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30pasooxpanenus Pecnyonruku benapycw, 2. Munck

ABTOPCKHM KOJIJIEKTUBOM pa3paboTaHa KOMIBIOTEpHAs MporpamMma, npeaHa3HadYeHHAs]
JUI TUAarHOCTUKW HACJEACTBEHHBIX CHHJIIPOMOB, CKEJETHBIX U OKTOJECPMAbHBIX
aucruiasuii. [IporpamMa HamnucaHna B cHCTEME BH3yalbHOTO nporpammupoBanus Delphi
7.0 ¢ opurnHaibHOW uHTepnperanuei anroputMma baiteca u Bkimrouaer 2800
TIIATEJILHO ONMUCAHHBIX HO30JIOTHYECKUX (opM (I1a0JIOHOB) yKa3aHHOMW marojioruu. B
IporpaMMme TaKKe HMEIOTCS WUIIOCTpUpOoBaHHas OuOIuMoTeKa (EHOTHIHUYECKUX
anomaymii (1600 cumnTomMoB) u OubAKOTEKA oTorpaduii MAIMEHTOB C PA3THYHBIMU
curgpomamu (1500 skpaHoB).

KimroueBpie croBa: BpOXKACHHBIH TMOPOK pa3BUTHSA, CHUHAPOM, KOMIIbIOTEpHas
JAMArHOCTHKA.

H.G.llyina, S.V.Kolosov

Computer diagnosis of mca/mr syndromes.

A new computer diagnostic program was created by authors. It intends for help in
diagnosing of hereditary syndromes, skeletal and ectodermal dysplasias. This program
was written on Delphi 7.0 with original interpretation of Byes algorithm. Program
includes more then 2500 carefully described nosologic forms of syndromes. Library of
phenotypic anomalies and library of patients photographs are also included.
Key words: congenital malformation, syndrome, computer diagnosis.

Ha nanHom »Tame pa3BUTHS MEAULMHBI BPOXIACHHBIE MOPOKU Pa3BUTHS MPHOOpENH
00JbIIOE MEAUIMHCKOE M COLMalbHOE 3HaueHHe. Bblcokas YacToTa BpOKIEHHBIX
nopokoB pazsutue (2,5-4,2% poxaeHuii)) 1 U3MCHEHHE CTPYKTYPhI 3a00J€BAEMOCTH
BBIBEJIM 3Ty MATOJOTMIO HAa OJHO W3 MEPBbIX MECT CPEeIUd NPUYUH HHBAIHUIHOCTH
HaceneHus [2]. OOmECTBO pacxoayeT 3HAYMTEIbHBIC CPEICTBA HA JICYCHUE W
coJlepKaHUe WHBAJIMJOB B CEMbSIX W CHEUUAIU3MPOBaHHBIX HMHTEepHaTax. OcTpora
npo0seM, CBSI3aHHBIX C POXKIECHUEM JEeTell ¢ BPOXKIECHHBIMH IMOPOKAMHU pa3BUTHS,
HACTOSITEIbHO TpeOyeT COBEPILICHCTBOBAaHUS MNPOQUIAKTUKU OSTOH MaTOJOrUH,
3 PEKTUBHOCT, KOTOPOW 3HAUYUTENIBHO TMOBBIIIAETCA MPU OOECICUCHUH HACEICHUs
MEIUKO-TEHETUYECKOW  TMOMOIIBI0 CO  CBOEBPEMEHHOM  KBaJu(UUUPOBAHHOU
JUAarHOCTUKON U BO3MOKHOCTBIO IIPEHATAIBLHOIO BhIsiBiIeHUs BIIP.

