW/MOABbIBUXY CyCTaBOB
Y3KWA INLLEeBON ckenet
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OpuvrmHanbHble UccrneaoBaHUs

beHoTUNMYECKNX MPU3HaKoB: 1T — cMMMTOM BCTpe-
yaetca nHorga (<50%), 2 — cMnTOM BCTpeyaeTcs
yacto (A0 90%), 3 — cMNTOM BCTPeYaeTCcs noyTn
Bcerga (>90%).

ApxutekTtypa cucremsbl. OcHoy ClIIBP co-
CTaBNSOT 4 610Ka: NPUOBPEeTEHNs 3HaHWA, Noru-
Ueckoro BbIBOJa, BBOJA/BbIBOAA VI OOBACHEHWN.
ba3sa faHHbIX BK/IHOYAeT MHOIOACMeKkTHYH MHPOp-
MaLMIo O paccMaTprBaeMblix 3a60neBaHNNAX, B Yac-
THOCTN doTOrpadPun KIVHNYECKUX MPOABAEHUN 1
peHTreHorpaMmel. 3T NpUMepbl GEHOTUMNYECKNX
nNposiBNeHNn npefHasHaveHbl A nHGopmaum-
OHHOW MOAAEPXKN Bpaya Npuv BBOAE AAHHbLIX MNa-
umeHTa. bnok BBOZa/BbIBOJA 0becrneyrBaeT BBOJ
JaHHbIX MOMb30BaTeNs N BbIBOJA 3aKJHOYEHUSs, Ha-
npumep, «CM manoseposameH, mpebyemcs duppe-
PeHyuanbHaa OUG2HOCMUKA C 20MOYUCMUHypued».
MpuHUMN GYHKUNOHUPOBAHMWSA CUCTEMbI BKIOYAET
BbIABVXXEHWE rMrnoTe3bl Ha OCHOBAHWM OrPaHNYeH-
HOoro Habopa anddepeHUVPYIOLLMX MPU3HAKOB C
BO3MOXHOCTbIO MOC/AeAyoLLero paccnpoca Bpava
ANS NOATBEPXKAEHNSA NN OTKIOHEHWNS BbIABUHYTOM
rmnoTesbl. BNOK N1oryeckoro BelBoga obbeanHaeT
npasuna U3 NMHGOPMALMOHHOM 6a3bl C AaHHBIMU

1

BBoa OaHHbIX
(ocMOTp, aHaMHe3, reHoTUM)

——
AHanu3 ceMaHTU4YeCKOM
ceTn

CuMnTOMBI

2024, N24

naumeHTa, NCMONb3YyA CMeLLaHHY CTpaTeruto, Ko-
TOopas BKKOYaeT MPSAMON BblBOJ — OT JaHHbIX K
ANarHo3y 1 obpaTHbI — OT rMnoTesbl K nojyye-
HUIO JaHHbIX MO pe3y/ibTaTaM JOMONHUTE/IbHbIX
nccnefoBaHuin. NpegycMoTpeHa Bblgada 06bACHe-
HMin: noyemy CIMBP npuwna K TOMy UAKM UHOMY
3aK/IIOYEHNIO — MPUBOAUTCA MPAaBWIO, KOTOpoe
CpaboTano Ha OCHOBAHUW NOJTyYEeHHbIX AaHHbIX.
Ha pucyHke 1 cxematmyecku rnpeacTasieH
anroput™ anddepeHuymanbHON ANArHOCTUKM Ha
OCHOBe aHanu3a 6a3bl 3HaHWn. Ha nepBom 3Tane
Bpay BBOAWT JaHHble aHaMHe3a 1 0CMOoTpa nauu-
eHTa. Mpexae BCero cncrtema npegnaraer BBeCTU
CUMMTOMbI, KOTOpble ABAAOTCA MHPOPMATUBHBI-
MU 415 AaHHOM rpynnbl 3aboneBaHWn, a Takxe
pesy/nbTaTbl reHeTnYeckoro UccnefoBaHns, ecan
OHW W3BeCTHbl. AHanM3 Tabauubl 4acToT npu-
3HAKOB MO3BONSAET BblYNC/INTE TakK Ha3blBaeMblii
«BeC» KaXAoro cmHapomMa un cdopmupoBaTtb And-
depeHUNanbHO-ANArHOCTUYECKNIA P, PaHXMPO-
BaHHbIM MO ybbIBaHWIO 3TOro nokasaTtens. [anee
BbIMNOJ/IHAETCHA MPOBepKa Hanbonee BEpOATHOW rn-
noTesbl Ha OCHOBe aHanmsa 6asbl Npasu. 34ecb
paboTaloT 3BpUCTMUECKME aTOPUTMbI, KOTOPbIe

CuMnTOMBI

c. MapdaHa

)
@ / c. Onepca-LaHno
@w

c. lonica-AwnTca

L4

YyacTto

OunddepeHumanbHo
— -ONarHOCTUYECKU M

“ pap

o

AHanus 6a3sbl
npasun

BBog OaHHbIX
(mononHuTenbHbIE
nccnegoBaHus)

—

I HeT

nOa

EcTb ewé rmnotesbl?

