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Texvikr) Emtpornr) Avantuéng EOVikn G Ztpatnyiking
e Ap. OAya KaAhakoUta

e Ap. BloAétta Avaotactadou—Xplotodidou

e Ap. Muptw Xpovidou—Aliva

e Ap. MavAog MauvAou

e Ap. Bdoog ZkouTtEAAQG

e Ap. AvBn Apouclwtou

e Ap. AvépoUAa EAsuBepiou

e Xplotiva lwavvidou—Euotabiou

e Alokntikn umootnpLEn: Ewprivn Fewpyiou
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MNpoAoyocg YrioupyoU Yyeiag

MPOAOIOz YNMOYProy YrelAz

Oa ypagdel Alyo TpLv TNV 0pLOTIKOTIOINGN TOU TEAKOU KELLEVOU
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Jovoyn

2YNOWH

Oa ypadel Alyo TpLv TNV OpLOTIKOTIOINGN TOU TEALKOU KELLEVOU

EXECUTIVE SUMMARY

It will be written before the finalization of this report
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Elcaywyn

EIZATQrH

Inavia ovopdovtol T VOCHUOTO UE EMUTOANCUO (00 1 UIkpoTEPO amod 5 ot 10.000
atopa. Adopouv mepimou 8.000 SiadopeTikd voonuata Tou xapoktnpilovtal amo
XOUNAN ouxvotnTa Kol HEYAAn €tepoyévela. YmoAoyiletal otL adopolv to 6-8% TOU
nmAnBuopol oe kABe ywpa HéAog tnN¢ Eupwmaikig Evwong (EE) kal €tol emnpedlouv
nepimov 15 ekatoppupla moAiteg tng EE. Ta omdvia voorpata otnv MAELOVOTNTA TOUG
€XOUV YEVETIKA altioloyia Kal meplapBavouv cUVEPOUA CUYYEVWY aVWHAALWY N GAAa
VEVETIKA N Kal KAnpovouLlka voonuata. Eniong unopet va odeilovral oe neptBarloviikn
€kBeon evwplg katd tnv KUNON N Kot apyotepa Kabwg emiong kat va eival anotéAeopa
ouvOUOOoHOU TEPLBAANOVTIKWY KAL YEVETIKWY TTOPOAYOVTIWV N AyvwoTng attloAoyilag. Ztnv
Kumpo unoAoyiletal otL emnpedlouv 60.000 dtopa.

Mapd To GULVOUEVIKA HLKPO OTATLOTIKA aplOpo, Ta voonuata autd amoteAolv peilov
B€ua Anpoolag Yyeiag. Mpokettal yla xpovia Kol cofapd voonupata mou xpetalovrat
noAudamnaveg Kal e¢eldikeupéveg Bepameleg Kal TMOAAEC POPEC TTPOKOAOUV QvVATINPLES
KaBlotwvtag €tol Toug acbeveic “amovieg” and ta mio npocododopa xpovia tng {wNng
TOUG.

Ta ondvia voonuata xapoktneilovtal and PeYAAn €TEPOYEVELA KoL TIOAUTTAOKOTNTA £TCL
TIOU ylO TNV QVTIUETWTILON Toug Xpelaletal moAubepatikotnta. H cuvepyacio petall
EOKWV SLaPOpwWV LOTPKWY ELBLKOTATWY aAAd Kal mopaiatplkwy Kal AAAwv, elval
€EALPETIKA ONUAVTLKA, YlA TNV OVTLLETWIILON TwV acBEVWY TOU cUXVA UTTOGEPOUV ATO
00Bapa CUUMTWHATA KOl EMUTAOKEG Ao Sladopa cuoTApaATa 1) XAvouv thv avefaptnoia
Toug Kal KkaBlotavtat avamnpol. H moAuBspatikdétnta Kol n ouvepyaoia eivat
QMOPALTNTEG YLOL TN CWOTH 0PYAVWON TWV UTINPECLWVY UYELOG PO auToUC TouG acBeveic.
Eva akopa TPOBANUO TIOU amoppeel amd TO HEYAAO aplOpo, tnv MoKl Kal TN
onaviotnTa tTwv acbevelwy, adopd tn LeydAn SuokoAla va umdpxel Kal va amoktnBel
TPAYUATOYVWHOOUVN. AOyw TNG omaviotnTag TOUuG TMOPATNPELTAL TTAYKOOULA HUEYAAN
SuoYXEpEL OTNV OVAYVWPLON TWV CUUMTWHATWY, 0Tn SLayVWOTIKH TIPOCTIEAQCH EVW N
ETILOTNHOVLIKA YVWon €lval EPLOPLOPEVN Kal N €peuva GTWXN KOL KATA CUVETELA UTIAPXEL
évbela €8lKWV EmMayyeEAHATIWY UYeElag moOu va ooxoAouvtal €8IKA PE Ta omavia
VOONUATA. AV CUVETELX €VaC HEYAAOG aplBuog acBevwy dev SlaylyvwokeTal Eykalpa n
Kot kaBoAou kat avtipetwnilovral AavBaouéva pe anotéAeopa oL acbeveic avutol kal ot
OLKOYEVELEG TOUG VA TOAQUTWPOUVTAL.

INUELWVETAL OKOMO OTL, AOYyW TOU XAUNAOU EMUTOAQCHOU TWV VOONUATWY aUTWV, n
£€PEUVA OTOV TOMEQ TWV OTIAVIWY VOONUATWV €lval omopadikr) Kol TIEPLOPLOMEVN KL Ol
dappakoBlopnxavie¢ mpoBarlouv ampobupeg va emevdUoouv o GAPUAKEUTIKA Kol
LOTPOTEXVOAOYIKA Bonbnuata yia autd, Aoyw Tng meploplopevng {ntnong. EtoL ta omavia
voonpata Kabwg Kal Ta ¢pApOKa Yo Ta OTIAVLIA Voo pata ovopalovtal opdpava.

H avaykn avamntuéng Ulag YeVIKAG KOWOTIKAG 0AAA Kal €BVIKNG OTPATNYLKAC VLA TA OTIAVLA
voonuata avayvwpiletal o eninedo E.E. adol otnv Avakoivwaon tn¢ Emtpornrc npoc to
Eupwrtaiko KoiwvoBoUAto, to JuuBoUAio, tnv Eupwraikny Oikovouiky kot Kowvwvikn
Emtpornn kot tn¢ EMITOOMN) TWwV TEPLPEPELWY OXETIKA LUE TIC OTTAVIEC VOOOUG: EUPWITHIKEC
npokAnoeic (11.11.2008 COM (2008) 679)" onpewhvetal n avadepOpevn avdykn. Mo
€161KA CUVLOTATOL OTO KPATN UEAN va Beomicouv oTpatnyIKEG TTou Ba £x0UV WC AEOVEG:

Emutpon) Eupwrnaikwv KowotAtwv. Bpu€éAeg, 11.11.2008 COM(2008) 679 teAko. AlaBéoipo omo:
http://ec.europa.eu/health/ph_threats/non_com/docs/rare_com_el.pdf
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Elcaywyn

® TNV KATAPTLON SlAToHEAKWY £BVIKWY 0XeSlwV SpAcng yLa Ta oAvia VOoHATA,

® EMOPKEIG UNXAVIOUOUG yla TOV OPLOoUO, TNV Kwdlkomoinon Kal tTnv Kataypadn twv
OTIAVLWYV VOO UATWY,

e TNV TPoaywyn TG EPEUVAG YLO TA OTIAVLA VOO LATA,

e 1n SlaoddAion g mMpodéoPacng Twv acBevwv o€ UyElOVOULKN TtepiBaAn uvPnAng
nolotnTag, Wlaitepa HECW TOU KOBopLopoU €BViKwv Kal TEPLPEPELOKWY KEVIPWVY
EUTIELPOYVWHOOUVNG,

e Tn B€0TILON UNXAVIOUWVY YL TN CUYKEVTPWON TNG EBVIKAG EUMELPOYVWHOOUVNG Yl T
OTIAVLA. VOO MOTA KOl TNV SIKTUWGN TNG KE TNV QVTLOTOLXN EUTIELPOYVWHOCUVN GAAWV
EUPWTAIKWY KPOTWV,

e 1N Spaon ywa tn Stacdpaiion g eVOUVAPWONG KOL TNG CUMMETOXNE TwV acBevwv Kat
TWV OPYOVWOEWV EKTTPOCWTTNCNG TOUG,

e 1N ocupnepiAnyn otig ev Aoyw Spaocelg katdAAnAwv dtataéewv mou va dtaodaAilouv
TN MEAAOVTIKI BLWOLUOTNTA TOUG.

Akopa cVotaon tou SupBouliou tng 8™ louviou 2009 “on an action in the field of rare

diseases” (2009/C 151/02) cuoTAVEL OTIG XWPEC—UEAN VAL ETOLLACOUV Kol £PapUOCOUV

ox€6la 6pAong yla OVTLUETWIILON TWV OTMOVIWV VOONUATWY UEXPL To TéEAog tou 2013.

INUELWVETAL OTL n KUmMpog CUMUETEXEL W ouvepyatng (collaborating partner) oto

EUPWTAIKO TTPOYpAPUQL EUROPLAN? (European Project For Rare Diseases National Plans

Development) (2008-2011) mou OTOXO €XEL TNV QAVANTUEN OTPATNYIKWV oxediwv yla ta

omavia voonuata o eBviko eninedo.

H ia ocvotaon 6&ivel Slaitepn €udoon otnv €peuva OTA OMAVIA VOOHUATA KO

TIPOTPETIEL TA KPATN UEAN va aloxoAnBouv pe ta akoAouBa:

e va KOTaypAYPouv TNV UPLOTAUEVN KOTAOTOON OTN XWPA,

e va npocodloploouV TIG AVAYKEG KaL TTPOTEPALOTNTEG YLa €PEUVA OTOL OTIAVLA VOO LOTAL,

e va uloBeToOUV PETPA YO TIPOWBONON TNG CUUUETOXNC EPYAOTNPLWY, EPEUVNTWYV KOl
a00evVWV 0€ EPEUVNTIKA TPOYPAUUATA YL OTIAVLA VOO LLOTA,

e va e€aodalioouv TN HaKpOXPOVLA BLWOLUOTNTA TNG EPEUVAC OTA OTIAVLO VOO AT,

e va emblwéouv ouvepyaoia oe Eupwraiko kot AleBvég eminedo.

To Yrmoupyeio Yyeiag, oakoAlouBwvtag TIC E€UPWTAIKEC KATEUOUVTIAPLEG YPAUUES,

ouveéotnoe Texvikn Emutpomnn pue 6poug evtoAng tn dSnuwoupyia EOVIKAG ZTpatnylkng tou

Ba amoteAécel to PaCKO €PYAAELO yla PO OALOTIKN QVILLETWIION TWV OTMOVIWV

VOONUATWY OTOV TOTIO Hag.

> http://www.europlanproject.eu/Home.aspx
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I0TOPLKO avAMTUENG EBVIKAG OTPATNYLKAG

IZTOPIKO ANANTY=HZ EONIKHZ 2TPATHIIKHZ

Me otoxo tnv avantuén eBVIKAG OTPATNYLKAG YLO TA OTIAVLO VOOH AT, ToV lavoudplo Tou
2011 ouveotOn texvikn emtpornry (MAPAPTHMA 1) n omoia avéAafe To0 CUVTOVIOUO TOU
Olou ¢€pyou. Apxwikd n Emtponr ouvéle€e otolxela ta omoia adopoloav OTLG
Sdopécg/6paoelg oL omolieg umapyouv/éxouv mpaypatonownBel otnv Kumpo. Ta otowela
OUMAEXONnKav HEOW EpWTINUATOAOYIWY, ouvavtnoswv/oulntnoswv (focus
groups)ETIKEVIPWHEVWY OUASWV Epyaoiog.

TG 23-24 louviou 2011 nmpaypatomowibnke oe Zevodoxeio otn Asukwoia Supepo
EPYOOTAPL YLA AVATTTUEN TNG EBVIKAG OTPATNYLKAG TNG XWPOG MOG VLo TA OTIAVLA VOO LOTa
LE €EUPELO OCUMUETOXN EKMPOCWIIWV EUTAEKOUEVWY YTOUPYELWV Kal YTnpecuwy,
emayyeApatiwy uyeiag pe e€elbikevon ota omavia voonuota Kot GopEéwv ToU
EKTIPOOWTIOUV aoBeveig, ouyyeveic kat piloug toug (MAPAPTHMA 2, SUUUETEXOVTEC OTO
Epyaotnipl). 2To epyaotrpl CUUUETELXE LE TTOpOUGLOON KAl EVEPYO EUMAOKN OTLC OpAdEC
Epyaoioag n Dr. Domenica Taruscio (Director, National Centre for Rare Diseases, ltaly,
Juvtoviotpla [Mpoypappatoc EUROPLAN). Kata 1t Oldpkeld Ttou epyoaotnpiou
(MAPAPTHMA 3, NMpoypoaupa Epyaotnpiou) €ywvav MapouclACELS ylo TA UTIAPXOVTA
gupwmaika Se6opUéva Kal TNV UTIAPYXOUOA KATAOTAON OTh XWPO HOC. 2T CUVEXELX OF
Ouadeg Epyaoiag oulntnOnkav oL dtadopol Afoveg TN UTO AVATITUEN OTPATNYLKAG.

To meplexOpevo Twv oulnNTHOEWV AUTWY, PE TN CUMUHUETOXN OAWV TWV EUMAEKOUEVWV
dopéwyv, kataypadnke Kol avamtuxbnke otoug OSladopoug afoveg OPACELS TNG
UTIAPXOUCOG OTPATNYLKNG.
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Y®OIZTAMENH KATAZTAZH
Kumpog, Eupwrn
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Yolotauevn katdaotaon: mpoAnyn, £ykalpn avixveuon

A. MpoAnyn, Eykaipn avixveuvon

H mpoAnyn anoteAel akpoywviaio AiBo otou¢ oxedlaopoug tng Anpooiag Yyeiag. Adopa
NV PoAnYdn tng ekdnAwong tg vooou tng idlag 1 twv ermutAokwyv tng. Ztnv Kompo ta
tedevtala xpovia €xel BeAtiwBel onuavtikd to eminedo tng Snuoolag uyelag kal n
LatpodappakeUTIKNA TieplBaAn BPloKETAL O APKETA LKOWVOTIOLNTLKA ETimeda.

OAa ta mpoypappata mpoAnng eixav mPwTopxLkO OTOXO KOWA KAl CUXVA VOOHUOTa
¢Bopag eite Olaitepa ouxvad KANPOVOULKA VOONUOTO TIOU amotelovcav cofapod
NMPoBAnua otnv &nuoota uvyeia kal amattovoav oXeSLAOMOUC. Zav EUUECO QPXLKA
anmotéAeopa, aAAQ CAUEPA TILO OTOXEUMEVA, TPoEKuav mpoypaupata mpoAndng Kat
OTIOVIWV VOO UATWV.

