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JIN3OCOMHbIE BOJTE3SHW HAROTTJTEHWA

JInsocomHblie 60ne3HM HaKkonaeHUA — rpynna opdaHHbIX
3a60/1eBaHUN, BKAOYAKOLWAA MYKONOAMNCXapna03bl, MYKOAUNNAO03bI,
raHrMo3nao3bl, COUHIONNNNA03bI, NenkogncTtpodmm n bonesHu
HAaKOMNJIEHUA IMTUMKOMNPOTENHOB




OCOBEHHOCTN ANATHOCTHRW

Pepkas MHOXXecTBO deHoTMNMUeckut  HeuveTKoCTb
BCTPEeYaeMOCTb NMPUN3HaKOB HOHMMODCIDMBM npoA BNI€HUM
ot 1:10 000 po BapMaTUBHOCTb CX0ACTBO * BO3pacT MaHudecTauum
1:300 000 KNANHUYECKUX KANHUYECKNX * 3THUYECKaA
nposAsieHni nposAB/eHnM NPUHAANEXHOCTb

* HaKonurtenbHbiU 3P PeKT




TARTURKA BEAERWA NMTALUMNERTA

Manudecraumsa POBEACHUE lMoaTBepXxXaeHue
Hacnep,CTBEH:OI'O A200onaTopHoIg AWarHosa
uccneaoBaHuA
3aboneBaHuA
O6paweHue KoHcynbTrauus
K Bpauy- Bpaya- JleueHue
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OWWMBRKK PACTTO3HABAHUA
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1988 2017
peaKux 3aboneBaHui cpeaun OnpoLUEHHbIX cpeaHee Bpems Bpems NOCTaHOBKMU
Ha pa3HbIX CTaAUAX nauueHToB B benbrmm  NpaBU/IbHO NOCTAHOBKMU AWNarHosa
ANArHOCTUPYIOTCA B nepsoHa4YaibHO bbin AWNarHosa HEe N3MEHUIOCb MeXAyY
PoccumcKom nocras/ieH B CLLUA n 1988 n 2017 ropgamu B

depepauunn HeBEepPHbIA AUArHo3 BennkobpurtaHmum HupepnaHpax




KRPUTEPUWN NMPUMEHERWA CUCTEMDbI

0-18 rer ,ﬁ\ ,ﬁ\ @O’é\x

[eTtn B BO3pacrte ¢ O6oux nonos Hannuue xapakrepHbIxX HanpaBneHHble Ha
poXaeHuAa Ao deHOoTUNUNYECKUX KOHCYNbTaLUIO
BOCeMHaauaTtu net nposaBAEeHUMN Bpaya-reHeTuKy




CNCTEMA «'eHdn3C»

PeakocTb opdaHHbIX 60N1€3HEN He NO3BONAET NCMNOb30BaTb
CTAaTUCTUYECKME METOAbl B CO3AaHUN ANATHOCTUYECKMX CUCTEM
KOMMNbIOTEPHOW NOAAEPHKKN BpavyebHbIX peLueHnm

Moaxoa K coO3AaHUIO CUCTEMDI NOAAEPHKKNU NPUHATUA
peweHnn Ha OCHOBE 3KCNEPTHbIX 3HaHUM




HAMNO/THEHWE BA3bl 3HAHUW CUCTEMDb

YEARS

MIM

Human Genetics Knowledge
for the World

G AR Genetic and Rare Diseases
Information Center

MopganbHOCTb
AMarHoCTUYecKkan Ba*KHOCTb NPU3HaKa
(c yueTom BO3pacTHOro nepmoaa)

MaHudecraumsa

9KCMNepTHaAa oUueHKa yBepeHHOCTU
B p,e6+0Te NMPN3HAKA B KOHKPETHOM
BO3pPaCTHOM nepuoge

BbipaXXeHHOCTb

3KCMNepTHas OLEHKA BEINYNHDbI
NPOosBAEHMA NPU3HAKa B
KOHKPETHOM BO3PacTHOM nepuoae




OOPMA/TM30OBAHHOE MPEACTABAEHWME « 3TA/TOHAY
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OHTOJIOINW

|JACPaaS
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OHTOJIOITVHECKROE MNMPEACTABJ/TEHWVE 2TAJTOHA

3ABOJIEBAHMUE 3abonesaHue B
BO3pPaCTHOM nepuoae kK

[loarpynna NpusHak 1
[pynna NMpu3HakK i MoaanbHOCTb
Jlu3ocomHble 6ose3HU MaHu ¢ ecTauuA
HOKOTrll/1eHUA
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Knacc P
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6onesHu 3HaYeHue




OHTOJIOTNMHECKOE NMPEACTABJEHNE NMALUMEHTA
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AJITOPUTM CPABHEHWA
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TECTUPOBARWE CUCTEMBbI «'erdnaCx»

R B
Konnuectso cnyuyaes 35 75 110
Bo3spacr (cpeaHui) 4,95 6,29 5,87
Non (M)-n/% 22 / 62,86% 55/73,33% 77 [/ 70,00%
Kon-so MNC 27 64 91
Kon-so MJIM 3 7 10
Kon-Bo I3 5 4 9




PE3YJIBTATBI TECTMPOBAHUA «'eHAn2IC»

@ 35 cnyyaes U3 anTepaTypHbIX UCTOYHMKOB (MepBas BbIGOPKa)
* ToyHocTb —91,42% (32 cnyuas ns 35)

75 cnyyaes 13 cneunanm3npoBaHHOM KANMHUKK (BTOpaa BbIOOPKA)
* ToyHoctb — 86,66% (65 chyyaes 13 75)

ToyHoCTb Ha ABYyX BblbopKax — 88,18% (97 chyuaes 13 110)

Mpu Bblgave cuctemon 10 rmnotes — TouyHocTb 98,18%




SARJTIOHERNE

Cuctema leHn3C obecneynBaetT popmmpoBaHmMe
PAHXMPOBAHHOIO NEepPeYHA rmnoTes c 06 bACHEHMEM PONU
NPU3HAKOB, OTMEeYeHHbIX Y NaLlneHTa.

Cuctema No3BOIUT YMEHbLLUUTb OLUMOKM ANATHOCTUKN N byaeT
COAENCTBOBATb PAHHEMY BblABNEHUIO 3ab0neBaHUM Ha
nonabopatopHom 3Tane obcnegoBaHuUA.




CNACMB0 3A BHUMAHMUE!

nblagosklonov@frccsc.ru