—

MNnoTe3a NnoarBep>XXaeHa?

na ———

BbiBOA 3aKkntoveHUs:

OwarHos
MporHo3s
HeT PekomMeHOaummn

{

PucyHok 1— AnroputMm andpepeHumarbHOM ANarHOCTUKU Ha OCHOBe
aHanusa 6a3bl 3HaHUMN.
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NpOBepPSAIOT NMpaBuia MeETOAOM nepebopa, B nep-
Byl0O ouepeib C MUHMMAaNbHbLIM KOJIMYECTBOM
MPW3HAKOB B NE€BOI 4acTW, MOCKO/bKY AMArHO3
MOXeT BbITb YCTaHOB/IEH NPU Hannunmn 2-3 npu-
3HAKOB, KOTOPble MOTYT 6bITb U3BECTHbI. AHaNN3
6a3bl MpaBuA npejnonaraeT BBOJ KIVHUKO-Na-
60paTOPHbIX JaHHbLIX MO pe3ynbTaTaM NpoBeseH-
HbIX MaLMeHTy WUCCnefoBaHWiA, a Npu Ux OTCyTC-
TBUWN CUCTEMA J@aeT peKoMeHZauMm no nux npose-
LEHUI0 AN1F YyTOUHEHUS auarHo3a. Ecam runoTesa
noaTBepXzeHa, bopMupyeTcs 3akodeHne. Ecim
nocie nepebopa BCeX MpPaBWU TUMNOTE3a He MOA-
TBEPXAAETCS — MpPOBepsieTcs Apyras rvnoTesa.
TakvM 06pa3oMm, LUK/ MPoBepKM rMnoTes noBTo-
psieTcs. B pesynbTaTe popmMupyeTca cBojgHoe 3a-
KMOYeHne, KoTopoe Hapsay C AMarHo30M MOXeT
cozep>aTb peKkoMeHzaLmM Mo NeveHunto n npodu-
NaKTMKe OCNOXHEHWIA.

NMPOrPAMMHASA PEAJTUSALUA
M BANUOALIUA CUCTEMDI

[na nporpammHon peannsauun CMNMBP paspa-
60TaHO Beb6-NMpUIOXKeHMe, KOTopoe MnpeAcTasseT
coboli MHTepakTMBHYK MporpamMmy, MO3BONSAIO-
Wyt nposectn AnddepeHumanbHyt0 AnarHocC-
TUKY B pexvMe AUCTaHLUMOHHOIO AOCTYyNa, B TOM
yuncae C UCNosib3oBaHMEM MOBWbHBLIX YCTPOICTB.
B ocHOBY TexHOMOrMmM NPOEKTUPOBaHWA NPOrpam-
MHOro obecrneyeHVs MOJIOXEHa apXUTeKTypa pe-
NAUNOHHON MOJAEeNn AaHHbIX C NCMONb30BaHMEM
KpoccnnatGopMeHHOro pelleHUss Ha 6ase cTeka

OpurnHanbHble UccnenoBaHuUs

Laravel-VueJS-mySQL B COOTBETCTBUMN CO CXEMOIA:
MoZenb — MpejcTaBieHne — KOHTpossiep. Beb-
MPpUAOXeHWe, BKIKYAa anroputMmyeckoe 1 npu-
KnajHoe nporpammMHoe obecrneyeHue, paspabo-
TaHo aBTopamu [16]. Ha pucyHke 2 npejctasieHa
3KkpaHHasa ¢opma CrMBP B npoLecce AMarHOCTUKN
Ha 3Tane NPOBEpPKV r1MnoTesbl 0 HaJINYnUK y nauu-
eHTa CM.

Bannagauna CMMBP nposojmnack € UCNOAb30-
BaHMeM 6a3bl gaHHbIX «Lndposoi deHoTmn» [17],
KOTOpas cofepXuUT popmasin30BaHHOE OnmcaHue
HECKOJIbKMX COTeH (eHOTUMUYEeCKMX MPU3HAKOB
nauneHtos ¢ CM n C3/], BkIOYas OLIEHKY CTeneHu
VX BbIPaXXeHHOCTU C UCMO/Mb30BaHMEM MOPAAKO-
BbIX V1 KOMIMYECTBEHHBbIX LWKan (puc. 3).

