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29" PefBpouapiou...yla omavia yEpa yla onavia atopa

H 29" deBpouapiou, n katd to Mpnyoplavd nUEPOAOYLO £ENKOCTA HEPA EVOC BIOEKTOU E£TOUG,
epdavidetal pla popd kdbe 1.461 pépeg, dnNAadn otmdvia, OTWCE oTtdvia Xapaktnpidetal kat pua
acBévela ou cuvavtatal og Alyotepouc amnod 1 acBevr avd 2.000 atopa. ‘Etol epymveotnke Kat n
KaBlEpwaon tng 29" depouvapiov we tng Maykodopiag Huépag Zmaviwy MNabnoewy, plag nuepag

TIou amo to 2009 Bupidel o GAOUC TTWCE OTIAVLIOG OeV TIPETEL VA onpaivel kat povoc.

Mepovwpévo kaBe omavio voonua (EZN) adopd €va TTOAU PIKPO TTOCOOTO TOU YeVIKOU TTAnBuopoU
TIou popel va ayyidet kat tov 1 acBevr) avd éva eKatoppUpLo dtopa. 2av cUVoAo opwc, ta 2N, tou
onuepa mepAauBavouv meplocotepa amo 6.000 yvwoteg voooug, emnpedlouv 10 ~4% (sUpog
ekTiunoswyv 3.5-5.9%) tou mMANBucpou (350.000 pe 590.000 otnv EAAASA). To peyaAutepo de
T0000To TwV 2N (70-75%) adopd maldid (Evapén CUPTITWHATWY ot Ttaldikn NAkia), ano ta omoia

eva 35% Oev Oa KatadEPEL va CUPTIANPWOEL TO TEUTITO £10¢ {WNC.

21n mAsloPnodia toug ta ZN dev avtpetwitidovial BepaAMEUTIKA KAl OTIC AlYEG TIEPLTTTWOELG TIOU
kamola Beparmeia sival dlabeaoiun, autr oTtoxeLEL TTIOAU CUYKEKPIUEVEG VOOOUC ) CUYKEKPLUEVEC
BAABeg oe éva voonua. MNapa tic paydaieg eEeAEelc OTIC JlAYVWOTIKEG KAl OEPATIEUTIKEG
TpooeyyioelgTwy ZN, OLYVWOELG HAG TIAPAPEVOUV TIEPLOPLOPEVEC TOCO O ETTMEDO KAWVIKN G EIKOVAG
(kat dradopIkAg dlayvwaong) 000 Kal o€ eMIMEDO UTIOKEIHEVWV UNXAVICHWY (KAl avayvwpelong tng
aitio-taboyovou BAABRNC), HE OTL AUTO CUVETIAYETAL YA TN JLABECIUN EPTIEIPOYVWHOCUVN KAl TIG
TIAPOXEC ULYELOVOMLKNG TepiBaAdng yia kdbe voonua Eexwplotd. H mpoomdbela ya ooTiun
TpooBacn Twv acBsvwyv oe KATAAMNAN ¢povtida kal uttootnplén, cupmepAapBavopévng tng
Tapouoiag eKMAdEUPEVWY  lATPWY KAl EMOTNPOVWY, Tng oduvatotntag UumoBoAng oe
eEEIOIKEVEVEG EEETATELG YEVETIKAG dlePelvNoNG KAl TNG OuVATOTNTAC CUHHPETOXAC OE KALWVIKEG
OOKIHEG KAl UTIAyWYNG o€ BepameuTIKA TTPWTOKOAQ, TPETEL va eival dlapKAg Kat emipovn. Me
Oedopeveg O TIG IBLALTEPOTNTECG TWV OTIAVIWY aoBevwy, KABWCE KAt Ti¢ SUCKOAIEG TTOU oL idlot Kat ot
OLKOYEVELEG TOUC avTIPHeTWT{OUV OE KABNUeEPLVO €Ttimedo, n avaykn avamtuéng CUVTOVICHEVWV
oxediwv dpaong oe €OvVIKO, eLpWTAIKO Kal JdleBveg eminedo, yla va dleukoAuvOel n avialiayn
BEATIOTWY TIPAKTIKWY KAl N cuvepyaoia PHeETAy VOOOKOHEIWY, dNUOCIWY apXWV KAl EVWOEWV

acBevwy, kabloTatal EMTAKTIKA.