B pabore reHeTuka HamOoJsiee CIOXKHOM SBJISETCS JUMArHOCTUKA CHHJIPOMOB
MHO>KECTBEHHBIX BPOKJIEHHBIX MOPOKOB pa3BUTHS B CBSI3U C OOJBIIMM YHUCIOM
HO30JIOTMUECKUX (OpM U  OTCYTCTBHEM J1TaOOpaTOpHON  BepuuUKauuu  AJis
OonpmIMHCTBA U3 HUX. [10CKOJIbKY B OOJNBIIMHCTBE TAKUX CIYy4aeB JUArHO3 SIBISETCS
ATUOJIOTUYECKUM U HEOOXOIUM IS BIOOpA MPABMIIBHON TaKTUKH JJIsl MPOPUIAKTUKHI
MOBTOpPEHHUsA, pa3pab0TKa HOBBIX METOJOB JHMAarHOCTHUKH, B YACTHOCTH CO3/IaHHE
KOMITBIOTEPHBIX AUArHOCTUYECKUX MPOrpamMM, SIBISIETCSI OCHOBOW COBEPLICHCTBOBAHUS
NpO(PHUIAKTUKA WHBAJIUJHOCTH M CHI)KEHHUS YacTOThl CHHIPOMOB B monyisiuuu. B
CBA3M C OOJBIION CIOXKHOCTBIO co3AaHusi 3(PQPEKTUBHBIX MpPOrpamMM, B MHUPOBOM
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MPAKTUKE HCMOIB3YIOTCS JIMIIb HECKOJBKO BEPCHM, Majlo JOCTYNHBIX HalleH
MEJIMIIMHE M3-32 BBICOKOW CTOMMOCTH M sI3bIKOBOTO Oapbepa [3-8]. [Ipuemiembix mis
MOJIb30BaHUSI ~ OTEUECTBEHHBIX MpOrpaMM B  OOJACTH  CUHAPOMOJIOTHMH  HE
cymectBoBajgo. Haunbonee HM3BECTHON pPYCCKOS3BIUHON KOMIBIOTEPHOM HpPOrpaMMoi
apisieTcs pazpaborka HUU nequatpun B MockBe, 0JHAKO 3Ta OHA MpeHa3HAYeHA JJIs
JUArHOCTUKH, B OCHOBHOM, HACJIEJICTBEHHBIX OoJie3HEl M Oosiee NpUrogHa IS
neAMaTPUUECKOM CITyKObI [1].

Hcxons U3 M3J0)KEHHOrO0 HamMHu Oblila MOCTaBlI€HA IEJIb CO3JaTh KOMIIbIO-TEPHYIO
JUArHOCTUYECKYI0 MporpamMmy, TMPUTOJHYIO JUIsl HCIOJB30BAHMS B  MEIUKO-
reHeTHYeCKuX LeHTpax bemnapycu, 4ToObl TMOAHATH HAa COBPEMEHHBIH YpPOBEHb
JUArHOCTUKY U npodunakTuky cuaapomos MBIIP.

Marepuan u METOABI

Kak ucTouyHuk vMHpOpMalMMU O HACIEICTBEHHBIX CHHAPOMAX HMCIOJb30BAHBI JAaHHBIE
MUPOBOW JUTEpAaTypbl W psa  COOCTBEHHBbIX HaOmoaeHuid. Jlig mnepBUYHOM
perucrpanuu paspaboTaHa ydyeTHas KapToyka, BKJIIOYaBIIAs Ha3BaHHE CHUHAPOMA,
YKUCJIO NPOAHAJIU3UPOBAHHBIX CIy4aeB, ONUCaHUWE (PEHOTUIA C yKa3aHUEM YacTOThI
Ka)KJI0T0 IpU3HAKa B paMKaxX JaHHOTO CUHApoMa U Oubinorpaduyueckue TaHHbIE.