Ta mpoypappata mpoAndng Kot €ykatpng avixveuong adopolv TPELG Katnyoplec:

e [poypdppata evnuépwong/svalodnTonoinong Tov Kowou Kat eMpoppwong twv
EWOWKWV: £€vag ONUAVIKOG Tapayoviag oto Kepalawo TmpoAndn eivat n
evnuépwon/dladwtion Tou KowvoU aAd Kol TwV EMAYYEAUOTIWY VYELOG yLol TO OTIAvLaL
VOO AT KOL TIG EMUMTWOELG TOUG OTNV {WN TWV AoBEVWY KAl TwWV OLKOYEVELWV TOUG.
Jiyoupa n gualcbntomoinon Tou KowoU Kal TwV EMAYYEAUATIWY UYELAC yla autr TV
TOOO ONUAVTIKA Opada aoBevwv TOU QVTIUETWTI{OUV KATIOLO OTtAvIio voonua sivat
amapaitntn ywa va BeAtiwbel n mowdtnta {wnAG TO0O TwWV 0o0Bevwv 000 Kol TwV
OLKOYEVELWV TOUG.

Ynapxouv meplBaANOVTIKOL TOAPAYOVIEG TIOU MIOPOUV Vo TIEPLOPLOTOUV 1 va

npoAndBolv pe TNV KatdAAnAn otaocn {wNg Kol uyeiag kobwg Kal péoca amo

ouvnBeleg. Zav TAPASELYUA T OQTMOTEAECUOTO EPEUVWV YL TN TEPATOYOVO Spdon

OUYKEKPLUEVWVY OUoLWV gvatoBntomoinoav toug Komploug emayyeApatieg vysiag kat

TO KOWO O€ OX€on He TNV TiBavr) MPOKANGCNH CUYYEVWV OVWUOALWY 0To €UBpuo i TNV

kapkwvoyovo 6pdon. MoMhol o¢opeig (Mevikd Xnuelo Tou Kpdtoug, SLadopeg

ETILOTNHOVIKEG ETOLPELEG KOl ETUTPOTEG) €ETUTEAOUV OUVEXEC €PYO TPWTOYEVOU(

nPoANYNG Héow Olaxuong tng TMAnpodoplag yla CUYKEKPLUEVEG XNULIKEG OUOGILEG,

KOAAUVTLKA Kol TtepLBAAAOVTLIKOUG TTAPAYOVTEG.

AMoL emuotiuoveg kot ¢Gopelg avamtlooouv TIPOYPAUUATO  EVNUEPWONG  yLa

KANPOVOULKA Voo lata Tou Uropouv va ipoAndBouv kat va dtayvwoBouv Eykalpa.

ZAUEpa uTtdpxouV Sladopa MPOYPALUAT EVNUEPWONE KOLVOU KL ELOLKWY, OTIWG:

— YEVIKO kowo: mpoodépetal and ta Méoa Mallkng Evnuépwong kabwg kot péow
Slapopwv MpoypapUdATWY aywyng LyElag yla evnuépwaon Kal gualocBntomnoinon
Tou,

— UaONTEC: MPOOdEPETAL N AyWYN UYELXG HECA QO TA OXOALKA TIPOYPAULOTO KAl TN
oXOALATPLKN) UTtnpEeoia Tou Yroupyeiov Yyelag, yia owotn otaon {wng Kot Vyelag,

— Eykuotl: mpooPEPETAL CUUBOUAEUTIKN PE SLADWTLOTIKEC SLAAEEELG O OAO TAL KPOTLKAL
VOONAEgUTApLa, Ao LATPOUC, MOLEC, ETMIOKEMTIPLEC uyeiag. Mapopola evnUEPWON
TIPOOPEPETOL O LOLWTIKA VOOnAgUTApLO KoL laTtpeia. Elval onpavTikn mPAKTKA N
owotn dlatpodn kot n poadrnkn GoAlkol ofEwc, oldnPou Kal BLITAULWVWY TIPLV Kol
KOTA TNV EYKUHOOUVN, HE OTOXO TNV KOAUTEPN avamtuén tou guPfpuou Kol TNV
TMPOANYN CUYYEVWV OVWHOALWY, OTIWE TOU KEVTPLKOU VEUPLKOU CUOTIUATOG,

— ueAovrtikoi yoveic: TPpoodEPETUL CUUBOUAEUTIKN Ao LATPoUC, LOLEC, ETILOKETITPLEC
vyelag,

— enmayyeAUaTiec vyeiaC: UTIAPXEL CUVEXNC EMUOPPWON TWV YLO TOL OTIAVLO. VOO LaTa
pe ogpwvapla/nuepideg, cuvedpla K.A.T.
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Yolotduevn katdaotaon: mpoAnyn, £ykalpn avixveuon

e MPOANTTIKEG LATPLKEG EEETATELG

— Ynnpeaoieg Mpoyevvntikng ZuuBouAeutikrc: avantuxdnkav tn dekaetia tou oydovta
Kall ouveyilovtal ota MAALCLO TOU TIPOYPAUMOTOG AVTLLETWIILONG TNG OaAaooaluiag.
JAUEPA UTIAPXOUV KoL avefaptnteg e€€elSIKEVUEVEG UTNPECIEG ZUMPBOUAEUTIKAG
FEVETLKAG.

— Maibiatpor: Katd TN OLAPKELN TWV ENMTA KAOOPLOMEVWY TAKTIKWY TOLSLATPLKWV
e€etaocwy, otnVv Bpedikn kat matdikAg nAkia, aviyvevovtal S1adopeg AMOKALOELS 1
Kat Statapaxés. H mapakolouBnon Bpedpwv/vnriwv/motdlwv o€ TAKTA XPOVIKA
Slootrpata £YWVE PO pOUTiVA KAARG TIPAKTIKNAC TOCO O0TO SNUOOLO 000 KAl OTOV
LOLWTLKO TOUEQ.

— JxoAlatpikny Ynnpeoia: eixe paydaia €EEAEN, He elooywyn EKMALOEUTIKWV
TIPOYPAUHUATWY OyWwYynN¢ TNG UYELXG 0Tl oXOAELQ KOl UE TNV TIPOANTITIKI TTALSLATPLKN
e€étaon twv pabntwv pe WBlaitepn £udaocn o avixveuon KapSLOAOYIKWY,
00$OaALOAOYIKWY, AKOUOAOYLKWYV, OKEAETIKWY KoL GAAWV TIPOBANUATWVY.

e MMAnOuopLaka Avixveutika Mpoypdappota
— TPOYPOUUD QVIXVEUCNG QOPEWV (eTeEpoluywTtwv) Oalacoaiuiac: n l0aywyn Tou

Vv Oekaetio eBdounvta, BswpnBnke MPWTOMOPLOK Yyl TNV €moxn Ttou. H

BaAlaooalpia elval TO IO CUXVO YEVETIKO VOO oTov TANBUoUO pog Kabwg évag

otou¢ 7 Koumploug sival dopéac. Ta cofapd mpoBARuato uvysiag, oL AVAYKEC TwV

000EVWV O TAKTIKEG LETAYYLIOELC, N ALLOOLOPwWOoT, oL coBapEG AOLUWEELS Kal AAAEC

EMUMAOKEC ToU emnpéalav SPOUOTIKA TNV TooTNTA (WA KAl TO TPOOSOKLUO

emBiwong, odbnynoav to Ymoupyeio Yyelog otnv elcoywyr) TOU TIPOYPAULOTOC

outoU. Ol CUUPBOUAEUTIKEC UTINPECIEC TIOU TTAPEXOVTOL HECA ATIO TO TPOYPOUUA
€XOUV OTOXO TNV EVNUEPWON TWV POPEWV YLA TIG ETUAOYEG TOUG OTOV OLKOYEVELOKO

TIPOYPOAUUATIONO. ZAMEPA ME TNV  ElOAywyn TNG TIPOYEVVNTIKAG KOL TNG

NMPOEgUPUTEUTIKAG Slayvwong aAAd Kol PE TIG VEEC BEPATEVTIKEG SuvATOTNTEC OL

ETUAOYEG TTOU TIPOOHEPOVTOL ELVOL TTOAU TTEPLOCOTEPEC.

— TIPOYEWNTIKOG EAgyyog: oxedOV TapAAANAQ HE AAAEC QVATITUYUEVEG XWPES
avantuxbnkav oTov TOMO PG KAl UTINPECLEG TIPOYEVVNTIKNG avixveuoncg/Stayvwong

LE TN Xpron Twv UMEPAXWV Kal Bloxnuikwv delktwv. H mpododog autr tng EUPBPULKAG

KOL UNTPLKAG LATPLKNAG KE TNV TIPOYEVVNTLKA TtapakoAolBnon €bepe emavaotoon

KaBwg TOAAA voonuata ToU avixVeUOVIAL OVAKOUV OTOV XWPO TWV OTAvVIWY

voonuatwyv. ZAuepa epapuoletal to akdAoubo mpdypappa:

A avixveutikd mpdypappa mpoyewwnTikol eléyxou (screening) 1% tpwrvou®:
epapudletal otnv Kompo amo to 2001. Npoodépetal o€ OAEG TIG EYKUEG YUVALKEG
elte péoa amd to 6nNUOCLO €ite OTOV LOLWTIKO TOPEQ, UE OTOXO TNV EyKalpn
QVIXVEUON XPWHUOOWULKAG i} GAANG cuyyevoUG avwpoAiog oto éuBpuo. O €leyxog
autdg meplhapBdvet: (o) to umepnxoypddnua 1% tpurvou {oUXEVIKAG
Stadavelag), (B) eOkEC BloxnUIKEG/OPLLOVONOYLIKEG €EETACELS KAl ouVOUAOUO
Twv U0 Kal tNG NAkiag tNG €ykUOU yla uToOAoylwopd Tou Kwwduvou, kat (y)
uTEPNXOYPAdNHa ‘CuyyEVWV avwpoAlwy oto 2° tpipnvo. Na tv akppn

AVTIKOTEOTNOE TO, emi 10etiot epoppoldpeVo, “TPUTAG TeoT TO omoio mpoodepotav oto 2° Tpipnvo
€YKUMOOUVNG UE TNV MPETPNnon twv Selktwv amo to Kévipo MpoAnmuikn¢ Moudlatplkng (mou tote
ovopalotav Kévtpo MpoAnding Mvevpatikng KabBuotépnong) Kal To UmepnXoypAadnuo amo HOLEUTHPES
Kall GAAOUG £161KOUG TNG EUPPULKAC KAl UNTPLKAG LATPLKNAG.
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Slayvwon TNG outiog TwV AaVIXVEUOUEVWY OVWHOALWY ouvABwg amatteitat
enepfartikn Stoyvwotikn €€étaon (MOu avamtuooeTal oto KePAAALO TNG
€ykatlpng dtayvwonc).

— lMpoypauua lMpoAnntikou EA€yyou Neoyvwv (newborn screening): epopuoletal
otnv KUmpo amo to 1989 kat Ste€dyetat amnod to Kévrpo MpoAnmuikic MowdStatpiknc’
otn AgUECO. ITa MAALCLO TWV MPOYPAUUATWY TOU Yivovtal Ta akoAouBa:

A éheyxoc ywa ouyyevr) UTOBUPEOEISIONO Kol davulokeTovoupia:  yivetal
ocuotnuatika. Me tnv €ykalpn SlAyvwon Kol OVTIUETWIILON aUTwV Twv dVo
nadnoewv npoAappavetat n ekSAAWON EMUTAOKWY OTIWEG N cofapr] TVEULATIKN
kaBuotépnon.

A TAOTIKO TpOypappa eAéyxou yla puikn duotpodia tumou Duchenne (DMD):
OVIXVEUTIKO TIPOYPOMMO €AEyXOU OAWV TWV VEOYEVWNTWV QYOPLWV TIOU
npood€pOnke tnv nepiodo 1992-2003, oe cuvepyaoia pe to INTK.

A aviyveutikd TpOypappa akong: dpxtoe To 2004 Kol OTOXEVEL OTNV £yKolpn
Slayvwon tng Bapnkotlag ota veoyva.

— ala aviyveutika mANSUCULOKA TIPOYPOAUUATH: HECO Qmd TA EPEUVNTIKA
nmpoypappota Ttou lvotitovtou Neupoloylag kat levetikng Kompou kal Tou
Epyaotnpiou Moplakng kat latpikng Mevetikng tou Mavemotnuiov Kompou oe
OUVEPYQOLa HE LATPOUG Tou dnuociou avayvwpioBnke n auvénuévn cuyvotnta
OUYKEKPLUEVWY OTAVIWV TIOONOEWV OE OUYKEKPLUEVEG TIEPLOXEC/KOLVOTNTEG TNG
Kumpou onwg, n Owoyevrg MoAuveupomaBela Apuloeldoug (Mayxva, Kepluvela),
Néooc tou Dpivipaix (Madog’), Nocog Zdvtxod (Mopwvitikn Kowotnta),
FayyAooidwon GM1 (Mehévdpl), Kuotwkr lvwon (ABnévou®) k.d. Ma ta voorpata
oUTA TPOOPEPOVTAL OTOXEUMEVA TIANBUOULOKA QVIXVEUTIKA TIPOYPAULOTO HE
KATAAANAN evnuépwon Kal gualobntomoinon Kal PHEoa OO UTINPEGCLEG YEVETIKAG
OUMUBOUAEUTIKNAC.

amoteAel eyyeypapuévo GLAavBpwikd opyaviouo. 16pubnke to 1988. Exel mpwrtomopnaoetl othv Kumpo
ebapuolovTag aVLXVEUTIKA TPOYPAUUAT VOONUATWY Tou TpocfBaArlouv To matdi kat tdlaitepa Tto
veoyévvnto. 2to Mpoypappa MpoyevvntikoU EAéyxou, mpoodépel Swpedv o OAEC TIG EYKUEC YUVALKEG
™¢ KOmpou tn Bloxnutkn LETPNON OTO QLU TTOU O€ CUVSUOOUO LLE TO UTIEPNXOYPADNUA TNG QUXEVLKAC
SlapaveLlag aviyveEUEL TTPOYEVVNTIKA XPWULOCWHLAKEG AVWUAALEG, e KUPLOTEPO TO cUvEpopo Down.
€106 2010 kal cuveyiletal

TUAOTIKA Ta €Tn 1995-1997
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B. Aldyvwon (€ykaipn) Ko AVILLETWITLON

H &ldyvwon kot paAota n €ykailpn OSldyvwon Kol N owoTrh OVTLUETWIILON EVOG
OTIOLOUSNTIOTE OTIAVIOU Voo aToC tapouaotdlet 8laitepe¢ SuokoAies. Kabwg ta omavia
voonuata eivat moAuvaplbua, adopolv OAa Ta cuoTHUATA KoL Sev €ival €UXEPWC
taflvounpéva, 6ev adopolv pia HOVO €L8LIKOTNTA TNEG LOTPLKAG OUTE KOl UTIAPXEL HLa
eviaia mpoaoéyylon otn SLdyvwon Kal 0TNV aVILHETWILON. XtV KUmpo Omwce Kal og AAAEG
XWPEG, poodEpovTal SLAYVWOTLKEG UTINPECLEC KOL QVTLLETWILON amo Stddopa LATPLKA
KEVTPQL.

