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Xydgopn, HugepnaHabl

XaHHc Nloxmionnep (Mepmanus/ KaHaga), k. AHgoHn YpTtnsbepea (PpaHums), 3oxap
Apros (M3paenb) 1 Nunyo HuwmnHo (AnoHns).

Y4yacTHukK: 26 yyacTtHukoB cumnosmyma m3 10 ctpaH mupa 6binn npeacraBneHbl
aKcnepTamMmmn B MOSEKYNAPHOM BMOMNOrMn MU KIMHUYECKUX HayKax, TaK e NpuHumanu
yvyacTtue 4 npencrasutensa opraHnsaumin naumeHTos.

YyacTHUKM cumnosnyma Gbinv npeacTaBneHbl MynbTUANCUUAMHAPHBIMW FpynnamMu,
BKIIOYAOLWUMN  JECATEPbIX 3KCNEepTOB (yHAAMEHTamnbHbIX HayK, MPaKTUKYHLLMX
MeOMKOB M YeTblpex npeacTaBuTenen nauneHTCKUx opraHmsaumm

GNE wmuonatua saBnsietca pegkum 3aboneBaHMeM, KOTopoe BedeT K noTepe
MbILLEYHON Maccbl, M BbidBaHa MyTauuen B GNE reHe, KOTOpbI COAEPXKUT
nHdpopmauuto o GNE Benke, knoyesasa posib KOTOPOro COCTOUT B CUHTE3Ee CUanioBON
kncnotbel. [Jeunumt aTtoro QepmMeHTa B MbIWEYHbIX KeTkax npuMBoauT K
nporpeccupytowen HeTpyaocrnoCobHOCTN, HaYMHAKLWENCH, MNPEUMYLLECTBEHHO C
IOHOLLEecKoro Bo3pacTta. Bnepsble aTo 3aboneBaHue 6bINIO onucaHo B M3paune u B
AnoHnn noa pasHbIMM UMEHaMW - HacrneacTBEHHAs MMONATUSA C BKITHOYEHUAMU 2-T0
TMna, MmuonaTtusa HoHaka, XOTsl 3To 3aboneBaHne pacnpoCTpaHeHO BO BCEM MUpE.

Ha p[gaHHbIi MOMEHT He cylecTByeT O[0OpeHHOro neyYeHus Wnu LOCTYMHOro
npenapaTa, KOTopbii Obl Bbiieynn 3aboneBaHve wunu 3amennun Obl TeyeHue
GonesHn. HepaBHO 3aBeplleHHOE KAMHUYECKOE WUCMblTaHWe, NpoBedEeHHOoe
komnaHuen Ultragenyx Pharmaceutical, He nokasano goctatodHon aheKTUBHOCTHU
npenapara, cogepXallero cManoBy KACNOTY MeANEeHHOro BbICBOOOXAEHMS.

[ns Haunyywero NOHMMaHWa anuaemMumonoruu, peHoTnna (KNUHMYECKOM KapTuHbl) K
reHeTukn GNE muonatmm Y4YacTHMKM CUMNO3MyMa pPacCMOTPENM M3BECTHYH Ha
CErOOHSALHNA MOMEHT MEOULIMHCKYO U Hay4YHY0 MHGopMaumio. bbinv cornacoBaHbl
CTaHZapTbl NO opraHuMsauuMm megumumHckon nomowm naumeHtam ¢ GNE muonaren,
obcyXaeHbl CUnbHble U criabble CTOPOHbI MbILLMHOW MOLENN MUONaTuK, a Takke Obina
nonbiTka yrnyouTb MNOHUMaHME OUMOXMMMYECKUX NOCNEeACTBUA TEHETUYECKOro
Aedekta Ha MbllWeYHble KNeTKW, BeAyLuX K MOBPEXOEHMIO MbIWL U MbILLEYHOWN
cnaboctn. Takke y4acTHUKM 06Cyanniv BO3MOXHOCTb arbTePHATMBHbIX NMyTEN NOUCKa
nevyeHus aToro 3aboneBaHWA — TaKUX, KakK FeHeTu4yeckas Tepanusa unn neveHue
CTBOJOBbIMM KITETKaMW.