Jist  opopmiieHuss TpOrpaMmbl MCIOJb30BaHbl JAMAJIOrOBbIE NaHeNH, paboTa cC
porpaMMbl OCHOBaHa Ha cucteMe MeHr. llporpaMma HamucaHa Ha  SI3bIKe
BU3yalibHOrO mporpammupoanus Delphi 7.0 mns omepaumonnoit cucrembr MS
WINDOWS 95/NT/XP u MoxeT UCIoJIb30BaThCsl Ha KoMmmbioTepax tuma |IBM PC
XT/AT non ympaenennem WINDOWS Bepcun 3.1 u Bbrme.. [louck amarsosa
ocyuiecTBisieTcs: no (opmyne baiieca B OpUrMHajIbHOM aBTOPCKOM MHTEpHpPETALNH,
paboTarolell ¢ yueToM Bcex napameTpoB 11adjaoHa cuHapoMa. [IporpamMmma onieHuBaeT
3aJIaHHbI KOMIUIEKC BPOXJAEHHBIX MOPOKOB PAa3BUTHS KaK HEKJIAcCU(UIIMPOBAHHBIN,
€CJIM CPeAr UMEIOMIMXCS MAa0JIOHOB CHHIPOMOB HE HAlJIEHO HU OJHOI0, BEPOSITHOCTD
HaJIU4us KoToporo y npo6anzaa 6omisiie 10%.

Pe3ynbpTaThl 1 00Cy)XaeHNE

OcHoBoMoONararOMM  TEOPETHUECKUM  TOJIXOJA0M, MPEIJIOKEHHBIM HaMH IS
KOMITBIOTEPHOM  JTUAarHOCTUYECKUX MPOrpaMMbl SIBUJIOCH CO3JaHUE aJTrOpUTMa,
OLICHMBAIOLIET0 BEPOSITHOCTh HAIUYMS Y MpoOaHaa TOro WIM MHOTO U3 UMEIOIIHUXCS B
0a3e JaHHBIX 11a0JIOHOB HA OCHOBAHMM CPAaBHEHHsI C HUMHU HMMEIOIIErocsl y npobdaHaa
KOMILJIEKCA BPOXKJIEHHBIX TOPOKOB Pa3BUTHUS.

Jns onucanua QeHotuna mnpoOaHaa W HabOopa mabIOHOB co3laHa OuOIMOTEKa
(EHOTUNMYECKUX aHOMAJMil YeJoBEeKa, OpraHM30BaHHAs IO MPUHLUILY. “CHCTeMa-
opra”-nopok”. bubnmoreka mocTpoeHa MO OOIIENPUHATOMY TMOJIXONY K OCMOTPY
OO0JBHOrO ¢ HEKOTOPBIMU OCOOEHHOCTSIMU, CBSI3aHHBIMU CO CIIEHM(PUKON KIMHUYECKOU
reHeTHKu. B OMOIMOTeKy BKIIOYEHBI MOPOKU PA3IUYHBIX OPraHOB, MaJible aHOMAJIUU
pa3BuTus, Jabopatopubie jgaHHbie (1600 cHUMNITOMOB), TO3BOJSIONIUNE OIKCATH
O0JBHOTO C JIFOOBIM HACJEACTBEHHBIM CUHJIPOMOM.

Jlnst  paboThl TporpaMMbl co3aaHa OubinoTeka madiaoHoB cuHApoMoB (2800
HOo30orndeckux Gopm). Kaxapiii mabdioH pa3paboTaH MO eIUHON CXeMe U BKIIOYaeT
Ha3BaHUE CHUHAPOMA, TMOMYJSIUOHHYIO YacTOTy, YHCIO MPOAHAIU3UPOBAHHBIX
CJIy4aeB, MOJHBIN (PEHOTUITUYECKHUM CIIEKTP C YKAa3aHHEM YaCTOThI Ka)KJIOTO MpU3HAKa
B KaX/JIOM CUHApPOME, TUI HacjieaoBaHus u 1-5 6ubnuorpaduiueckux cChUIOK.