Awdyvwon

Itnv KUmpo AeltoupyolV OPKETA EMLOTNOVLKA/LOTPIKA KEVTPA TA omola mpoodEpouy

UTNPECLEC OTOV TOMEQ TNG SLAYVWONG TWV OTMAVIWYV VOONUATwy. Ol UNMNPECIEG QUTEC

npoékuav €ite péoa OmO TIC KOONUEPLWVEC OVAYKEG TwV acBevwv ONMwG autol

TIOPATIEUTIOVTAV Yla LaTplkn ¢povtiba eite pe tnv mpoodatn idpuon kévipwv mou &€’

opLopoU avadpEPovTal OE CTIAVLO VOO LOTAL:

® KUPLOTEPO POAO €xouv Ta peyala Anuodoia Noookopeia, To Ivotitouto Neupoloyiag
Kalt M'evetikng Kumpou, to Kévtpo MpoAnmrikig Matdtatpikng, To OykoAoyikd KEvipo tng
Tpanelag Kumpou, to Kapaiokakewo 16pupa kot to veoldpuBév Kévipo MeA£Tng
Awpatoloyikwv KakonBewwv, to Epyaotiplo Moplakng Kot latplkig MEVETIKAG Tou
Mavemotnuiov Kumpou, K.A.

e mopAAANAa otov OLWTIKO TopEéa, Latpol Sltadopwy €L8IKOTATWY (UEMOVWHEVOL ) OF
OLWTLKA VOOOKOUEld 1 Ot SlayvVWOTIKA KEVTIPO [I.X. OTTELKOVIOTIKA I €UBPULKNAG
LATPIKAG {mpoyevvnTIKNG TapakoAouBbnong umepnxoypadlkng kat emeupoatikncl])
ouxva dlaylyvwokouv acBeveig pe omavia voonuata.

2to Anuoolo Topéa, otnv €ykatpn Sldyvwaon, onUOVIIKO pOAO €XOUV OL UTNPEGCLEG TIOU

adopouv to veoyvo, to Ppeédog kat to Taldi, kabwg mEpav tou 50% Twv omaviwv

voonuatwy Staylyvwokovtal otnv maldik nAtkia. Ol TaLOOKEVTIPLIKEG UTINPECLEG OTOV

TOMo pag elval Wblaitepa avamtuyuéve oto SnUoOolo Touéa Ue mpwTtoPfdaduia doun

(emiokénTpleg vyelag, madlatpkad e€wteplka Latpikd), deutepofabuia kat tprtofabula

dpovtida. Zexwplotr B€on maykuTpla katéxel To Noookopeio ApxLemiokomog Makdplog

[ (NAMIII), Asukwolag, OMOU GCUYKEVIpWVOVTAL OL umnpeocieq Seutepofaduiag kot

TpLrtofabuiag ppovtidag kal ol €EELOIKEUUEVEG KALVIKEG TTALSLATPLKWY UTIOELSIKOTATWY

(vevetikng, evbokplvoloyiag, oykoloyiag, veupoloyiag, kapdlohoyiag, vedbpoloyiag,

TiveupovoAoyiag, Aoluwewy, K.A.). ZTa urtdAouna PeyAdAa voookoueia, ektog tou NAM I,

Aettoupyouv emiong afloAoya Madlatplkd TuAUATa OMou ouxvd avayvwpilovtal

00Beveig Yue omaAvia VOO AT, CUYYEVELG avwpaAleg otn SlamAaon, vonTik uotépnon,

avarntuélaky KabBuoTtépnon, OVOOOOVETAPKELEG). Ta TEPLOTATIKA aUTA ouvnBwg

TIAPATEUTTOVTAL OTLG KALVIKEG uTtoeldikoTtTwy oto NAM Il yla mepattépw SLayvwoTikA

Slepevvnon kat emiBeBaiwon tng dtayvwong, Kabwg Kal yla mopakoAovdnon.

Eniong, oto NAM Il Aettoupyel TuAua EpPpuikic kat MntplkAg latpikng omou

TIPOOEPETAL TIPOYEVVNTLIKN TtOpakoAoUBNnon Kal EMEUPBATIKEG TIPOYEVVNTLKEG EEETAOELS

(TMAOKOUVTLOKEVTNON KaL AUVIOKEVTNON).

MpoyevvnTiko¢ EAeyxoc Kot Eykaipn Stayvwon

e Avixveutikd Mpoypappa MpoyevvntikoU EAEyxou: onuepa MPoodpEPETOL O OAEG TIG
€YKUEG YUVOLUKEG KOTA TO TIPWTO TPLUNVO TNG KUNONG HE OTOXO TNV €yKatpn Stdyvwon
kamolwou cofapou mpoPAnuatog oto €uPpuo. O €Aeyxog autog mepllapBavel To
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untepnyoypddnua 1° tpurvou (auxevikrig Staddvelag K.d.) KaBwE Kot PLoXNUKES
e€etaoelg. EmutAéov evdeielg umopel va mpokUPoOUV O PETAYEVEOTEPO XPOVO KATA
NV uTtepnyoypadLkn e€€tacn Kot mapakoAouBnon TG EyKupoouvnc.

e TIPOYEVWNTIKN emepPatikny e€¢€taon: adopd TNV €ykailpn SLAyvwon XPWHUOCWHULKWY
QVWHOALWV Kal GAAwV omaviwv voonuatwv. lvetal petagv 10 kot 20 efSopadwv
€yKupoOoUVNG, avaloya pe tn HEBodo mou akoAouBeital. MpoodEpovtal OTIG EYKUEG
TIou €xouv €veelfn au€nuévng mBavotnTog ylo XPWHOOWHLKEG N AANEG avwHaALeg,
eneldn ol pEBoSOL aUTEG elval emMeUPBATIKEG Kal €xouv Kivouvo amoBoAng 0,5-1%.

e epyaoctnplakny Slayvwotikn Slepelvnon euBpUwV: CUUTANPWVETOL aO To apuodlo
EPYOOTHPLO avAAoya HE TNV TEPIMTWON, OTIWG KUTTOPOYEVETIKAG (o NAM Il fj INTK),
HOPLAKNAG YEVETIKAG (T.X. Badacoatpiag, K.a.) kat GAAa (T.x. BLOXNULIKAG YEVETIKNG YLl
Ta peTaBoAka voonpata, yla Aotpwdn voonuata, K.d.). Onou xpeldletal o €Aeyxog
OUUTTANPWVETOL UE QTOOTOAN €EELOIKEUMEVWY HOPLOAKWY N AAwV avaAUCEWV o€
EPYOOTHPLA TOU EEWTEPLKOU.

* TIPOeUdUTEUTIKN TpoyevvnTik Sldyvwon: n avaykaia urtodoun €xel avamtuxbel ta
tedevtaia xpovia. MNpoodEpeTal KUPLWE O TEPUTTWOELG OTOU €XEL avayvwploBel
ocoBapd KANPOVOULIKO VOONUO OE WLO OLKOYEVELA. XAV QMOTEAEOMA €ival duvath n
emloyn euBplwv TOU SEV TAOYXOUV OO TO CUYKEKPLUEVO vOonUa Kal N amoduyn
TEPUATIONOU €YKUHOOUVNG TIAPOAO Tou authy eV CUVEMAyETAL Kal pn amoppudn
EUBPUWV. € OUTEG TIG TIEPUTTWOEL TIPOOGDEPETAL YEVETIK OUUPBOUAEUTIKA Yyl va
anodacioesl To guydpl mw¢ Ba mpoxwpnoel H anmddacn yLo Tov TEPUATIOUO 1) 1N TNG
EYKUMOOUVNG HUE XPWHOOWHULKA N GAAN oavwpoAio emadileTal amoKAELOTIKA OTOUG
YOVEIC oL omoiol xpelaletal va TAPOUV OAEC TIG OXETIKEG TTANpodopie (LEoA Ao TIG
UTINPECLEC YEVETIKNG OUMPBOUAeUTIKNC) Kal va otnpixBolv Yuxoloykd pEXPL va
Tiapouv TN SLKN TOUG EVNUEPWUEVN Kal EAeVBepn amodaon.

o KAwikn levetikng: Asttoupyel ouvepyotika petafv NAMIIL kat INTK. Mpoodépet
UTINPEOLEC SLAYVWONC KAl OVTLUETWITLONG OE €val EUPU PACUA OTIAVIWY VOO LATWV.

Ynnpeoieg KAwikng Mevetikng, Mevetikng ZUMPBOUAEUTIKAG, MEVETIKWV £EETACEWV Kal
Mpooupntwpatikol yevettkol eAéyxou (NAMIII, INTK)

Ta mepLOCOTEPA OTAVIA VOONUATA €lval YEVETIKAG alTlOAoylog KoL ouxva eivat
KANPOVOUOUUEVA VOO LOTA, EVW OPKETA amd Ta uTtdAouna ondvia eivol mepBAaAAoVTIKAG
N Ayvwotng fj TOAUTIOPAYOVTLKAG OLTLOAOYLOG HE CUPUETOXN YEVETIKWY Ttapayoviwy. H
SloyVWOTIK TPOOTIEAQCN TWV YEVETIKWVYV VOONUATwy €lval ouyxva meplmAokn Kot
xpovoBopa kal n akplBnig kAwiki Sldyvwon €xeL PHEYAAN onuacia ylo TNV HOPLOKN
Tautomoinon. Evtoutolg koL mapd TNV HeyAAn TPoodo TNG YEVETIKAG KOl TNG
Blotexvoloyiag peydlog oplOPOC VOONUATWY TOPAUEVOUV OKOUA KOL OHUEpA
adleukpiviota evw amatteitol n  OUVEXAG EvnUEpwOn Kal TapakoAouBbnon NG
e€ellooopevng BiBAloypadiag. OL YeVETIKEG €€ETAOELG yla TNV MPOAnYPn Kot dtayvwon
OTIAVLWV VOONUATWVY UMopoUV va Asettoupyrniocouv cav Tuéida yia t AnPn onpavikwy
anodAcEWV.

Eva. amd Tta onUavtlkotepa Kedpalala oOTIC MPOOPEPOUEVEC UTNPECIEC KALWVIKAG Kol
EPYAOTNPLAKAG YEVETIKNG €lval n yevetikn oupPouAsutiki. MpoOKewtal ywa TNV €8Ik
EKELVN UTINPECLO TIOU €XEL OTOXO VA MPOCPEPEL OTOV A0OEVH KAl TNV OLKOYEVELA TOU TNV
amapaltNTN YVWaon yla To VOGO TToU ToUuG adpopad e KATAAANAO TPOOLTO TPOTO WOTE Vol
yivel avtinmtn kaBe mAnpodopia. Auth n mapoxr mMAnpodopLwv MPENEL va tepAapBavel
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nmAnpodopleg yla tnv mpoyvwon, TG mbavotnteg emavaAnPng Kat TG mPoodePOUEVEG
ETUAOYEG OTNV OVTIUETWIILON OAAA KOL OTOV OLKOYEVELOKO TIPOYPAUUATIONO Kal va
ouvodeletal anod tnv anapaitntn otnplen £Tol WOTE Ta ATOUA va AapuBAavouv TIg SLKEG
TOUG EVNUEPWHEVEC Kal EAeVUBepec amodaocelg (AappBavouévwy umoPn Twv MPOCWTILKWY,
akadnuaikwy, BpNOKEUTIKWY, TIOALTIOMIKWY Kot GAAwv TiemolBrioewv tou kabevog). Ot
UTnNpecieg autég mpoodEpovtal oTov TOMOo oG pEoa amo tnv KAwikA FEVETIKAG oAAA
KATIOTE Kal armd €L61KOUG LATPOUG IOV avapEPOVTOL OTO EEELOLKEUEVO QVTLKEIEVO TOUG.
AG onUELWOEL WG ONUEPO OL TIAPATIOUMEG YLl YEVETIKN aELOAOYNON KOL YlA YEVETLKN
oUMBOUAeUTIK elval €€alpeTikAd auinuéveg aAAA Kal avAaAoyeg PE To HEyeBog Tou
MAnBuopoU Kal tov auvfavopevo Babud evaloBntonoinong Twv Sladopwv eLSIKWV Kot
TOu KowoU. H owotn Asttoupyia Twv ulnpecwy amnattel tTnv avaBaduiwon kal avamtuén
TOUG.

INUavTIKO poAo otnv mpoodopd IupPouAeuTikAG os (euyapla Stadpapatilouv Kat ot
paieg ot KAwikég Mpoyevvnuikng @povtidag ota Anpocia Noookopeia. Qotdoo
Sdladaivetal n avaykn t6co o0 voonAeutr¢ 600 Kal N paia va e¢elGIkeuToUV OTOV TPOTO,
Xwpo Kal Stadikaaoia tng ZUPBOUAEUTIKAG yla va avaAdBOUV CwWoTA AUTO TO POAO.

Jto umolouna peyala voookopeia Asttoupyolv emiong aflohoyo Moudlatpikd TuRpata
omou ouxvad avayvwpilovtal acBevei¢ pe omavia voonuata (CUYYeVEIG avwHOALEG oTn
SwamAaon, vontik  uotépnon, ovamtuflokn KabBuotépnon, OVOOOOVETAPKELEG,
pEVHATOMABOELEG K.A.). Ta TMEPLOTATIKA QUTA OUVABWG TOPATEUTIOVTAL OTIC KALVLKEG
urnosldikotntwy oto NAM Il yia mepattépw Stayvwotikn Stepevvnon Kat emiPBeBaiwon
™¢ Sldyvwong.

Anuoola Noookopeia 2ta peydla Anupooia Noookopeia Kal Kupiwg oto [eViko
Noocokopeio Agukwoiag mpoodépovtal SLAYVWOTIKEG UTINPECLEC KUPLWE Ot €VNAALKEG
aoBeveig, aAAG Kal eviote o madLd, avaloya Ue TNV €L6LKA KAWLKA, HE TIOWKIAQ omavia
VOOHUOTO OMWC OUTol TAPAMEUMOVTIAL OTL KALWVIKEC eldikotnTwyv (m.x. maboloyiag,
peuvpatoloyiag, yootpeviepoloyiag k.d.). H Stayvwotiky mpoogyylon, Slepelvnon Kat
ermBeBaiwon tiBevral péoa and tnv kabnuepviy poutiva Twv Sltadopwv KAWVIKWY Xwpig
VO UTTAPXEL ETTL TOU TTOPOVTOC N Soun €181KWV KALWVIKWY TIOU va ameuBuvovtal o onavia
voonuota. EmumAéov éupeca TMOAAEC KAWIKEG, VOOOKOMEIQ Kal KALWVIKA gpyaothipla
ipoop£pPouV ouvadei UTNPEDILEC.