Y4YacTHUKM HaMmepeHbl NpegoCTaBUTb OTYET, JOCTYMNHbIN 1151 NOHMMaHUS nauyueHTam,
HayaTb COOp CTaHOapPTHbIX BOMPOCOB O KIIMHUYECKOW KapTUHE B OOLLENnPUHATOM
dopmaTe, KOTOpble MSAryT B OCHOBY AdalfibHEMWWX WCCNnegoBaHWin U COCTaBsAT
HaOEXHbIN UCTOYHMK MHAOPMALMK. YYaCcTHUKM Bbipasunn HamepeHue pabotatb B
TECHOM COTpyAHu4ecTBe Mexay cbom B HanpaBneHun noucka neveHna GNE



MuonaTun, opraHn3anmm goctyna Kk buonorndeckum obpasuam 1 gaHHbIM. YYaCTHUKK
pewunnu caenaTtb reHeTuyeckyo MHgopmaumo o pegkux BapumaHtax B GNE reHe
AOCTYNHOW ANA  OUMarHOCTMKM M NpennoXxunv  cTaHgapTbl MO opraHu3aumm
MeauuuHckon nomowm naymeHtam ¢ GNE mmonaTtumen.

YYacTHUKM MNOABLITOXMIKM, 4YTO HeobxoAuMMbl AdanbHellime [OKIMHUYeckne u
KNMMHUYEeCKMe NCCrnefoBaHUs NSl CO34aHNsi COOTBETCTBYHOLLEN Modeny 3aboneBaHus
y nabopaTopHbIX >KMBOTHbIX, HEOGXOOUMO WAEHTUULMPOBATL  MOMEKYIbl
(6buomapkephbl) B KpOBM M MbILILLAX NALMEHTOB, KOTOPbIE MO3BONST MOHUTOPMPOBATL
TeyeHne 3aboneBaHMsi U OTBETHYIO peakuMio opraHvMama Ha JeyeHue, a Takke
onpeaennuTb KNMHUYECKNE XapaKTePUCTUKN, OLLEHOYHbIE KpUTEPUM U An3aliH OyayLmnx
KMUHUYECKUX UCTbITaHUI. Mioen n OelcTBUS NO OOCTWKEHUIO KaXOoW U3 3TUX TeMm
6bInv onpeaeneHbl Ans 6yayLWmnx HayYHbIX NMPOEKTOB.

PHOTO

pynnoBaga potorpadus y4acTHnkoB 237 ceMnHapa
YyacTHuKN:

HokTtop A. AproB (U3paunb), poktop A. benHuH (PpaHums), poktop H. Kappuio
(CLLA), poktop M. [asugosuy (M3paunsb), poktop T. EBaHrenucra
(Benukobputanus), r-xa M. Xek (HuaoepnaHabl), poktop k. Xoprens (®paHums),
npodpeccop P. XopctkopT (F'epmanus), goktop M. Xyaudr (CLUA), goktop C. Kpayse
(Cepmanus), poktop 3 Jlanadeneat (Weeuus), goktop M. Jlek (CLUA), npodeccop
X. NNoxmionnep (Benukobputanus), goktop X. Mancbax (CLUA), poktop C. MutpaHu-
Posenbaym (M3paunb), poktop M. Mopu-Mowmmypa (Anonus), npodeccop T.
Mosadbdpap (CLUA), poktop WN. HuwmHo (AnoHwns), r-xa M. NaTtenb (BenkobputaHums),
poktop O. lNoropenosa (Benukobputanus), goktop A. Pyc (Fepmanung), poktop W.
TypHeB (Bonrapus), npodeccopa b. Yoa (PvHnangusa), poktop A. YpTusbepea
(PpaHums), r-ku Nane Yanw (CWA), goktop A. Bunnem (Hugepnangbt).