HoBbeIM 1OAXOIOM SBHIJIOCH BBEACHHUE DKCIIEPTHOM OLEHKU JUAarHOCTUYECKOUN

SHAYMMOCTH IIPU3HAKOB B PaMKaX KOHKPCTHOI'O CHHAPOMA. OTta OIICHKA IMpOBCJACHA I10
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100-0a/utbHOM 1IKaJie ¢ JeJIeHHeM Ha auarHoctuyecku 3Haunmmblie (85-100 Oasmios),
BcriomorarenbHbie (20-84 6anioB) M HE MMEIOIIME CYIIECTBEHHOTO 3HAYCHHS IS
JMArHOCTUKKM JaHHOTo cuHapoma npusHaku (1-19 GamnoB). OCHOBOW TakOH OIEHKH
ABWINCH OOILIENPHUHATOE TMPEACTaBICHUE O ' MHUHUMAJIbHOM JHArHOCTHYECKOM
KPUTEPUH' U YaCTOTa MPU3HAKOB B paMKaX KOHKPETHOTo cuHApoma. Takum obpa3om, B
KaXJIOM 11a0jioHe TMpHUBEACHA HE TOJIBKO 4YacTOTHAs, HO U '3HAYMMOCTHas"
XapaKTepUCTUKa CUMIITOMOB. DTU MapaMeTpbl, BKIIOYash U MOMYISIUOHHYIO YaCcTOTY,
YUHUTHIBAIOTCS B JAUMArHOCTUYECKOM AJITOPUTME IMPHU pacyeTe BEPOSITHOCTH TOTO WU
MHOTO CUHAPOMA Yy MAalUEHTA.

Jist ynoOcTBa MOJIb30BaHUS MPOTrPaMMOM Ha KaXkJIOM SKpaHE NMPUBEICHO OMHCAHHUE
HEOOXOMUMBIX g paboThl omepanuid. [Ipu moucka nuarHoza u3 OUOIMOTEKHU
(EHOTUNMYECKUX MPU3HAKOB BBIOMPAIOTCS HMMEIOUIMECS y MpoOaHa BPOXKIACHHBIN
aHOMAaJIUM, KOTOpble (QUKCUPYIOTCA B cHeuuasbHOil skpaHHoM ¢opme. [locre
BBITIOJIHEHUS YKa3aHHBIX B OKPAaHHOM 'MOJCKa3zke" omepaluil Ha KJIaBUATYype
KOMITBIOTEpA Ha SKPaH BBIIACTCS] HA3BaHUE CUHAPOMA/CHHAPOMOB C yKa3aHHEM YHMCIIa
COBMABIIMX M HE COBIABIIMX JUArHOCTUYECKUX M BCIIOMOTaTENbHbBIX MPU3HAKOB U IS
Ka)KJOTO CUHAPOMA yKa3bIBAETCS KOHKPETHAs BEPOSITHOCTh €r0 HAMYUs y OOJBHOTO.
Ecnu He HailIeHO HU OAHOTO CUHAPOMA, BEPOATHOCTH KoToporo Boiiie 10%, 3a1aHHbIi
KOMIJIEKC PAaCLEHUBAETCS KaK HEKJIaCCU(PUIMPOBAHHBIN.