Eniong, umapyouv €L8IKEC KALWVIKEC QVAUECQ OTI UTINPECIEC evNAIKWV TIoU elval Kot
oplepwpévec o opadeg omaviwv voonuatwv. Oplopéva mapadeiypota eival (o
KataAoyocg mbavov dev eival mAnpng):

o Movabda MeAétnc KAnpovouikwv Kapbioayyeiakwv Noonuatwv: €6pa gival to FEVIKO
Noocokopeio Aeukwolag kot Adpvakag. AoxoAsital pe  mabnoelg  omwg
puokapdlonaBeleg, Stavhomabdeleg, alpvidlog kapdlakdg Bavatog, K.A.).

o KAwvikn atpoppayikwv dtadéoewv kat dpouBopidiac: €dpa ival to Mevikd Noookoueio
Aeukwolag. Asttoupyel ota mAaiola TG ALLATOAOYLKAG KALVLKAG.

o Kévtpo Meooyelaknc¢ Avatuiag: €5pa eivat to NAM Il kot Ta EmMapXLOKA VOOOKOUELD
Adpvakag, Aepeool, Nadou, Appoxwotou. Mapodo mou n Baiacoaluia unnpée To
OUXVOTEPO KANPOVOULKO voonua (umoAeumopevog xapaktipag) otnv Kompo, onuepa
€XEL TOV EMUTOAACUO EVOG OTIAVIOU Voo UaToG. H dtayvwon dopEwv Kal TacOVIwV UE
awpoodatpwvontabeleg (m.x. Meooyeloky avouia, K.d.) mapéxetal ota Kévipa
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Meooyelakng AValpiog KoL CUUTTANPWVETAL PE TN HOPLOKN UEAETN ATO TO AVTIOTOLXO
TuAna Moplakng Fevetikng tou INTK.

e OykoAoyika Tunuota: €Xouv €6pa TaL OVTIOTOLXO TUAUATA TwV SNUOCLWV VOOOKOUELWV
kaBwg kot Tou OykoAoyikoU Kévtpou Tpamelag Kumpou. Avapeoa otnv mAnbwpa twv
oaoBevwv pe Sladopoug TUToUC Kapkivou, pepida acBevwv Slaylyvwokovtal Kal
OVTIUETWTTI{OVTAL LE OTIAVIEG KAKONOELEC KABWG KOlL UE OTIAVLEC ETIUTAOKEG.

e Jvotitouto Neupoldoyiac kat levetikrc Kumpou: €xel €6pa tnv Asukwaoia. [6puBnke TO
1990. Eival pn kepSOOKOMIKOG OpYaVIOUOG KOl umootnpiletal amd xopnyla Ttou
dnuooiou, aAAQ Kal amod €PEUVNTIKA TIPOYPAMUATA KAl EL0POPEC. TKOTOG TOU Eival n
avarmntuén kat mpoodopd vPnAoU EMUMESOU LATPLKWY KAl EPYACTNPLAKWY UTINPECLWY,
N AVANTUEN MPWTOTIOPLAKNG EPELVAG KAl N Ttapoxn ekmaideuong. MNa tnv enitevén twv
OTOXWV ToUu €Xel LOpUOEL KAWLIKEG Kal TuApata Olddopoug Ttopels (KAWLIKAG
Neupoloyiag, KAwwkng Tevetikng, HAektpovikol Mikpookomiou kot MopLlakAg
MaBoloyiag, Moplakng loloyiag, Bloxnuikng TFevetikng, KuTTapoyevETIKAG Kal
FoviStwpatikng, Moplakng Mevetikng Oalacoaipiog, Mevetikng Kapdlooayyeloloyiag,
Awkavikng Fevetikng, Moplakng Fevetikng, Asttoupyiag kot Oepamneiog NEUPOYEVETLKAG
Kol Avamtuélakng kot Aetoupytlkng Mevetikng). To tunpa tg KAwikng Neupoloyiag
Tou INTK péoa amod Tt S1adope KAWIKEG TOU QVTLUETWIIlEL aoBeveic pe TOWKIAQ
VEUPOAOYIKA, KUplwg omavia voonuata. H KAwwkn Tevetikng (mou Aettoupyel
ouvepyatika pe to NAMII) mpoodépel SlayvwoTIKEG UTnpecieg o acBeveig n/kal
OLKOYEVELEG KOTEEOXNV YlO YEVETIKA KOl OmMAvia voonuota. TéAhog, ta Sadopa
epyootnplakd tunpota tou INFK mpoodépouv Slayvwotikd €Aeyxo o €va gupl
daopa onmaviwv voonuatwyv (m.x. UETOPOAKA, XPWHOOWHLKEG aVWHOALEG, TOKIAa
povoyoviSLaka voorpata [KAnpovouLKA KapKLVIKA cUvdpoua, KAnpovoulkn Bapnkoia,
VEUPOYEVETIKA, K.A.]).

o Kévtpo lMpoAnmrikng Maibtatpikng: (BAéne avadopd oto kepaAalo tng mMpoAnyng).
Exel €6pa tnV Aecpeco. €dw Kal MOAAG Xpovia mpoodépel pe TO ‘TpoOypappa
MpoAnmtikoU EAEyxou Neoyvwv’ mou oTtoxo €XeL TNV £yKalpn SLAYVwaon Tou cuyyevoug
unoBupeosldlopol Kal tnG ¢oavuloketovoupiag. OAa ta Selypata aipatog Tmou
AapBavovtat and 6Aoug toug maldiatpouc otnv Kumpo (kpatikol Kot LSLwTIKoU ToHEQ)
amootéA\ovtal oto BloXNUKO epyaotiplo tou Kévipou Omou yivovtal OAe¢ oL
ovayKaleg €EeTAOELC. e TEPUTTWOEL OTOU UTtApXouv &evOeifelg yla peTafoAko
vOOnua, oL YOVei¢ eldomotolvtal amo Tov maldilatpo ToUC YLl IEPALTEPW EEETACELG TOU
veoyévwwntou. H éykatlpn &ldyvwon kat n €ykaipn mapéuPacn amotpEmMouv Tn
CWHATLKN KAl vonTikn votépnon. To Kévtpo mpoodEpPeL TAKTIKO BLOXNULIKO EAEYXO TNG
e€ENENG NG vOooUu Kal tnG Bepameutikng aywyng. Emiong, Asttoupyel mpoypoppa
afloAdynong tng YPuxoKnNTIKAG Toug e€EALENG, evw Ta madla mapakolouBouvtat
ocuvotnuatika amo 18koug (Mawdoevéokpivoddyo oto NAM I, Matdoveupoldyo Kal
SlattoAoyo)

o Kapaiokakio 16puua: €xel €dpa tnv Aecukwoia. Méow tou Kévtpou MopLakng
Alpatoloyiag Kol AvOOOYeVETIKNG TPOODEPEL  €PyOoTnpLlaKky UTOOTAPLEN OTn
Slepevvnon aoBevwv PE ALUATOAOYIKA VOO UATA HETAEU TWV OMOLWV KOl OTIAVLIEG
popdéc. Zav MeTe€EAEn, To KEévipo MeAétng Awuatodoyikwv Kakondewwv, mou
Aetolpynoe npoodata, TPOooHETEL pLa VEQ eEELOLKEUUEVN SLAYVWOTIKI KAL EPEUVNTIKN
povada yla omavia oLLOTOAOYLIKA VOO UOTA.
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NopakAwiKEG eEETATELG

Ot dLadopec mapakALVIKEG e€eTATELS (BLOAOYLKA LYPQA, ATIELKOVIOTLKOG EAEYXOC, K.A.) Elval
Baolkég otnv tekunpiwon f dtadopikn dldyvwon evog voonuatog, evw eivatl Wblaitepa
TIOAUTLUEG OTOV TOUEQ TWV OTIAVIWY VOO UATWV.

gpyaotnplaky vmodoun: otnv SlOyvwoTik Slepelivnon  omaviwv  VOohHATWVY
kataypadovtal afloAoye¢ unnpeoieg mou adopoulv ta petafoAka voonuata (INFK),
NV oAoyia, TNV KUTTAPOYEVETIKN, LOPLAK) KUTTOPOYEVETLKI), LOPLOKI) YEVETIKN Kal
Aeltoupyouv Katd kUpLo Adyo oto INTK kat oto Anpodoio. EmutAéov, onUavTikeg ivatl ot
UTINPECLEC TIOU QTOPPEOUV Ao TIC POOKEC €PYOOTNPLAKEG UTIOOOUEG  TLY.
awgatoloyiag, Broxnueiag, otomaboloyiag, avocoloyiag, maboloyoavatopiog K.d.
Inuavtikn eivat n cupBoAn tou avoooAoylkoU epyactnpiou otn Sldyvwon omaviwv
QUTOAVOCWV TABNCEWVY, AMALTETAL OUWE N EVOUVAUWGON TOU KEVTPLKOU EpyaoTtnpiou.
Anoapaitntn elval Kat n evluvAUWON Kol TEPALTEPW OQVATTUEN TWV UTIOAOMWV
EPYOOTNPLAKWYV UTIOSOHWV WOoTe va SleupuvBel to ddaopa Twv TPOoPEPOUEVWV
e€eTAOEWV KO N TEXVOYVWOlaL.

VEVETIKEC aVAAUCELC: OTOL OVTIOTOLXO €PYAOTAPLO YIVETAL £VOC ONUOVTLKOG aplOuoc.
Ouwg, autd ev eival duvatov va LoXUOoEL yla OAa T YEVETIKA f/Kal KANPOVOULKA
voonuata, yU autd Omou xpelaletal kol €ival duvatov amooTéAAeTal n avaloyn
e€€taon og eL6LKA KEVTPA TOU €EWTEPLKOU.

QITELKOVIOTIKN Kol GAAN TopakAvikn SLEPEUVNON: UTIAPXEL LKOVOTIOLNTIKA TEXVIKN
UTIOSOUI KOl EUTTELPO ETLOTNHUOVIKO TIPOCWTTLKO, 0TO ANUOGLO KAl 0ToV ISLWTIKO TOPEQ.

I8LWTIKOG TOpEQS
Ol emayyeApatieg vyelag otov LOLWTIKO ToHEA €xouv afloonueiwtn Spacn kat mpoodopd.

natdiatpol: pé€oa amod TNV KaBnuepv Toug maldlatplkn mpaén ouxva avayvwpilouv
veoyva, madla kot eprifoug mou mapouctdlouv onUeLOAOYia TETOLO TIOU TIOPATIEUTIEL
og avamntuilakn kabuotépnorn, ouyyevelg avwpaAieg, K.a. NMapaméunouv acBeveic yla
TEPALTEPW SLEPEVUVNON OTLC EEELOIKEUPEVEG KALVLKEG.

tatpoi aAdwv eldikotHTwy: ovayvwpilouv A/kat Slaylyvwokouv acBeveic pe omavia
VOOHUOTO XWPIC OUWE va UTIAPXEL OUYKEKPLUEVN UToSoun N opyavwon €el8IKwv
KAWIKWV N latpeiwv. ISlaitepn katnyopia OpwE omoteAoUV LaTpol Kol KEVIpA TNG
EUPBPUIKNC LOTPLKAG TIOU, KOL OTOV LOLWTIKO TOHEQ, Asltoupyouv pe uPnAo emninedo
e€elbikeuonc. Tuxva n mepaltépw SlayvwoTikn dlepevvnon tTwv acBevwv yivetal og
ouvepyaoia pe €va amod Ta Mo MAVW eEELOIKEVUEVA LOTPLKA KOL EPYOOTNPLAKA KEVTPA.

Juvomntikd, otnv Kumpo kataypddovrtal aflohoyeg umnpeoieg Sidyvwonc/Stepevvnong
TIOU TIPOOGEPOUV OTA OTAVLIO voonpata. Kabwe Opwe n omaviotnTa EMITEIVETAL OTOUG
ULKPOUG TTANBUOUOUC KOL N EUTMELPOYVWHOOUVN KOTAKTATAL SUCKOAOTEPQ, €lval pavepo
TIWG UTIAPXOUV TIOAAG TteplBwpLa avATTUENC.
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Avtipetwrnion

Onw¢ Nén avadépbnke dev umapxel (OxL povo otnv Kumpo aAld kat dteBvwg) pia kat
HOVN LATPLKA ELBIKATNTA TTOU VoL 0loXOAELTAL e O Ta oTtdvia voorjpata.’ H KABE LoTpikr
ELOLIKOTNTA £XEL, AlyOTEPA N TIEPLOCOTEPQ, OTIAVLA VOO LATA E TOL OTtola aloxOAElTaL Kol
OUVETIWCG YVWPLleL va Slaxelpiletal kaAUtepa.

Méoa and to UPLOTAUEVO OTN XWPO KOG CUCTNHA UYELOG KoL KUPLWG 0TO SNUOGCLO ToPEQ
TPOOGDEPETAL N QAVILLETWILON ONUAVTIIKOU aplBuol onmaviwv voonuatwv. MapdAAnAa
LKAVOC aplOUOC aTOUWY KAaTadeUYoUV OTOV LOLWTIKO Topéa. Ta LATPLKA KEVTPA Elval wg
€M To MAeloTOV TO AVTIOTOLY O E QUTA TToU avadEpovTal oto KedpAAalo Tng Aldyvwong.

El8lkOTEPQ, UTIAPXOUV OPLOUEVA TUAMOTO TIOU a0XOAOUVTAL UE TNV QAVILLETWILON (Ko
Slayvwon) Kal auTtd avopEPovTaL o KATW TIEPLANTITIKA:

Noookopeio Apxlemiokomog Makaplog Ill: voorpata/cluvépopa YEVETIKNG attloloyiag
(kuplwg o modlatplkd MANBUOUO): UTIAPXEL €EELOLKEVUMEVO TUAMO LATPLKNAG KALVIKN
vevetikng oto NAM Il oto omoio mpoodEpetal mapakoAoUBNOoN Kol OVTLUETWIILON
a0Bevwy HE YEVETIKA voonuata. e ouvepyooia He To Madlatplkd TUAMO
npoodEpovral Kal eEEOIKEVUEVEG Bepareieg Onwg pe opdpava dapupaka i Kot aGAAa
e€eldlkevpéva pappaka (m.x. oe HeTaBOAKA voonpata, K.A.).

— mowdoveupoloylkd voonuata: avilpetwrnilovtat oto NAM Il pe tn ouvepyaoia
Mawdoveupoldywv Kal xopnyouvtal Bepameleg yla omavia VEUPOAOYLKA YEVETIKA N
Kol EMKTNTA Voorjata.

— GMa  omavia  voonpota  maldlatpkng nAkiag:  Omwg  KapSloAoyika,
€EVOOKPLVOAOYIKA,  OVOOOOVETOPKELEG,  PEUMOTOAOYLKA KAl  QUTOAVOOOQ,
NMatoAoyLkd, vedpoAoyLKd, TIVEUOVOAOYLKA Kol GAAQ QVTIULETWITI{OVTAL OO TOUG
€L8KOUC LaTPOUC oTa TAQIOLO TWV KAWLIKWY UTIOELSIKOTNTWY Tou MMaldlatpikou
TuRpatog NAMII

— Mawboxelpouylkd Tunpa: Slevepyouvtal eEMEUBACEL CUXVA YLOL OTIAVIEG CUYYEVEIG
QVWHAALEG 1 EMUTAOKEG KOLVWV KAl AAAWY VOO LATWV.

— MNawdoPuyxtatpkd tuRpa: oto NAM Il avtipetwnilovtal madia kat €dpnpol pe
PUXLKEG SlatapoxEG mou eviote adopoUVv OMAVIA VOCHHUATA N KOl OTAVLEG
EKONAWOELG KOWVWV VOO UATWV.

Kévtpo Meooyeiaking avoupiag (NAM Il kol emopxlakd Voookopeio Adpvakag,

Nepeoou, Nadou, Appoxwotou): mpoodEpetal OAoKANpwUEVN Beparmeia o€ TACKOVTES

OTWG €ilval oL petayyioelg, n amooldipwon, K.A. Na T§ EMUTAOKEG KATA CUCTHUATO

ouvepyalovtal eldikol Latpol kKuplwg Twv evnAikwy ota PLeyAAa VOCOKOUELQL.