KoHTponbHas Belbopka cogepxana gaHHble 152
NCTopuin 6onesHen MauMeHToB AEeTCKOro Bo3pac-
Ta ¢ CM n C3/. MNMposegeHHaa BannaLns B LLe/OM
rnokasasjia XxopoLlve 3HayeHWs: rnokasatenm 4yBscC-
TBUTENBbHOCTU AN AnarHocTrky CM BapbupyroT B
AvnanasoHe oT 75 fo 85%. Mo cneumdunyHocTH cmc-
Tema 61m3ka Kk 100% ans BCex ANarHO30B, y4acTBoO-
BaBLUVX B aHanuse (puc. 4).

3AKJ/TIOMEHUE

Mpwn paspaboTtke CMMBP aas AnarHOCTUKA
HHCT Hamu 6bin BbIbpaH MyTb 3KCMEPTHOW cucTe-
Mbl, MOCKO/bKY CYLLIECTBYIOT MeXAyHapoaHble Kpu-
Tepuun AN ANArHOCTUKWL JaHHbIX 3aboneBaHnii [14,
15], KOTOpble 6bIIN MONOXEHbI B OCHOBY MPOAYK-
LIMOHHbIX MPaBW NP NOCTPOEHUM 6a3bl 3HAHWIA.

CricTema noasepxKn NPUHATISA
BpauebHbIX peLleHui
CeMeiiHbIA aHaMHe3
Hanuyue podcmeeHHuUKo8 ¢ cuHOpomom Map@aHa

“ Het HeT AaHHbIX
(i)

JkTonuA XpycTaavka
3akntodeHue opmanemonoza

MyTauwvs B reHe FBN1
MOﬂeKy/IﬂpHO-ZeHemUHeCKUE uccnedosaHus

[Ja Hert HeT faHHbIX

cnHApoM MapdaHa oTcyTcTByeT

bann BoBneyeHHoctn: O

YMeHbLUeHHOe COOTHOLLIEHVIE BEPXHErO/HIXKHEro cermeHTa (MeHbLue 0,85)
] YBennueHHoe CoOTHOLLEeHVEe pa3maxa pyk k pocTy (6onee 1,05)

Jlebopmauns rpyaHON kneTkm  ?
[J) KunesuaHas
() BopoHkoo6pazHast
[CJ  npoTpy3usi BEPTAYXHON BNajUHbI

JlebopmMayns N0O3BOHOYHMKA

[a Het HeT gaHHbIX
~ Acimm eTpus
AwvnaTtaumna aopTbl (Z>3)
Y3-uccnedosaHus Ma2uCmMpPanbHslx cocydoe
C
la Het HeT AaHHbIX st HONTLE

O FpyAoOnosacHUYHON KN

[C]) ymeHblieHve pa3rubaH

~” KOXHble cTpuK He CBsi3aHHbIe C U3MEHEHVEM Beca 1 UMetoLLe
HeobbIYHY0 IoKanu3aLmo

noopobHee

Cund Vapd He d
P PP n Py A

Ha ocHoBaHun BBeAEHHbIX Bamun AAHHbIX peKkoMeHayeTcs:

- cAenatb NOIHOreHOMHOe MOJIeKYIAPHO-reHeTn4Yeckoe

ncciefoBaHve y nayneHTa

(4Nns NoATBEPXAEHVSt Hannunsa cHgpoma MapdaHa)

PUcyHOK 2 — CKPUHLLOT NoNb30BaTelIbCKOro MHTepdenca B npouecce ANArHOCTUKMU.
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LNDOPOBOW GEHOTUNM

PucyHok 3 — Banupgauusa cucteMbl HaA MaccuBe NauueHTOB 6a3bl JaHHbIX
«LndppoBon peHOTUNN®.

YyBCTBUTENBHOCTb U CMEUNPUYHOCTb ANArHOCTUKU Pa3INYHbIX CUHAPOMOB (3HadyeHue 1 95% )
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PUCYHOK 4 — Pe3ynbTaTbl NpoBeAeHUs KIIMHMYEeCKOM Banngauum CUCTEMbI.

AW — poBepuTenbHbi UHTepBan; MFS — CuHgpomM MapdaHa; cEDS — Knaccuueckum
TMn C3[; clEDS — Knaccukonogo6Hbi Tun C34; vEDS — CocyaucTbi Tun C3;
hEDS — M'MnepmMo6unbHbi TN C3[; aEDS — ApTtpoxanasua C3[; kKEDS — Kudocko-
nuotuveckum Tmn C3[; spEDS — CnoHaunogucnnacTtuyeckum tmn C314.