B mporpamme Takke NpeaycMOTPEH MOUCK CHHIPOMOB, BKJIIOYAIOIIUX 33JaHHBIC
CUMITOMBI 0€3 MpOBEAEHUs Ipolecca AUArHOCTUKUA. B coOoTBeTCTBYIOIIEM paszaene
OMOJIMOTEeKN BBIOMPAIOTCS HEOOXOJWMBIE aHOMAJIWU M, IMOCJE TOWCKA, Ha SKpaH
BBIIAETCSl CIHUCOK CUHAPOMOB, B IIa0JIOHAX KOTOPBIX MMEETCS HCKOMBIA MpPHU3HAK
(mpu3Haku). DTOT BapHaHT TOWCKA TO3BOJSET YCTAHOBHTH, KaK 4YacTO U B KaKHUX
CHUHJPOMAaxX BCTPEUYACTCA TOT WIM WHOM MHTEPECYIOIIUM Bpaya CUMITOM. JlaHHBIN
paszien mporpaMMmbl MPEAYCMOTPEH U TMOTOMY, UTO B 0a3y I1abJIOHOB BKJIIOUYEHBI
HEKOTOpbIE HEOOBIUHbIE KOMIUIEKCHI IOPOKOB Pa3BUTHS, ONKUCAHHBIE TOJIBKO y OJHOTO
O0O0JBHOrO0, B KOTOPBIX HENb3sl OBUIO JaTh OLIEHKY JMAarHOCTUYECKOW 3HAYMMOCTH
MPU3HAKOB. DTU MIa0JOHBI HE BKJIIOYAIOTCS B MPOLIECC TUATHOCTUKU, HO MOTYT OBIThH
U3BJIEYEHBl TAKUM O0Opa30oM, UYTO MOKHO HCIIOJIb30BaTh JUIsl BBIIEJIEHUS HOBBIX
CUHAPOMOB NyTEM IOHMCKA CXOJHBIX KOMIUIEKCOB B 0a3ze mporpammbl. Odopmienue
MPOrpaMMbl MO3BOJISIET MCMOJIB30BATh €€ KaK y4eOHOe MOcoOue MO CUHAPOMOJIOTHH,
MOCKOJIbKY B HEW HMMEETCsl CIUCOK CHHJIPOMOB, PAaCIOJOXKEHHBbI B andaBUTHOM
MOPAJIKE, MO3BOJISIIOUIMN OBICTPO BBIOpATh JKETAEMBIM U TYT K€ O3HAKOMHUTBHCSA C €ro
KJIIMHUYECKUM OMUCAHUEM.

Hns  co3manust ~ OuOnmoreku  GOTOWUIIOCTpalMii  pa3paboTaH  aldropuTM,
ONTHUMH3UPYIOIIUN XpaHeHHe OoybIIoro oObemMa uHpopManuu (0OCOOCHHO st
BeTHBIX (poTorpadmuii). Ero 3p¢peKkTHBHOCTh NPEBBIMIACT CYIIECTBYIOIIUE MHUPOBBIC
ananoru B 8-10 pa3. bubnuoreka dorommmtoctpanus Bkiaroyaer okojo 2000 skpaHOB
(or 1 10 5 ¢ororpaduii MANMEHTOB ¢ TEMU WM MHBIMH CHHAPOMAaMH) U IMO3BOJISET
MIPOCMATPUBATHh N300paKEeHUs MALMEHTOB KaK BMECTE € I1a0JOHOM CUHAPOMA, TaK U B
oTaenbHOM  OubnmoTteke.  JlomonHeHwe — mporpaMMmbl  3TOM  OMOIMOTEKOM
YCOBEPIIEHCTBOBAJIO KAa4e€CTBO JUArHOCTUKH, T.K. MHOTHE CHHIPOMBI UMEIOT BEChbMa
cnenuUyHbIA  (EHOTUI, MO3BOJSAIOIIMNA “y3HaBaTh HMX [0 BHEUIHEMY BUY.
HcnpiTanue mnporpaMMmbl Ha ONYOJMKOBAHHBIX CIIy4yasiX pa3iMYHbIX CHHJIPOMOB
MOKa3aJio, YTO MPaBWIbHBIN AUArHo3 yctaHaBinuBaercs B 95% ciyyaes.
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Pe3toMupyst ckazaHHOE MOXHO OTMETHUTb, YTO B pa3pabOTaHHOH MporpaMMme BIEPBBIE
MPUMEHEH KOMIUIEKCHBIM MOJAXOM, BKIIOYAIOIMMNA PsAJ OPUTHHAJBHBIX IMOCTPOEHUHU. B
HEM COYETaIOTCS W NOMYJISLMOHHAs YacToTa, U SKCIEpTHas OLEHKa 3HAYUMOCTH
NPU3HAKOB, M YacTOTa KAXKIOr0 HMX HHUX B paMKax KaXJoro CHHIpOMa, H
IUArHOCTUYECKUE aJITrOPUTMBbI, MpeaycMaTpuBawimiue 2 NyTH MOMCKAa JUarHosa.
[Iporpamma npoOBOJUT OLIEHKY BEPOATHOCTU HAJIMYKS TOI'O MM CUHIApOMA y pobaHa,
aMb0  paclEeHHMBAeT  KOMIUIEKC  BPOXKJIECHHBIX  IOPOKOB  pa3BUTUSA  Kak
HEKJIacCU(UIIMPOBAHHBIN, HMMEET BEPCUU HA PYCCKOM M AHIVIMMCKOM SA3BIKaX.
Hcnonb3oBanue mnporpaMMbl BO BCEX MEAMKO-TEHETHYECKUMX LEeHTpax benapycu
MO3BOJISIET  YCOBEPILIEHCTBOBATh  JUArHOCTUKY  HACJIEACTBEHHBIX  CHHJIPOMOB,
CKEJIETHBIX W SKTOJAEPMANbHBIX AUCIUIA3UH W MPOPUIAKTUKY CBSI3aHHOM C HUMH
WHBAJIUIHOCTH.