Ivotitouto NevpoAoyiag kat Mevetikng (Asukwoia): mpoodépetal mapakoAolBnon Kot

OVTIUETWTILON 0L0BEVWVY UE VEUPOAOYIKA OAAG Kol AAAQL YEVETIKA VOO LOTAL.

OykoAoyilkd Tppata (voookopeiwv Agukwoiag, Aspecol kot OykoAoylko Kévtpo

Tpanelag Kumpou): avtipuetwnilovral aoBeveig Pe omavioug TUTIOUG KapKivwy, cuxva

KANPOVOULKWY HECO OTTO ELSIKA TIPWTOKOAAQL.

Anpooia peyalo vVoookKopeia: avtipetwriilovtal aoBevel¢ He OTAVIA PEUUATOAOYLKA,

OLLLOTOAOYIKA, OLLLOPPAYIKA, O0VOOOAOVYIKQ, eVOOKPLVIKA, KapSLloAoyLKka,

yaotpevtepoAoyikd, opBomedikd, opOaApoAoyka Kol GANQ VOGHOTO OTLC AVTIOTOLXEC

KAWVIKEC el8lkotNTwV. Emiong, ouxva OSlevepyolvtal XELPOUPYLKEG eMeUPACELS yLa

OTIAVLEG OUYYEVEIC QVWHOALEC N KOl OTAVLIEG EMIKTNTEC VOOOUC r/Kal ETUTAOKEG.

Ye eVpwAikO eminedo éxel avayvwplotel (2009), w¢ LoTPLKA ELSLKOTNTA N “KALWVLK YeEVETIKN” (4 Xpovia)
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Eniong, avripetwnilovtal acBbevelc Ye Kowa voonuata MOU TAPoUcLAl{ouV OTIAVLEG
ETUMAOKEG KOWWV /KAl oTIaviwV Voo LaTtwy

ISLWTLKOG TOHEQS

Elval onpavtiké va onuewwBel mw¢ aocBevel¢ pe omAvia VOOHUOTO QVTIHETWI{ovTOL
EMIONG OTOV LOLWTIKO TOUEQ E(TE XELPOUPYLIKA UE €€ELOIKEUUEVEG EMEUPAOELS €lte pE
Bepameiec. e QUTEC TIC TEPUTTWOELS, TOAAA amd Tta ¢GAPUOKA TIOU amalTtouvTal
gmyopnyovvtat amd tnv TmoAwteia. Eva mapddelypa amnotedel n  edappoyn NG
urofBonBoUlpevng avamapaywyng o€ TEPUITWOEL UTIOYOVILOTNTOG OTou TpoodEpeTal
eniong n mpoeuduTeUTIKH SLAYVWON YLa OTIAVIO KANPOVOULKO vOonua.

JUVOAIKA OpWG elval TpodaveG WG ONUAVIIKOG aplOuog Twv aobsvwv He omavia
voonuata onuepa avtlpetwrilovial oe Kévrpa Uyeiag, voonAeutrnipla Snuoota Kot
OLWTLKA, LoTPELa YEVIKAG GUOEWG, ELOIKOTATWY N} UTIOELSIKOTTWV.

’

v h " >0 &y avipetwnioon Twy onaviwv VoonUATwy Xpnoonotolvtal Kowd oAAd
kot opdava dpappaka. Exouv adeia kukhodopiag kat StatiBevral (=xopnyouvtat) oxedov
10 GUVoAo Twv avaykaiwv dappdkwv® mou amattodvral yia tn Bepameio Twv oraviwy
voonuatwv. Ta opdava ddpupaka €ivol €UpEwe yvwotd yla tn B6€on Ttoug otnv
QVTIHETWIIION  Slapopwy  OomMaviwv  VoonuAtwy. Tautoxpovo  XPnollomolouvTol
OUOTNHATIKA KoL GAAa pappaKa TNG KABNUEPIVAG LOTPLKAG TIPOKTIKAG KATA €L8KOTNTA
elte Oepamevutikd eite mapnyopntikd. MpoBAnuo pmopel va mPokUYPEL ylo oplopEva
ddppaka, kowd f opdavd’, ta omola eivat akptBd 6o T0 apHOSLO CUKBOUALO KaAAELTAL
va anogaociosl Aappfavovtag umton tnv yvwpodotnon twv Bepandviwy otpwv. Opwg,
yla autd umadpxel emtponn (avaioya pe to voonua) ot QopUakeUTIKEG YTINPECIEG N
omoia afloloyel ta artiparta, pe Bdon kowd cupdwvnBévta mpwtdkora.'® Bepaiwe,
UTTAPXOUV voonuata 1 eKSNAWOELG VOONUATWY yLoL T omola Sev UTIAPXEL TPWTOKOAAO,
omdte n mBavr xopnynon Ttoug yivetalL petd amod €ykplon Ttwv DopHOKEUTIKWY
Yrninpeowwv.

ph 7T s AT <7 1 dtov Tomo Huok Slatdetal @plBudg LatpotexvoloyLkou
e€omAlopol Kal ekteAoUvVTaL TOKIAEG EMEUPBACELG E TN XPON TOUG OTIWG TOTOBETNONG
Bnuatodotwyv, KOoXALAKWV EUPUTEUMATWY, HUETAPOOXEVCEWY, TPOCOETIKAG HEAWV KoL
AAAeG elte amd ouUMATPLWTEG Mag edkoug eite pe tnv kABodo kal Borbesla EEvwv
€l8Ikwv. 210 MNevikd Noookopeio Aeukwoiag Aettoupyel epyactrplo opBoTIKWY HECWV Kall
T(POCOETIKNC.

B~ " _ 7 <" h™ ' B A_:NeTO oUOTNUE aR0oTONAG adBEvwV 0To e€WTEPLKO,
HEOw TOU LatpooupPouliou, avtietwriletal aplOpuog acbevwv pe adleukpiviota
VOO aTa ToU avAKOUV ot odaipa Twv omaviwv n Pe avAyKEG OVTLLETWTILONG TTOU Sev
elvat duvatov va npoodepBoULV TOTKA.

Emitpornr) GopUAKWV (BAémne http://www.moh.gov.cy/moh/phs/phs.nsf/dmiphcomm_gr/dmlphcomm_gr?OpenDocument)
ETLtpomr) mvVeEVHOVIKN G UTEpTaoNG, Emttponr) BloAoyilkwy Bepamelwy (peupatondabeleg), K.A.

DapuakeuTIKEG YIinpeoieg, Youpyeio Yyeiag. Etiola €kBean 2006, oel. 23 (BAéne
http://www.moh.gov.cy/MOH/phs/phs.nsf/All/2CCCD27C41E07FD9C225730800354491/Sfile/Etricla%20EkBecn%202006.doc?Op
enElement)

AldBeon véwv dappakoBepamelwy otoug SikaloUXous acBeveig ... kal Wolaitepa o ouadeg aobevwv
OTwC¢ oL pevpatomnadeig, kapkivomoabeig, veppomnabeic, kapdlonabeig, acBeveig pe emAnPia, aobeveig
L€ QVATIVEUOTIKA Voorata Kal acBeveic mou mapouctalouv t voco Gaucher.

10
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JuxvA oL MAPEUPACELG AVTLLETWIILONG OTOV TOUEQ TWV OTtAvViwy voonuatwy adopouv Kat
NV amnokatdotacn twv acBevwv. Etol oe autég meplhapBavovtal Bepamneieg onmwe n
duowoBeparneia, n epyoBepaneia, n Aoyobepameia, n YPuxoloywkn) umootnplEn, n
Slatpodikn mapépPaon kot AAAeG. Itnv modlatplky nAlkia ol Bepameieg autég eival
€EQLPETIKA ONUOVTIKEG KOL AMOTEAOUV TTOAU TEPLOCOTEPO UEBOOOUC QVTLUETWTILONG KOl
Bepameiag oavtibeta pe TOUG €VAAIKEC OmMoOU (ow¢ ouxvotepa adopolv TNV
armokatdotaon:

uaotkodepareio: amooyxohouvtol ¢uoloBepameuTéC oTo GUOLOBEPATIEVUTIKO TUAUA
TWV  EMAPYLOKWY  VEVIKWV VOooKopeiwv kat oto NAM I (kupiwe pe
VEUPOOVATTTUELOKA, QVATIVEUOTIKA Kol opBomatdika mpoPAnuata oe veoyva, Bpedn
Kot modld). EmutAéov, umdpxouv apKeTol PpuOLOBEPATIEVUTEG OTOV LOLWTIKO TOMEQ.
Avotuxwg Sev umdpxel otov SNUOCLO TOHEQ Eval EVIOLO TUAMO QTTOKATAOTOONG. 2TO
VOOOKOHElD Aegukwoilag umapxouv  duolkoBepameutég  €€ELOIKEUMEVOL  OTNV
vdpoBepaneia.

epyoVeparncia: mpoodpEpetal povo otig Yrnnpeoieg WuxLkng Yyelag, amoKAELOTIKA yLa
dropa pe Puykd voorpata. EkdTtepa, UTIAPXOUV GUVOALKA 35 dropa’?. Mapamouny
yivetat povov amd Yuxlatpo kot amapaltitw¢ Adyw Puxkol VOCHUATOG.
Mpoodépetal eniong oe matdoPuylatpkad TUAMOTA 0to NOCOKOUEID APXLETILOKOTOU
Makapeiou I'(NAM 1lI) (2 atopa, povo yia madia). Kat' e€aipeon, oplopévol €€ autwy
(1% dtopa) elval anoomaopévol 0To Voookopeio Aeukwaotag (TURpa NwTLALOUEALKWY
Kakwoewv) yla va PAEmouv eviAilkeg, pn Puxika oobevelc. Ito voookoueio
Appoxwotou Ba mapéxovial UMNPECLEC OTO TMPOoeXEC Saotnua (1 dtopo, alia
QTOKAELOTIKA yla tadLa). EmumA€ov, umtdpyxouv apketol epyoBepameuTtég oTov LOLWTLKO
Topéa (mepimou 60 emayyehportiec) ™.

AoyoUeparncia: npoodEpovtal we Bepameieg otn datapaxn TG AVANTUENG Tou Adyou
OAAG KoL €EELOIKEVIEVEG OTIWC €lvaL YL TN OLTION KAl KATATOoN ota motdld aAAa Kalt
o€ eVAALKEG yla armoKataotaon. ArtaoxoAouvtol AoyoBepameuTEG o OAA TOL EMOPYLAKA
VEVIKA voookopeia kat cto NAM . EmutAéov, UTTAPXOUV QPKETOL EMAYYEAUOTIEG OTOV
LOLWTIKO TOMEQ.

Alaitodoyia: 0g OPKETA OMAVLIO voonpata amotteitat ek Statpodikn mapeupaon.
AntacxoAouvtal dlattoAdyol o OAa To EMAPXLOKA YEVIKA voooKopela kal oto NAM I
KOLL UTTAPXOUV OLPKETOL OTOV LOLWTLKO TOUEQ.

Ynnpeoie¢ Wuxikng Yyeiag: 1600 ota PuxLATPIKA TUAMOTO TWV EMOPXLAKWY YEVIKWV
voookopeiwv, oto NAM I, 600 kot o€ eTAeypEVA KEVTPA UYELOG 0' OAEC TIG EMAPXLES
amaoyoAouvtal PuxoAoyol Kal eKalSEVUEVOL VOONAEUTECG PE OTOXO TNV mpoodopd
Puxoloyikne otpEng kat kabodrnynong katw amo tnv enifAePn Kot Twv £LSIKWV
latpwv. EmutAéov, umdpxouv opKeTOlL OTOV LOLWTIKO TopEa. Ol aQVAYKEC TTOPAUEVOUV
TIOAEG KaBWC Ta ATOMA HUE OTAVIOL VOO HATA KOL Ol OLKOYEVELEG TOUG Xpelalovtal
Slopkn otnpLen, cuxva akopa Kat ya va dextouv t Sldyvwaon Toug moéco HAAAov yla

11

12

13

Etrjola €kBeon 2007, Yroupyeio Yyeiog. ogA. 103—104 (BAéne
http://www.moh.gov.cy/MOH/moh.nsf/All/DAE4803180BCD392C225736100317EB8/Sfile/ETHZIA%20EKOEZH%20YY%202007-
MNN-24.pdf?0OpenElement

Yrinpeoieg Wuyikng Yyeiag, Yrnoupyeio Yyeiog. Etiola ékBeon 2009. ogA. 19 (BAéne
http://www.moh.gov.cy/Moh/MHS/MHS.nsf/All/B19007A0F6EF837BC225773100209CAF?0OpenDocument)

TIPOCWTTKN emikowvwvia pe Naykumplo XUANoyo EpyoBepamneutwy (cUVoOAo gyypypappévwy £Toug 2011
elval mepimou evevivta dtopa)
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NV KAAUTEPN AMOKATAOTAON. 2TN TodLatpikn nAkia o poAog Twv MawdoPuylatplkwv
TUNUATWV €lval emiong Olaltepa onUAVTLKOG BEpATTEUTIKA.

o QuaolKn LATPIKN ATTOKATAOTAON: TIPOCPEPETAL ATIO APLOUO LATPWVY OTOV LOLWTLKO TOPE
evw Oev UTtApXEL OTOV SNUOGCLO TOUEQ.

e Kowwvikoi NAettoupyoi: epyodotouvtal amnod 1o Ynoupyeio Epyaciag kat Kowwvikwy
Acdalioswv, EVW UYKEKPLUEVOG apLlOUOC amaoyoAeital ev PEPEL o KABs emap)Lako
VEVLKO voookopeio kat oto NAM I,

OL aVAYKEG yLa TIG TILo TtAvw Beparmeieg eival e€alpeTIKA UEYAAEG KOL OL TIPOOPEPOUEVEC
UTMNpeoieg oto Anuoolo Sev daivetal va sival apketéc. Ouwg, to dnudolo ayopalet
unnpeocieg anod to “Méhabpo Aywviotwv EOKA” (MaAwdia, enapyia Aepecou). Emiong
EUUECO MEOW TWV EWOKWV eMSOUATWY KaAUTTOVTaL T £€£08a UTNPECWWV TIOU
npoodépovtal amo BepameuTikd KEVIpA Tou WOpuBnkav amd Siddopoug dopelg,
OUVOEGUOUG YOVEWV TTALSLWVY HE ELSIKEG AVAYKEG AKOUO KoL oo LOLWTeG. AKOpa péoa
and TG xopnyieg twv Ymoupyeiwv Yyeiag, Epyaciog kat Maidelag umootnpiletal n
Aewtoupyla BepaMEVUTIKWY KEVTPWY 1 TPOYPOUMATWY Tou ameuBbuvovtal Kupiwg oe
nadld f ednPoug n veapoug eviAikeg (m.yx. to mpoypaupo mopeuPaocng Portage, To
TIPOYPOUHO QUTIOHOU, To KEvipo Imaotikwy Kat Avamnpwv, n Kipwtog , 1o Awaiwpa
Zwng, H HAaxtida Zwng, o Aylog Xplotddopog, o Epubpog Itaupog K.a.). Méoa amnod ta
KEVIPOL QUTA Kal Ta TPOYPAMUOTA TipoodEpovial BepameuTIKEG TOPEUPACEL] AT
€L6lKOUC BepameuTéG TOU OUXVA €uploKovtal Ot ocuvepyaoia Pe Toug Bepdmovteg
latpouc. Mapapével Oouwg n €Newpn g SuvatdtnTtag owotnG TOAUBEUATIKAG
QVTLUETWTILONG KUPLWG AOYW TNG ATTOCTIACUATIKOTNTAC Kol TwV eAAelPewvV UTTOSOUNAG Kal
T(POCWTILKOU.