BaXHbIM apryMeHTOM B Mo/b3y Bbi6opa NpoayKLu-
OHHbIX NPaBWA ABASETCH HArNAAHOCTb apryMeHTa-
LMK MO NPUHSATOMY CUCTEMOIA peLLeHUnto: chucTemMa
BblZAeT HarNsAHbIV NepeyeHb NPU3HaKoB, akTUBU-
poBaBLUVX CpaboTaBLLee MPOoAYyKLMOHHOE NPaBmio
— CMMMTOMbI Y GeHOTUMUYECKME XapPaKTEPUCTUKM
nauueHTa, NO3BOMBLLME CUCTEME CAENaTb 3aK/Ho-
YeHKre 0 HaNNYMM JaHHOTO CUHAPOMa. C MOMOLLBHO

3KCMepTOB MyN MPU3HAKOB Obl CyLLLEeCTBEHHO CO-
KpalleH: 6611 M3BMeYeHbl 3HaUYMMble AMarHoCTU-
yeckune Npr3Haky, a Takke BblABNEeHbl CUHOHVMBI.
B pesynbTaTte 6bl1a chopmmpoBaHa 6asa 3HaHWIA,
cogepxawasa 174 3HaAUMMBLIX [AMATHOCTUYECKUX
npusHakoa, 113 MpoAyKUMOHHLIX npaswua, 75 no-
ACHeHWUM, a Takke 133 n306paxeHns CUMNTOMOB
3abonieBaHuU.

69



HBPAY

M UHOOPMALIMOHHbIE
M rexHonorum

B cTtaTbe nmokasaHbl Bce 3Tanbl pa3paboTku Cll-
MBP oOT n3BneyeHUs 3HaHWIA A0 Banuaauun CUc-
TeMbl, MpPeA/ioXeHbl 3BPUCTUYECKME anropUTMbI
NPoOBePKN AMArHOCTUYECKMX TUMOTe3 Ha OCHOBe
aHanuza 6a3bl 3HaHWIA. PaspaboTtaHo Beb-npuno-
XeHwne, No3BosatoLLee NposecTn gnddepeHumans-
Hyt guarHoctuky CM v C3/[, Bkaroyasa 13 TMnoBs
JAaHHOro CMHAPOMa, MpoBejeHa BaAnAaums cuc-
TeMbl Ha MaccmBe 152 mauneHToB 6a3bl AAHHbIX
«LUndposoinn deHoTun». MpumeHeHne CMMNBP B
npotecce AMArHOCTUKX ANCMNA3UN COEANHUTEb-
HO TKaHW Mo3BOJISET:

OpurmnHanbHble UccnenoBaHUs

*  MOBbICUTb 3HaHWA Bpaya-neanaTpa, Koraa npes-

naraemble rmnoTesbl 060CHOBaHbI 1 0O bACHEHbI.

B panbHenwem npeagnonaraeTcs pacVpUTb
6a3y 3HaHWIA, BKAOUMB CUHAPOMBI Jlolca-AnTua,
Bunca n Ctuknepa. B otanume oT 60/bLUMHCTBA
pa3paboTok B 061aCTV AMArHOCTUKN PeaKuX 3a-
6oneBaHWl, npeanaratoLLmMx MOAb30BaTeNt0 paH-
XNPOBAHHBIA CMUCOK AMArHOCTUYECKUX TUMOoTes,
CIMMNBP ana anarHoctukn HHCT BblgaeT 3akaroue-
HVEe O HaNN4YMM y NaumeHTa yCTaHaBIMBAaeMOro no
KAMHWYECKUM MPOsiBNeHNsSM 3aboneBaHus. besy-
C/IOBHO, OKOHYaTeNbHas AMarHOCTMKa 60bLUMHC-

+  chopmMmpoBaTb AMArHOCTUYECKME TUNOTE3bl Ha
OCHOBAHWW MONYyYEHHbIX AaHHbIX;

*  MONYyYUTb peKoMeHZauun Nno NpoBeAEHNI A0-
NOMIHNUTENBHOTO 06C/eA0BaHVA MauveHTa Ans
NOATBEPXAEHWNS NN OTKIOHEHWNS TUMOTE3;

*  MONYyYnUTb 3ak/o4YeHne Mo pesynbTaTaM Aua-
FHOCTVKM N peKOMeHAALMM Mo BeAeHWo nauu-

eHTa,

TBa TMNoB C3/ TpebyeT reHeTM4eckoro mccneno-
BaHWSA, O4HAKO CMCTeMa CnocobHa MpesocTaBUTb
[OMNONHNTENbHOE 060CHOBaHMe A5 NpPOoBeAeHNs
JoporocTosLlero aHannsa. bonee Toro, B HeKoTO-
PbIX CAyYanx 3ak/oveHne CUCTeMbl MOXET yaelle-
BUTb MOJIEKYISPHO-TEHETYECKOe NCCNej0BaHmne 1
MOBbICUTL €ro pesynbTaTUBHOCTL 61arofaps cyxe-
HUIO AnanasoHa ANarHOCTUYEeCKOro novcka.
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