BriBoanl

1. Pazpaborana KoMIbIOTEpHAs: TpOrpaMma AUArHOCTUKH, MO3BOJISIONIASA C TOMOIIbIO
yCTaHaBlIMBaTh JauarHo3 B 95% ciydaeB HacIEACTBEHHBIX CHHAPOMOB. ¥Y100HOE
BHEIIHEE O(opMIIEHHE MPOTrpaMMBbl MO3BOJISIET padbOTaTh C HEM Jaxe HE UMEIOILIEMY
CHELMAJILHOM  MTOATOTOBKM  ITONB30BaTelfo. Hamnuwme TroTOBOM  OMOIMOTEKHA
(EHOTUIMYECKUX TPU3HAKOB YCKOPSAET HAOOP JAaHHBIX MPU JUATHOCTUKE U UCKIIOYAET
BO3MOXHOCTb PA3HOUYTEHUSI TEPMUHOB.

2. JleranpHoe omMcaHMEe KaXJOro CHHApOMA C YyKa3aHHEM 4YacTOThl U
JUArHOCTUYECKON 3HAYMMOCTU TMPU3HAKOB JAeT MOAPOOHOE MpEACTaBICHUE O
cuhapome. baza mabioHOB CHHAPOMOB MOXET UCIOJIBb30BAThCS KaK yueOHOe nmocodue
MO0 CUHJIPOMOJIOTUH.

3. IIporpaMmmMa f1aeT BO3MOKHOCTh MOJYYUTh CIHUCOK BCEX CHUHAPOMOB, BKIIIOYAIOIIHE
3aJJaHHbBI HA0Op MOPOKOB pa3BUTHs (OT BCEeX 10 JIFOOOW WX KOMOWHAIIMHM) U MOXET
MPOBOJUT NOUCK HAanOOJIee BEPOSITHOIO IMAarHo3a C OLIEHKOM ero BeposATHOCTH B 0.

4. Pa3paboTtaHHas mporpaMma Mo CXaTuro (GOTOMJUIIOCTPALMI HE UMEET aHaJIOroB B
MUPOBOW MpaKTHKe, obecrieunBasl S3KOHOMHIO MaMsITH KoMIbloTepa Oojee, yueM B 10
pa3. Hamuuue B mporpamme Bepcuit ajis omnepamnuionHoit cucrembl MS DOS u
WINDOWS Ha pyccKOM ¢ aHTJUMHACKOM  SI3bIKAX CYHIECTBEHHO paCIIUPSET
BO3MOXHOCTH MCIOJIb30BAHUS MPOTPAMMBI B Pa3JIMYHbBIX YCIOBHSIX.

5. Mcnonb3oBaHue mporpaMMBbl JjIsl TUarHOCTUKUA HACJIEeACTBEHHbIX cUuHIpoMoB MBIIP
o0ecrneynBaeT COBEPIICHCTBOBAHME HX MPOPUIAKTUKM M CBA3aHHOM C HUMH
MHBAJIUIHOCTH.
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