H eknaidevon otov Topéa TNG SLAYVWONC KAl QVILLETWIILONG TWV OTAVIiwY VOONUATWY
otnv Kumpo avamntuooetal otadlakd. Alopyavwvovtal Stadopa cuveédpla, nuepldeg,
OUIAlEC yla TOANQMAG O€poTo KOl O OPKETEC TEPUTTWOELS Ttapouaotalovtol BEpata
OXETIKA. OpwC 0 MANBUOUOG TWV ELSLIKWYV TIOU TIPOCEPXETAL €AV Ta BEpata eival WSlaitepa
e€eldIKELIEVA PELWVETAL /KAl TTapaTnPELTaL TIwE evELAdEPOVTAL CUYKEKPLUEVEG OUASEC
€16IKWV. AV UTTAPXEL ETIL TOU TTAPOVTOG KATIOLO TIPOYPAUH EKTTALSEVONC TTOU VOl OTOXEVEL
LUE OUOTNUOTLKOTNTA OTLC SLadopeg opAdeg elSikwy. Auotuxwe, Sev dalvetal va UTIAPXEL
OKOMO OPKETA SLAXLON TNG UTIAPXOUCOC YVWOoNG N apkeTod evlladépov. Mapola tavta n
€lKOVA T TeAsutaia xpovia PBeAtiwvetal otadlokd adevog Adyw euatcbntomoinong
TIEPLOCOTEPWV ETIAYYEAUATIWY UYELAC KAl AdETEPOU AOYW TWV AUEAVOUEVWV ATIAUTAOEWY
KOLL QVOLYKWV TWV 0loBEVWV.

JUUTIEPAOUATIKA, otnVv KUmpo orpepa umdapxouv aflOAoOyeC UTNPEGCLEC Kal uTtodour otov

TOUEQ TNG SLAyVWOoNnG Kal AVTLETWTLONG TwV SladOpwv omaviwyv VOonUATWY KoL 0 pOAOG

TWV Kotd Ofpa  emotnUOVwY O QUTEG €lval onuavtikog. Opwg, amatteital

0pBOAOYLOTIKOC TIPOYPAUUATIOUOG TTOU VA £0TLAlETAL:

® OTNV EMIKEVTPWOTN, OTN CUCTNHUATIKOTNTA KOL OTO CUVIOVIOUO TWV UTINPECLWYV Yyl TN
SLayvwon Kot aVILETWTILON TWV COTIOVIWV VOO LATWV

e 0oT10 avBpwrnivo SUVOUIKO TIou XPELAleTal va €XEL TNV gukalpla kal duvatotnta va
adlepwoel xpovo Kal va amoppodrnoel eKTTALOEUTIKEG ETLUOPPWTIKEG UTINPECLEG HE
oToOX0 TNV avaBadbuLon Twv umnpEcLWV

e otnv urtodoun (TEXVLKA, UTTOOTNPLKTLKA KAl AAAN)
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® OTOV MPOYPOUUATIONO Kal TNV avamtuén dtadikaolwv eAéyxou
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I. Ynootnpiktik @povrtida, Kowvwviki Npovola, Evragn

Yrnootnpktikn ¢ppovtida

‘Evag peyalog aplBuog omaviwv voonudtwy, xpnlel éykalpng avakoudloTikng dpovtidag
WOoTE N évtaén Twv aobevwyv oTo KOWWVLKO oUVoAo va SleukoAuvBel. Adyw €AAeng
OTOXEUUEVNC Bepameiag, MOANEG PpopéC n avakoudloTikh ppovtida sivat n povn pébodog
BeAtiwong tng mowdtntag {wn¢ Tou aoBevouq. EKTOC amd tnv avakoUdLon CWHOTIKWY
CUUMTWHATWY, N TapAdAANAn Kal toutoxpovn YUuxoKoWwViK otnplen, 1000 TwV
000evwyv, 000 KoL TWV OLKOYEVELWV TOUG, Elval amapaitntn.

Av KOL U OPYOVWHEVN KEVIPLKA, ETITUYXAVETOL CUXVA GUVTOVIOUOG O Tpwtofaduio

emninedo, Omou o levikog latpdg (Aypotikd uyelovoulkd Kévtpo [AYK] 11 Aotikd Kévtpo

Yyeiag [AKY]), ouvtovilet &lddopoug emayyelpatieg Yyeiag (mX. voonAeutn,

¢duokoBepameutr), YuxoAdyo, KOWWVLKO AELTOUPYO, KAT), HE OTOXO TNV KOAUTEPN

niotdtnta {wng Tou AoXovTog.

Mo Katw meplypadovTtal oL TPOoPEPOUEVEG UTINPECILEC:

e unnpeoiec @uolkoBeparnciag: npoodépovral oe OAa ta Noookopeio tng Kumpou,
vPnAng moldTNTAC UMnpecieg pualkoBepaneiag Kal OpyavVWHEVO TIPOYPALUATA VLo
€LOIKEC opaAdeC. Ita MAaiola Twv TAlSLATPIKWY KALWVIKWY TipoodEpovTal SuvatoTnTES
eknaibevong, ouvepyaoiag pe kévipa e€eldikeupévng puoikobepaneiag, Bepamneiog
véAwou (fun therapy) K.AT.

e unnpeoiec Aoyodeparneiac: npoodépovrtal oe vPnAS eninedo, aAl\d OxL o€ maykUTPLA
Baon. To kevo yepilouv ol Mn KuBepvntikég Opyavwoelg (MKO) mou mpoodépouv
€0€AOVTIKA TIG UTNPEGCLEG TOUG.

o unnpeaoiec epyodeparneioc: mpoodEpovTal TOCO amnod To KPATOg, 660 Kat and MKO.

e unnpeoiec kat’ oikov voonAeilog: oL opyavwpEves Yrinpeoieg Kowvotiki¢ NoonAgUTIKAG
g€xouv avamntuyxBel oxedov maykunpla. OL Yninpeoieg mapéxouv otnplen kat ppovtida
otoug KAwvnpeLg acBeveic. Eniong, n kat’ oikov Opovtiba npoodépetal and MKO, petda
Qo MOPATIOUT TwV Bepamoéviwy latpwv.

o unnpeoiec Wuyiknc Yyeiag: ol Ynnpeoieg Wuxikng Yyeiog tou Ymoupyeiou Yyeiog
POOoPEPOUV PETA ATIO €V APTLO OPYAVWHEVO KOWVOTLKO SIKTUO Unnpeaieg, TO00 MPog
Toug aoBeveic, 600 Kal TIPOC TOV OLKOYEVELAKO TOUC Teplyupo. TETOLEC YMNPEOLEC
npoodEpovrat kat and MKO

o unnpeoiec Olaxeiptong movou: ol evhAikol ooBeveic £xouv T Suvatotnta
napakoAoubnong amd to veoocuotabév Kévtpo Movou tou levikol Noookopeio
Agukwoliag kat Tou OKTK, aAAd Kol elcaywyng oto povadiko KEvipo AVaKoudLOTLKAG
Opovtidag “APOAADNOYZA” (MKO).

o JyoAlatpikny umnpeaia: €XEL CUVTOVIOTIKO pOAo (otnv Tapoxn OvAKOUDLOTLKAG
dpovtidag, KOWWVIKAG Tpovolag Kot &vtagng). Zuvdéel TNV OLKOYEVELDL Kal To
Yrioupyela Yyelag kat Matdeiac. Matdld mou mAcYouv Kol oo omavia voohuota (m.y.
OUTLOMO) EVIAOOOVTOL HE KON TPOOTAOsla PEOW ELOIKWVY TIPOYPAUUATWY OTO
EKTTALOEVUTIKO OUOTNUA, EVW TTAPAAANAQ KAAUTITOVTOL KAl OL ELGLKEG OIVAYKEC TOUC.

Kowwvikn mpovoia

H mapouoa kataypadn avodpEpeTal OTIC UMNPECIEG, TNV apwyn KoL Tn oTtApLEn mou
napexovrat oe Stadpopou¢ opyaviopolg Kol Lovadeg T0o0o otov Anpoclo 000 Kal OToV
Mn—Anuooto topea. OL unmnpeoieg mou kataypddovtal, Wlaitepa amndé 1o Mn-Anuoclo
TOMEQ, Elval EVOELKTIKEG TWV UTINPECLWVY TIOU TtpoodEpovTal, Kol o€ Kapia mepimtwon Sev
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TPOKELTAL yla éva TARPN Katdloyo. H odalplkr) QVTIUETWIILON TOU KABE VOORUOTOC
SloopaAilel To avOPWIOKEVTIPIKO cUOTNUA KAl ToV oeBacpud mpog Tov acBevr Kal TLg
OVAYKEC TOU. AMNA auTOG O OTOXOG Mmopel va emiteuxBel povo He e€QTOULKEUPEVA
Tipoypappata otipEng kat mepiBaing.
e Anunoolog Topéag

— Ynoupysio Yyeiag

A Anntec Snudotou Bondripatoc: yio AOyouc eUKOANG TPOGRAGLLOTNTAC EUTIAOWY
opadwv otig Ymnpeoieg Yyeiag, ektog amd tnv Swpedv mepiBaAdn mou
TPOOEPEL OTOUG KATOXOUC TNG KAPTAG A, otn Bdon elcodnuatikwy Kpttnpiwy,
npoodEpel enumAéov Swpeav nepiBaiPn oe Anmreg Snuociov Bonbruatog.

A atoua upue onmavia voonuata: o €va PEYAAO aplOud omoviwv VoonuATwy
npoodEpetal, avefdptnta amo TO €L006nua, Swpedv LOTPODAPUAKEUTLKA
nepiBaAyn, mou adopd To voonua.

A Ynnpeoie¢c Wuxikng VYyeiac: péoa amd €va aptio opyavwpévo Siktuo,
pood£pouv YUK EVOUVALWON Tou aoBevr, OKOWN KAl OE KOWVOTLKO Ttimedo
(Kowvotika Kévrpa Wuxikng Yyeiag: opada Aettoupywv amo OAeG TIG LOIKOTNTEC
PUXLKAG vyelag). Atopa pe omavia voonuata, AapBdavouv umootiplén amo tnv
npwipn nAwkia otig Yrnpeoieg Wuxikng Yyeiag MNawdwwv kat Enpwv (Makapelo
Noocokoueio).

A Kowotiknp NoagnAeutikn: kaBlota duvartr tnv nepibain Twv atopuwyv auTwy Kat
olkov, Xwpl¢ TNV QMOMUAKPUVON TOUC OO TO OlKElo TEePBAAAOV Kal TNV
Kowotnta. Onwg avadepbnke otnv €lcoywyr, Ta ATOUA TIOU TIACXOUV Ao
omavia. voonuota, TOAMEC PopéG €xouv KvnTkEG SUOKOAlEC n kabiotavtot
avamnnpa.

— Ynoupyeio Epyaciag kot Kowwvikwv Acpalicswv

A ewoobnuata  ypnuoatikd: TPOOhEPEL  XPNUOTIKA eruSopaTo  avedptnTa
eloodnuatog kat nAkiag, o pnviaia Baon kat adopouv o€ ATopa UE avarnpled.
Ztn PBaon tou vopou mepit Anuociou PBonBruatog, mpoodépovral Stadopa
BonBruata (MAPAPTHMA 1V).

A aélodoynon avikavotntac n/koat ouvrtaéewv: To Ymoupyeio Epyaociag €xel
apxioet™ v afloAdynon g avikavotnTac f/Kat cuVTAfewv Adyw vVoonudTwy
HE TNV Xprion TNE “AteBvolc Tafvopnonc AELTOUPYLKOTNTOC, AVIKOWVOTNTOC KoL
Yyeiac (International Classification of Functionality, Disability and Health, ICF).*

A Ynnpeoiec Kowwvikng Eunuepiac: mapéxouv unnpecieg kat oikov dpovtidag,
Sinuepevouoa ppovtida Kal Wpupatikn ppovtida. To Ymoupyeio Epyaociog kat
Kowwvikwv Acparioswv €xet poPel otnv Snuoupyia tou

A Tunuoa Kowwvikne Evowuatwong Atouwv pe Avamnpiec: &nuioupyndnke
avayvwpilovtag TIc elOIKEC KoL TIOAU CUYKEKPLUEVEC OVAYKEC TIOU €XOUV ATOMO
pue avamnnpia. Exel w¢ amootoAry tou tn Slapdpdpwon, TO CUVIOVIOUO, ThV
UAoTtoilnon, TNV MAPAKoAoUONON Kol TOV EAEYX0 TWV TIOALTIKWY YLa TOL ATOUA HE
ovamnpleg, YE TN ouvepyaoia Twv ouvapuodlwy Ymoupyeiwyv, KabBwe Kal Twv

14 . I3 . 1 )
TO Aakouoa, aAAA Sev TO €16a KATTIOU YPAUEVO

0 ayyAlkog opog Disabilitiy elval n “avikavotnta” kot oxt n avamnnpia (= handicap). O ayyAikog 6pocg
handicap Ba pnopoloe va anodoBel wg HeLOVEKTNKOTNTA.

Maykoouog Opyaviopog Yysiag. AleBvng Taflvounon tng A£LToupylkotntag, tng Avamnplag kal tng
Yyelag, ICF. Ymoupyeio Yyelog kat Kowwvikng ANNnAegyyung, lvotitouto Kowwvikng Mpootaciag &
AMnAeyyung. Ekdooelg BRta, ABrva. 2005. Alabéatpo amno: http://www.who.int/classifications/icf/en

15
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Strategic Plan Rare Diseases 30 8 2012 teAko oeAiba 31 and 76



YdLOTAUEVN KATACTAON: UTTOOTNPLKTLKN $dpovTida, KOWwVLKN Tipovola, Eviagn

KOWWVIKWV eTaipwv. OL uTnpeoieg TIg omoieg mapeéxel adopoluv oe BiBAdplo
Avannplag (ue TO omoio oL katoxol enwdeAovvtal Helwon ¢Gopwv Kot
SleukoAUvoelg amd Ymnpeoieg), Owkovoulkd Embdopata (emidopa Paplag
KLVNTIKAG avamnpiag, emibopa ¢povtidbag oe dtopa pe mapamAnyia n
tetpanAnyia, xopnyla oe TtudAolg), EmayyeApatiky Evowpdtwon (Ixédlo
ETAYYEALATIKNC KATAPTLONG, oXESL0 autoepyodotnong, xS0 amaoxoAnong Ue
ZtnpLen), Ynnpeoieg Kivnong kot Texvikd Méoa (emidopa Stakivnong avamnipwvy,
olkovoulky  BonBswa  yia mpounBswa  tpoxokaBiopatog,  Alaxeiplon
TpoxokaBlopdTwY, KApTa OTABueuong, olkovoplky Ponbela yla amoktnon
OLUTOKLVITOU Kol OXESLA TEXVIKWVY LECWV.