Mpocg tn katevBuvon autr, BeTIkO Bripa amoteAel N avayvwplon 35 KEVIPWY EUTIELPOYVWHOOUVNG
Tou dpactnplomolovvtal ndn oe dNUOCLO VOOOKOMEIQ TIOU AVAKOUV OTOV KOPHO Ttou EXY,
EVIoXUOVTAG TIC BACELC YA TNV TIPOowONON TNE £PEUVAC Yid TA OTIAvVIA VOCHUATA PE TNV avATTTUEn
£BVIKWV Kal SleBvwyV oLVEPYACIWY OTO TIAAICL0 Kal TwY Eupwtaikwv Aiktuwyv Avadopdcg (European
Reference Networks, ERNs). Katd avtiotolyia, to 2023 Kal HETA Ao XIAAdEC dlayVWOELG OTIAVIWY
aocBevwyv akoholBbnoe kat n avayvwplon tou Epyaotnpiou latpwkng Mevetikng (EIN wg
E&edikeupévou AlayvwoTtikoU Epyaotnpiou Znaviwy Mevetikwv Noonpatwy. To EIl amoteAei
amo to 1999 avtoteAég Epyaotrplo tou EBvikoU & Kamodiotplakou Mavemiotnuiov ABnvwy (EKMA)
KAl TOU €PYACTNPELAKOU TOUEA TOU PeyaAUTepou TTaAdlaTplkoU VOOOKOoUEiou NG xwpag («H Ay.
Jodiar) kat Bswpei kKABrKov TNV dLAPKN UTTOOTNPLEN KAL CUPTIAPACTACH TWV OTIAVIWY acBevVWY, 0TO
TAaiolo Tou otmoiou dlopyavwvel nuepida to Zappato 18 Maiou 2024 (Zuvedplako Kévipo tou
MoAspiko0 Mouceiou). Metd kal Ao TV OAOKARPWON TOU €AANVIKOU KATOAOYOU oTaviwv
voonudatwy (Orphacodes), mou e€umtnpetel TNV avaykn avayvwplong Twv oTtaviwy acBevelwy ota
ouoTtnuata TmANPodopLWYV UYelag Kal €peuvag, €mMOPevn Kivnon 6a TpEmel va amoteAeosl N
Tipoomabela kataypadpng Twyv acbevwy oe eBViKA apxeia (registries) wote va dleukoAuvBein opdn

dlaxeiplion tTwv ZN otn xwpea.

Q¢ 1o HeYaAUTEPO £pyacTipLo otov dnuoacto topéa,to EIN cupmopevetal e tnv Wdlaitepn Kowwvia
TWV OTIAVIWY AcOsvWY, TWV GPOVIIOTWY KAl TWV OLKOYEVELWYV TOUC, HE Koo otdxo, Tn powbnon
KAl uTtepdoTiion TwY SIKAWHATWY yla (oeg eukalpieg mpooBacng otn dldyvwor], AVIIHETWTILoN,
OepATIEVUTIKN TIPOCEYYLON KAL LATPLKI EKTIPOCWTINGN TWV acBevwy Pe omtavieg adnoelg. EvBeppot
UTIOOTNPLKTECG TOU «OTIAVIOL AAAA OXL HOVOL» cuveEPYAlOUAoTE NON HE EKTIPOCWITIOUC KAl GUAAGYOUC
acBevwy ontwe n'Evwon Znaviwy AcBevwy EAAGDag (E.Z.A.E.), n EAAnvikry OpooTtovdia ZUAOYwV
- 2naviwv Noonudatwv Madnoswyv (E.O.2. - 2MA.NO.MA.), «95», EAANVIKN Zuppaxia yia toug
2navioug AcBeveic k.a.. Avayvwpidovtag tnv €vtovn Kal SlapKn avaykn suaicbnromoinong,
TANPodOPNCNG KAl evapuoviong TwV evOladEPOUEVWY TIPOC TNV AVATITUEN OTPATNYIKWY TIou Ba
Ttpodyouv tn BeAtiwon tng mowdtntag {wng Kat Tn BlwolhotnTa Twy omaviwy acBsvwy, ocag
TIPOTPEMOVHE va Tipnoste tnv Maykdéopia Huépa Zmaviwy Mabrioewy tnv 1o omdvia pepa tou

Xpovou, tnv Méumtn 29 deBpouvapiov 2024.

HAektpovikég SieuBlvoelg:

https://www.efpia.eu/news-events/events/external-event/international-congress-on-rare-

diseases-and-orphan-drugs/

https://www.rarediseaseday.org/

https://www.awarenessdays.com/awareness-days-calendar/rare-disease-day-2024/
https://mdcongress.gr/event/genetiki-2024/
https://iatrikigenetiki.med.uoa.gr
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