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[TapooHTHUT - OJIHO U3 CAMBIX PACIIPOCTPAHEHHBIX 3a00/I€BaHUI, BCTPEYAIONIUXC B IIPAKTHU-
Ke JIIOOOr0 CTOMATOJIOra ¥ ImapojionTosiora. K HacrosmeMy BpeMeHn U3BECTHO 33 MOHOT€HHBIX
CUHJIPOMa, COIIPOBOKIAIONINXCS TAPOJIOHTUTOM. OTedecTBEHHAsT TAPOJOHTOIOTUS W MEIUIIH-
CKasl PeHETUKA MPAKTUIECKH MOJTHOCTHIO Pa300IIEeHbI CO 3HAUNTE/ILHBIMU YCIIEXaMU, JIOCTUTHY-
TBIMH B 00JIACTH M3yUeHUs STHOJOTUN OOJIBITIONO YHCJIa 3a00JeBaHuil 910l rpynnbl. HeTounsrit
JINarHo3 BJIeYeT 3a COOOW OMMUOKU TPU IPOBEJEHUN M€ IMKO-TEHETUIECKOTO KOHCYIBbTUPOBAHUS
B OTATOIIEHHBIX ceMbiAX. OJHUM U3 CroCcOOOB JIMKBUJIAIMKA STOTO Pa3pbIBa MOXKET OBITH pas3-
paboTKa U BHEJIpEHUE B IPAKTHUKY ITapPOJIOHTOJIOIOB aBTOMATU3UPOBAHHON MHMOPMAIIMOHHO-
JIMarHOCTUYIECKON mporpammbl. VcciieioBanme BBITOJTHEHO B PAMKaX HAydIHONH PabOTHI MO CO-
3naHnio cucteM noiepKKu npuaaTus pernerus B OO0 «skc/lxxen CaitbepHeTHKC

Lesb: coznanne npoToTHiia HHGOOPMAIMOHHO- THATHOCTUIECKO CUCTEMBI JIJIsi HACJIE/ICTBEH-
HBIX CHHJIPOMOB, COIIPOBOKJIAIOIINXCS TTAPOIOHTUTOM.

Marepuanbl m meroabl: /[y Hanosinenusi 6a3bl 3HAHUN CUCTEMbI MOJJICPKKU [TPUHS-
tust pemtennst (CIIIIP) ucnonb3oBanbl jrocryneie mybaunansie ucrounnku cern UHTEPHET.
g dopMupoBanus KaTasora CHHIPOMAJILHBIX (DOPM HUCIOIB30BAIN UHMOPMAIIUIO U3 KaTa-
sora Merenupytorux cocroganit OMIM, ORPHANET. Onucanne KIuHIIECKOH KapTHHBI 110
JINTepaTyPHBIM JJAHHBIM ITPOBOJINJIN HA OCHOBE JIOPAOOTAHHOMN U paciupennoit onrosorun HPO.
[Iporpamma ObL1a pean3oBaHa Ha OCHOBE ILIAT(MOPMBI /s pa3pabOTKU JUATHOCTUIECKIX MTPO-
rpamm xGen IDS u cepsuca xGenCloud.

B kadectBe ocHoBHOro aJjropurma JuddepeHuaIbHOl IUarHOCTUKN, PeaJu30BaHHOIO B
CIIIIP asropuTMa aBTOMaTU3MPOBAHHOTO MOWCKA JIMATHO3a, COCTABJIAET M3BECTHBIN B TEOPUN
HNPUHATUS PEIIeHI MeTOo T JIeTePMUHUPOBAHHON Ki1accuuKaliy ¢ JTHHEHO# permarorieil (hyHK-
uei.

PezynpraTer: Hamu pazpaborana nHdOpMAIMOHHO- IMATHOCTHYECKAs CUCTeMa HAC/IeICTBEH-
HBIX CHHPOMOB, COITPOBOKIAIONINXCS TAPOJOHTUTOM. B mporiecce cucremMaTusanu 3HAHUN 110
MOHOT€HHBIM 0OOJIE3HSIM B OCHOBY IOJIOYKEHBI CHHIPOMaJIbHBIE (DOPMBI, OIMCAHHBIE B MEXK IyHa~
poanbix karajgorax OMIM u ORPHANET. Basa sunanwnit BkodaeTr 33 HO30I0TTIeCKUX (POPM.
[To nanubiM JirTeparTypbl i 29 HO30JIOIMYecKuX (hOPM KapTUPOBAHBI T'€HbI U OIPee/IeHbI
[ATOTNE€HHBIC MYTaIluu, IPUBOJIAIINE K PA3BUTHIO HACCICTBEHHBIX CUHJIPOMOB, COIIPOBOKIAI0-
IIUXCS TPOsiBJIEHUsIME TTAPOAoHTHTA J[J151 OOJIBIIMHCTBA U3 MIPEJICTABIEHHBIX (POPM ITON T'PYIIIIHI
3abo0jIeBaHUil OMMMCAHO CHEIU(PUIECKOe COUEeTAHNE €TI0 ¢ OCOOEHHOCTAMU PAa3BUTHUA U (DYHKIIHO-
HUPOBaHUs JIPDYTUX OPIraHOB U CUCTEM.

Oyukrmonasn npororura CIIIIP obecneunBaer ciemyromue dyuknuu: 1) BBOJ JaHHBIX 006
obcsteryemoM (0 peHOTHUIIE, CeMETHOM aHAMHe3e, YCJIOBUSIM CPeJIbl IIPOYKUBAHUST M HETATUBHBIX
npodeccnoHalbHBIX dakTopax) B Buje dopMamn3oBaHHoil nHbopMmarmn; 2) dhopMupoBanue
PaHKUPOBAHHOIO TIepedHsi 3a00JIeBaHmil; 3) THaJIOrOBBIi peskuM st uddepeHImanbHoil au-
ArHOCTHKMU.

BeiBoabr: CosiaHHblil TPOTOTUIT aBTOMATU3UPYET JnuPepeHITHATBHYIO JUarHOCTUKY TIPU
MOHOTE€HHBIX CHHJIPOMAaX, COIIPOBOXKIAIOIINXCS TaPOJIOHTHTOM.