— Yrmoupyeio OWKOVOUIKWV: MPEOW TNG Ymnpeoiog Xopnywv kot Emdopdtwy,
NpoodEPEL MPOG TOUG aoBeVE(G e omavia voorpata tn Suvatotnta mapoxwpenong
Sdaveilou/xopnylag vyl TNV ayopd, avéyepon, PeAtiwon n  eméktaon
KaTolkiag/Slapeplopatog.

— HuKpaTIKOL OPYyOVIOHOL: TTOPEXOVTAL OLKOVOULKEG SLEUKOAUVOEL( O€ ATOMO TIOU
€xouv avamnpia. Xta mAaiola TNG TOATKAG autng edapuolovial ELSIKEG
SLEUKOAUVOELG amo Toug opyaviopous. Ot Sikatouyol elval atopa mou AapfBdavouv
BonBela amd tnv Ynnpeoia Kowwvikng Eunueploag tou Ymoupyeiou Epyaciog kat
Kowwvikwv Acdalicewv. Emiong, ta atopa mou Aappavouv to EmiSopa Baplag
Kwntikng Avamnpiag¢ amoé to Tunua Kowwvikng Evowpdtwong ATOHwWV ME
Avarnnplec.

e Mn Anpooiog Topéag

— Mn KuBepvntikoi Opyaviouoi (m.x. ouvdeopolL acBsvwv): mpoodépouv TIg
UTINPECLEG TOUG yLa T otnpeLEn Kot tn BeAtiwon mowotntag {whg Twv acBevwy Ue
onavia voonuata. H mAsloPndia autwv Twv CUVOECHWVY TIAPEXEL OLKOVOMULKN
BonBela yla duowkoBeparneia, vbpoBeparneia, AoyoBepareia Ko
LatpodapuakeuTiky TeplBaAn. Ze €lOIKEC TEPUTTWOEL TOUC TPOUNBEVEL e
LATPKO €€OTMALOUO, OtV auTOC Sev KOAUTITETAL Ao TOV Kpatlkd ¢opéa. Emiong,
TIAPEXETAL KOWWVLIKN Kal PuxoAoyLkr) otplen ota atopa aAAd Kol OTL OLKOYEVELEG
TOUG, EVNUEPWON YL TA SIKOLWMOTO TOUG KOL Yla TLG TIAPEXOUEVEC OE AUTA
umnpeoieg (mx. 2ovbeopo¢ Muomabwv Kumpou, 2ZUvOeEOHOC ATOHWV UE
Oalacoatuia, Zuvdeopog Atopwv pe Myasthenia Gravis, ZUVOEOUOG ATOUWY WE
AvoooavenapKeLa, K.A.)

— @povrtida avaravAac: To Yrioupyeio Epyaciag kat Kowwvikwv Acharioswv mapéxel
OLKOVOULKN OTNplen oc £0eAOVTIKEG OPYAVWOELG OL OmMoleC oToxeLoOUV va
avantuéouv umnnpeoieg ¢povtidag avamauvAag yla Toug ¢GPOVIIOTEC KOl TNV
OLKOYEVELQ TWV 0.0OEVWV LE OTIAVLO VOGHLOTOL.

Ynnpeoieg Emavévtagng

MeyaAUtepo Kevo moapouolaletal ot Ymnpeoie¢ Emavévtaéng, emeldry umdpyxouv
eAAXLOTO OvVAPPWTINAPLA TIOU TIPOOPEPOUV €EELOIKEVUEVEG UTNPeoieC. EvOelkTika
avadépovrat n “APOAADONOYIA” (Kévtpo Avakoudlotikng @povtidag mou idpuoe o
AVTIKOPKIVIKOG ZUvdeopog (MKO), MéAaBpo Aywviotwv (WOuwTtik mpwrtofoulia), to
Tunua NopamAnyikwv oto Fevikd Noookopeio AsUKwWOLOG. & avappwtnpla £Xouv
petatparnel ta Stadopa ynpokopeia, kKabwe kat Snuooia voonAeutrpla 1.X. Noookopeio
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ABaAdooag, kabBwg kot Oiddopa ISplupata omwg my. “EAeovoa”. Aettoupyouv
napaAAnAa Kévtpa Huépag, omwe m.x. “Avepwvn»

YMOOTNPLKTIKA HECO TIPOG TOUG aoBevelg e omavia voonuata (Wblaitepa ekeivoug mou
€Youv Kamola olaitepn avaykn n avamnpia) mopEXoVIal CUVTOVIOUEVA oo TIOAAQ
Yrnoupyeia.
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Ydlotapevn kataotaon: kataypadr onaviwv voonuatwy

A. Kataypadn Inaviwv Noonudtwv

H kataypadn amoteAel Boowkod OTOXElO OTNV QAMOTEAECUATIK QVTLUETWIILON TWV
OTAVIWV voonuatwyv. H KUmpog w¢ pa pikpn xwpea €xeL tn duvatdtnta uAomoinong twv
OTOXWV Yyl TNV Kataypadrn TwV OTAVIWY VOOHUATWY KAVOVTOG XPron TNG UTIAPXOoUoaS
YVWOonNG Kal EUMeLplag:

e umnapyovta apxela: umapxeL aplOuog apxeiwv Sladpopwv voonuATwy TTou ThpouvTal
amo edkoUg ylatpolg 1 KAWVIKEC. MOAAA amod Ta apxeiot auTA amoteAouvTalL, €V HEPEL
N €€ olokAnpou, amd omavia voonuota. Mepikd mapadelypata €ival ta oapyeia
YEVETIKWV VOONUATWY TIOU tnpouvtal oto Ivotitouto Neupoloyiag kot MEVETIKAG Kal
oto Makdaplo Noookopeio, to Apxeio Zuyyevwv Kopdlomabelwwv, to opxeio tou
Kévtpou Epesuvwv Moplakng latpikng tou Mavemotnuiov Kompou kat to Apxeio
AlpatoAoyikwv AcBevelwv oto Mevikd Noookopeio Asukwaoiag. Ta e€eldikeupéva auta
opxela €EUTNPETOUV TIC KALVIKEC KOL EPEUVNTIKEC QVAYKEG TOU TUAUATOC 1 TOU
ETLOTAHOVA TIOU Ta XElpileTal. EvtouTolg, dev umopouv va anoteAécouv enapkr Baon
yla TANBUOUILOKECG eTLONULOAOYLKEG EPEUVEC KOL YLl EMLONULOAOYIKN) €MITAPNON TWV
voonuatwy. Mo toug okomoU¢ autoug Xpelaletal MANBuoUlakd apxeio pe e€Bvikn
kaAuyn. H avtAnon dedopévwyv amo ta nén umapyovta apxeia pmopel va cupBalet
otnv avamntuén eBvikou apyeiou.

e unapxouoeg OOMEG: TO Ymoupyelo Yyelag, HE TIG UMAPXOUOEC OOUEC TOU,
ouuneplhapPBavopévng t™g Movadag MapakoAouBnong Yyelog, pmopel va
Slodpapatioel cuvtovioTIKO POAO OTNV avamrtuén €vOog KeVIplkoU opxeiou Kol va
oUMBAaAeL otnv avamntuén n BeAtiwon e€eldikevpévwy apxeiwv. H avamtuén unodouwv
NAEKTPOVLIKNG uyelag, ol Spaocelg oto eminedo tng EE kal n umapén eAAXLOTWV CUVOAWV
6ebopévwv (Minimum Data Sets, MDS) amotehoUv Oetikd otolxeia mou Ba
SLEUKOAUVOULV TNV Kataypodr) TwV OTAVIWY VOO UATWV.

e Kwdwomoinon: 1o cuotnua kwdikomoinong tou Orphanet pmopel va otnpifel v
kataypadn TwV OMAVIWY VOONUATWY PE TNV TapoXn eEELOIKEVUEVWV KWOLKWY yla
voonuata ota omnoia to ICD napéxel acadeic Kwdkouc. H avapevopevn avabewpnon
Tou ICD Ba mpoodépel eukalpleg yla mMAnpéotepn e€eLOIKEVUEVN KwSLKOTOlNON.

e Slacuvoplakny ¢povtida: n amouvcia kévipwv avadopd¢ otnv KOmpo yla oplopéva
OTIAVLO VOO LATA KOLL N 0VAYKN ATTOOTOANG acBevwy 0To eEWTEPLKO YLa EEELOLIKEUUEVES
Bepaneieg Onuoupyel oplopéveg SuokoAie¢ otnv  kataypadry TwV OMAVIWV
voonuatwy. Auto npokaAel kabuoteproelg otnv akplPfr Sldyvwon Kal otn cuAloyn
bebopévwv.

® TEXVIKEG MTUXEG: N 0pON Aettoupyia OAwv Twv apxelwv vyeiag anattetl tnv Kataypadn
TWV TIPOCWTILKWY OTOLXELWV Twv acBsvwv oUTwE wote va amodelyovtol oL SUTAES
kataypadéc. O kivbuvog Suthoypaduwyv eival blaitepa auénuévog otnv mepimtwon
TWV OMAVIWV VOONUATWY AOYyw TNG EUTAOKAC HEYAAOU aplOUOU KEVIpWV OTNV
QVTLUETWTTILON Tou KABe aoBevolg adou, ta onavia voorpoata xprlouv moAuBeaTIKAG
QVTIHETWTILONG amd TOANATAEG €l8kOTNTEG. XtV KUmpo mapatnpeital amouoia
EMAPKOUG CUCTAUATOC TOPOXAG HovadIkwy oplOpwv Tautomnmoinong o OAoug tou
aoBeveic mou yivovtal amodékteg umnpeowwv vyeiag otnv Kompo. Emiong, Adyw tng
OTaVLOTNTAC TWV VOONUATWY UTAPXEL O Kivduvog KaBuotepriocewy Kal avakplBeLwv
otn Sldyvwon.
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Ydlotapevn kataotaon: kataypadr onaviwv voonuatwy

e XPNHATOSOTNON: OL SUVATOTNTEG XPNHATOSOTNONG yla SnuLoupyla UTTIOSOUWY XWPOU,
e€omAlopou, oteAéxwon, ekmaibevon kat aAAa Asttoupykad €€oda meplopilovral anod
TLG TAPOUCEG OLKOVOULKEG CUVONKEG.

e VOMIKO TAaiolo: £xeL N6n etolpactel and 1o Ymoupyeio Yyeiag vopooxedlo mou Ba
kaBlotd tn culMoyn dedopévwy uyelag cuvvoun. 2 Tiepimtwon mou autd Pndlotel n
Movada MapakoAouBnong Yyelag Ba pmopel va cuAAéyel Ta avaykaio deSopéva Kat
val SNULOUPYNOEL KEVTPLKO QPXELO OTIAVIWY VOO LATWV.
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YdLloTApEeVN KATAOTAON: €pEUVA

E. Epsuva

H afla tg €peuvag eival adlapdofitnin. Xwpis €pguva dev pmopel va emtteuxOet
npoodog. Eival péoa amd tnv €peuva mou Ba avamtuxBolv Kavoupyleg SLayVWOTIKES
e€etdoelg, KawvoLpyleg Beparmeieg, kKaAUTEPN MPOANYN Kal KOAUTEPN QAVILUETWTILON TWV
OTIAVLWY VOonUATwy. OL ONUEPLVEG EPEVVEG ELVAL OL AUPLAVEG LATPLKEG UTtNpETieC. Emiong,
KATL TIOAU ONUAVTIKO, N €pEUvVA OTA OTAVLIA VOOHRUATA cuxvad odnyel og véa yvwon, n
omoia BonBa otnv katavonon Kat AAAWY TILO CUXVWV VOO LATWV.

H épeuva ota omavia voonpata Unopel va xwploBel og £€L LeyaAeg katnyoplec:

o erudnuodoyky €peuvva: otoxevel otnv efakpiPwon TG ouxvotntag n Tou
ETWNOAQOHOU TOU KABe voonuatog, kabwg eniong koL otnv cUAAOYH OTOLXELWV yla TN
voonpotnTa, BvnoluotnTa KAT.

o KAWIKEG HEAETEG: ETILKEVIPWVOVTAL OTNV KATAvonon tn¢ puOLKAG LoTtoplag tng vooou.

e Baolkr €peuva: AOXOAEITAL HE TOV YEVETIKO KOl HOPLAKO XAPOAKINPLOHO TOU KAOE
VOONHATOG, KABWC €MioNg KAl PE TNV KATAVONON TwV BLOAOYLKWY UNXAVIOUWY KOL TNG
naboduololoyiag.

o petadpaoTKn €PEUVA: lval £VOG OXETIKA TPOOPATOG OPOG O OMOL0G avadEPETAL O
gL aAucida ano Stadikacieg oL omoieg 06nyouv otnV ypriyopn Kol OMOTEAECUATLKN
pHeTadopd TNG YVWONG TIOU OTOKTATOL Oamo TNV POOLK €PEUVO OE TIPAKTLKEG
edappoyEg mou wdeholLV Toug aoBevei i Tov MANBUCUO YeVIKOTEPOQ.

o £peuva ylwo VEeC Oepameieg: Ta TEAsuTaiol XPOVIO ETUKEVIPWVETAL OTN XPHON
HOVOKAWVIKWY OVTIOWUATWY, TNV KUTTOPLKA Kot yoviSlwuatiky Bepameia kat tn
Bepamneia evIUULKAG UTIOKATACTOONG.

e KOLWVWVLKN €peuva: €XEL va KAVEL PE TNV Tootnta {wnG Twv acBsvwv kol Tnv
afLoAGyNoN TNG ATMOTEAECUATIKOTNTOG TWV TIPOOHEPOUEVWV UTINPECLWV UYELOC.

AvOOTOATIKOL TTOLPAYOVTEG EPEUVAG OTOL GTIAVLOL VOO LOTOL

Méoa amoé to Eupwnaikd mnpoypappa EUROPLAN (www.eurordis.org), €ywe pwa

kataypadn tng kataotaong otnv Eupwnn écov adopd TV €peuva oTa OTIAVLO VOO LT

Kol avayvwpiloBnkav oL KUpLoL aVOOTOATIKOL TOpAYyOVTEG:

e Xpnuatodotnon: umdpxel yevikd SuokoAia otnv e€aocddAion xpnuatodotnong yla
€pEuva oTa OTAvVLIa VOoonuata AOyw €AAUTAG UTOOTAPLEN €K UEPOUC Twv Sladopwv
dOopEWV Kal VTAYWVLOUO aTtd TIO CUXVA VOO HOTA OTw Kapkivo, dtafntn KA.

o £Newpn evdiadépovtog Bropnxaviag: umdapxel €AAewpn evdladépovtog amo TN
dapuakeuTiki Blopnyxovia yla avamntuén Gapudkwy ylo To oTavia voopata AOyw tng
EKTLLWHEVNG XA UNAARG amodoong tng emévduong (oAU HKpOg aplBuog acBevwy yla To
kKaBe voonua). Av kat oL Kavoviopol yla ta opdava dappoka E€xouv SLEUKOAUVEL TNV
avamrtuén Oepamewyv ylo TA  OMAVIOL VOOHUOTO, XPELAlovial ETMUTPOCOETES
MPWTOBOUALEG. XALAdEC oOmAvia VOOHUOTO TOPAPEVOUV XWPIC OUYKEKPLUEVN
Bepamneia. Asbopévou OtL n avamntuén Bepamnelwy e€aptdrtal oe peydio Babuo amnod to
VEVETIKO KOl HOPLOKO XOPAKTNPLOHO Twv aoBevelwv, KabBwg emiong kal amod tnv
KOTOVONoN Twv BLOAOYLKWY UNXAVIOUWV Kol TG taboduaololoyiag, amoktd Kplowun
onuaocia n evioxuon tng £€peuvac. Oco mio MoAAR Boaolkn €peuva yivetal os éva
OTIAVLo vOonpa Tooo 1o eVKoAo ival yla tTnv dpappakoBlopnyovio va KTioeL mavw o€
OUTA TNV €PELVA KAL VO TIPOXWPNOEL OTNV AVATTTUEN VEWV GaPUAKWV.

e aplOpog aoBevwv: UTIAPXEL SUCKOALDL OTNV QVEUPECH OPKETWY ACOEVWV YLOl KALVIKEG
UEAETEG, KATL TTOU Snovpyel mpoPANUa pe tn Suvapn TNg OTATIKAC avaiuong,
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YdLoTAEVN KATAOTAON: €pEUVA

o ENewpn apyxeiwv kot BAcswv d60HEVWV Kal
* OMOUOVWON TWV EPEUVNTIKWY OLASWV.

Mpotewvopeva LETPA EViOXUONG EPEUVAG

2TO TIPOTELVOUEVA LETPA TTIOU €XOUV €lonynOel AAAeg EupWTAIKES XWPEC YLO TNV EVIOXUON

NG €pEUVaG oTa omavia voonuata nepthappfavetat ta akoAouba:

o &e1dka kov8UALa (“earmarked”): uTtapxeL N avaykn yla €peuva oToL OTIAVLA VOO LOTA,

o adialeuntn épeuva (sustainability): elval onpaviiko n €peuva va gival Guvexng Ko
OXL QTIOCTIOLOLOLTLK,

® OuVEPYOOLO EPEVVNTIKWV OMASWYV: avAykn ouvepyaoiog oe Eupwmnaikd eminedo pe
TIOAU—€OVIKEC  KAWIKEC UEAETEC KAl Tpoypauupata Tou PBaoilovtal otn
OUUTTANPWHATIKOTNTA KAl aAvTAAAQyr) EUTIELPLWY,

e gumAoKN acOevVWV Kol OLKOYEVELWV TWV: N CUUUETOXI) TOUG €ivao TTOAU ONUOVTLKN.

EupWMAiKA EPEUVNTIKA TPOYPALOTA YLOL OTIAVLOL VOGHLOTOL

e Orphanet (http://www.orpha.net): ta epeuvnTikd TPOYPAUUATA TAVW OE OTAVLA

VOONUOTA TIOU TPEXOUV QUTH TN OTWyUR otnv Eupwrn, autd eival kataxwpnuéva oe
kataloyo otnv wotoceAiba tou Orphanet. Mmopel kaveig va Patel pe diadopoug
TpoOmou¢ (6vopa vooou nf yovidiou, katnyopia €peuvag, xwpa, K.d.).
‘H6n amd to 5° Mpoypappa MAaiolo, umrApxe €8k katnyopia yia Ta omavia
voofpata. Ita mAaiowa tou 5% Mpoypdupatog xpnuatodotdnkav 47 mpoypdupota
HE TO OUVOMKO TOOO Twv 64 ekatoppupiwy supw. Ito 6° Mpdypappa MAaiclo ta
TPOYPAUMATA Ylo omavia voonuata oauénbnkav oe 59 kat to mocd oe 230
EKATORUPLA UPW. 2To 7° Mpdypappa MAaiolo eixav xpnuatodotnBei péxpt Tig apyxég
Tou 2010, 20 mpoypAUUATA LE TO TIOCO TWV 75 EKATOUMUPLWY EVPW.

e E-Rare (http://www.e-rare.eu): eival Eupwnaikd mploypappo TOU ocuoTtAOnKE HE
OKOTIO TNV SLOKPATIK) CUVEPYOOLO OE EPEUVNTIKA TIPOYPAUMOTO Yl TO OTAVLA
voonuata. Ito ‘E-Rare 1’, tnv mepiodo 2006-2010, cuppeteiyav 10 kévipa amo 8
Eupwnaikég xwpeg kal xpnuatodotnOnkav 13 mpoypdpparta. 2to ‘E—Rare 2’, mou
akoAouBbnoe 1o E—Rare 1, ouppeTéxouv 16 kévipa amd 12 XWPEG KoL E€XOUV
xpnuatodotnBel péxpl otyung 16 mpoypaupota. MpoPAémovial 2 TPOOKAACELG
YEVLKOU evlladEpovTog, Kal 2 TPookARoeLs eldkou evdladépovtog.

H ouppetoxn oto E-Rare eival oe emimebo umoupysiwv 1 OpyovIOUWV TIOU
xpnuatodotouv épeuva. H xpnuatodotnon amd 1o Eupwmaikd ZupBouAwo sival 2
EKATOUUUPLA EUPW Ta Omoia KOAUTITOUV Spaotnplotnteg SIKTUWONG, TO AEYOUEVO
“glue money”. O kaBe cuvepydtng xpnuatodotel €OVIKA MpoypAUUATA OTO Omola
OUMMETEXOUV TOUAQXLOTOV KON 2 XwpeG. OL MPOOKANCELG €lval KOLWEG Kol N
afloAoynon yivetal ano kowvn Slebvn emtponr). MExpL oty NG €xouv xpnuatodotnOet
OUVOALKA 29 Slakpatikad consortia kat 141 epeuvnTIKEC OUASEC LE TO GUVOALKO TTOOO
TwV 19.6 ekaATOUpUPLWY EVPW.

‘Epeuva yla ta Inavia Noonpata otnv Kinpo

Elvat yvwotd otL n Kumpog §odelel Ayotepo amo to 0,5% tou Eyxwplou EBvikol
MpoldvTog ylao Epeuva YEVIKA, EVW 0 PECOG 0pog otnv Eupwrn gival yupw oto 2% Kal o
0TOX0G TNG ZTPATNYLKAG TG AloocaBovag eivat 3%.

Mapd TIg avtléootnteg, ta teAeutaia 20 xpovia £XeL avamTtuxOel onUaAVTIKI) €PEUVNTLKA
Spaotnplotnta otnv KUmpo, kKuplwg ot epeuvnTkA KEVIpA, OnMw¢ To lvotitouto
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Neupoloyiag kat Mevetikig, To Mavemotiulo Kumpou, to Kapaiokdkelo 16pupa, Kal o
npoodata, To TexVoOAoyLKO MAVETOTAKLO KOL TA LOLWTLKA TIAVETILOTH LA KOl KOAAEYLAL.

H €épeuva ota omavia voonuata Eekivnoe Pe tn MEAETN TG Oahacoatpiag, n onoia dgv
ATov omavio voonua otnv Kumpo mpv ano to MpoAnmtiko Npoypappa mou ebapuoodnke
ota péoa tng dekaetiag tou 70, adou ennpéale 1 oe kABe 200 mepinou veoyévvnta, elvatl
OMWGE OTIAVLO VOON O CNEPQ KaL olyoupa glval omavio voonua otnv Eupwnn.
AnOé epeuvnTIKA Tpoypappoto  Tou  Slegnxdnkav  otov  Kumplakd mAnBuoud
avayvwplodnke aufnuévn ouxvotNTA OUYKEKPLUEVWY  OTAViwv VOONUATWVYV o€
OUYKEKPLUEVEC TEPLOXEG/KOLWVOTNTEG TNG KUTpou Omwg, n Owoyevr¢ MoAuveupomndBeila
Apuloeidoug (Maxva, Kepuvewa), Nocog tou Opivtpaiyx (MNadog), Nocog Zdavtxod
(Mapwvitikn kowvotnta), FayyAocidwon GM1 (MeAévdpl), Kuotikn Ivwon (ABnévou) k.a.
Ta AMOTEAECUOTA QUTWV TWV EPEUVNTIKWY TIPOYPAUUATWY £lYav aueon enidpaocn otnv
npoAnyn, adou ot ennpealopeveg opadeg MAnBuopol evnuepwONKaAV, Kal yla KAToLlo
anmd TA VOOHMOTA OUTA €XOUV EEKIVAOEL QVLXVEUTIKA Tpoypdappata. EKTOg amo
ETUONULOAOYLKA OTOLXELD, EPEUVNTIKEC WEAETEC TOU Olekmepawwdnkav otnv Kumpo
€dwoav otolxelo mMou adopolV TOV YEVETIKO KoL HOPLOKO XOPOKTNPELOUO Sladopwv
OTMAVIWY VOONMATWY. X& TOAEG TIEPUTTWOELS TePlypAdnkav VEEG UETAANALELS OE
Kumploug aoBeveig ol onoleg Sev eixav Bpebel oe dAoug mAnBuopolg. Emiong, apkeTEg
HEAETEC €lyOV ONUAVTIKA gupnuata O0cov adopd TNV KAtavonon Twv BloAoylkwy
HNXOVIOUWV KoL TNG TaBoducloloyiag 0pLoUEVWY CTIAVLWY VOO UATWV.
T€ aQvtamdKpLon otn cvotaon tou Eupwraikol SupBouliov (2009/C 151/02)Y, éywe pa
TIPOKATAPKTLKA TpooTabela yla xoptoypadnon tng UPLOTAUEVNC KATAOTAONG OTNV
KUmpo 6cov adopd tnv €peuva oTa OTIAVLIA VOO |LaTa. ITAAONKE €va EpWTNUATOAOYLO UE
NAEKTPOVIKO TaxUSpOoUELo og 26 epeuvnTEG (UTTELBUVOUC EPEVVNTIKWY OUASWYV) oL omoiot
elval yvwoto otL aoxoAouvtal HE €peuva oTa omavia voonuata. Yrmnpée aviamnokplon
arno 12 (moocootd 46%). Ao TIG amavT oL TPOKUTITOUV Ta akoAouBa otolxeia:
® EPEUVNTIKEG OMASEG: amo TIG 12 epeuvntikég opadeg, ol 10 Bplokovtal oto lvotitouto
Neupoloyiag kat Mevetikng Kompou, n pia oto Mavemotiuio Kumpou kal n pia oto
Makdapelo Noookopeio.
e omavia voonpata: ot 12 autég opadeg acyolouvtal r €xouv acxoAnBei oto mapeABov
ue 94 Stadopetika onavia voonuata (Mapaptnua V).
® EPEUVNTIKA Mpoypappata: ota TeAeutaia 20 xpovia mou §pacTtnPLOMOLOUVTAL AUTEG
oL opadeg €xouv cuumAnpwOel 107 €pELVNTIKA TIPOYPALUATO Ylo OTIAVLIA VOOH T
kat Bplokovtal og e€€AEN GAAa 13.
e dnuooleloslg: amd TNV €peuvnTKn  aut  Spaoctnplotnta  mpogkupav 278
dnuootevoeLg.
® EPEUVNTIKEG Xopnyleg: S0Onkav PEXPL OTLYUNC 7,5 ekOTOMpUpiol EUPpW, LE TOV TILO
peyalo xopnyo to 16pupa MNpowdnong Epeuvacg (Mapaptnua VI).
Ta mo mavw otolxeia Sivouv pla MPpwWTn €lKOvVA yla TNV Katdotoon 6cov adopd tnv
€peuva yla Ta omavia voornuata otnv KUmpo, n omoila dev MpEMEL va €lval HOKPLA oo
TNV TPAYUATIKOTNTA yloti oL opadeg mou avramnokpibnkav eival Kal oL o SpaocThpPLEG.
Oa MpEMEL OUWE va Yivel pla SeUTEPN, TILO CUOTNUATIKN TpooTtdBeLa, yla 1o akppn
xaptoypadnon tng kataotaong ocov adopd TNV €peEuva OTA OTIAVIA VOCHUOTO OTNV

Emionun Epnuepida tng Eupwnaikng Evwong. 20otaocn tou upBouliou tng 8ng louviou 2009 oxeTikad
LE o 5pdon oTov TOHEN TWV OTIavViwY voowv (2009/C 151/02). oeA. 7-10, 3 louAiou 2009. AtaBéoiuo
amno: http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=0J:C:2009:151:0007:0010:EL:PDF
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KOmpo. Aev €xouv ouMexBel kaBOAou OTOLKELQ yla TNV KOWWVLKA €PEUVA KOL yla TNV
EPELVA YylOL TOV POAO TwWV TEPPAANOVTIKWY TAPAYOVIWY OTNV QVATTUEN OTAVIWY
VOONUATWV.
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ANAAYZH SWOT
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JTPATNYLKOG oxedLaopog: SWOT avaAuaon

IZXYPA ZHMEIA

NoAwtiky otApn: umapxel oe uPnAotato emimedo ywa avamtuén
OTPOTNYLKAG YLO TAL OTIAVLOL VOO LOTal

MéyeBoc¢ ko TARBUOIAG XWPAG: TO LLIKPO UEyeBog tng KUTtpou Kal Tou
TANBuoPoL TG SLEUKOAUVEL TN CUOCTNUATIKOTNTO KOL TO GUVIOVIOUO
TWV TPOYPOUUATWY TPOANYNG Kal avixveuong, Thv Opyovwon e
ULKPOTEPO KOOTOG TWV UTINPECLWV UYeiag yla €ykalpn Stdyvwon Kal
OVTIHETWITLON TWV TEPLOTATIKWY, TNV Kotoypadr TOUug KoL ThV
TPAYUATOTOLNGN EMLONULOAOYLKWV LEAETWY

rewypadikl 0éon: n Béon tng Kumpou euvoel ouvepyaoieg pe
VELTOVLKEC XWPEG, yLa av€naon Tou aplBpoul Twv achevwv

Yrodour) Kot oteAéxwon: umapxel aflohoyn umodoprn Kol ApLoth
oteAéxwon Ooov adopd e€eISIKEVUEVO KEVTPA, TIOPOXN UTINPECLWY
uyelag, epyaotnpla, Kowwvikr othplen, koataypadn Sedouévwv kal
£peuva

ZuppETOXN OE KOWEG Spaoelg tng EE: umdpxel avtoAAayr) €UMELPLWY
ota mAaiola oxetikwy Siktuwv (Europlan, Orphanet)
T0vésopol  acBevwv: gxouv  apTla  opyavwon,
Spaotnplomnoinon

EvaicOntonoinon mAnBuopou: WSLlaltepa ONUAVTLKN YLOL YEVETIKA KOl
omnavia voonuata (Aoyw Oalacoatpiog)

KouAtoupa: Umapxel Kol TapEXel TN Suvatotnta EMIKOWWVIAC Kal
ocuvepyaoiag

£vtovn

AAYNAMIEZ

NANOGUOMAG KOl OPLOMOC TEPLOTATIKWV: AOYw HIKpOU HeYEBOUG
MANBuopoy Kol HKpoU aplBpol TMEPLOTATIKWY avad voonua eivot
SUOKOAOTEPN N avayvwplon Twv TEPLOTATIKWY, N dnuloupyia
£€e10IKEVEVWV KEVTPWV VA VOGO KOL N EPEVUVNTLKN UEAETN LKAVOU
apLOUOU TIEPLOTATLIKWY

Feviké Z0otnpa Yyeilag: amouoldlel Ue anotéAeopo Vo ennpedlel To
OUVTOVIOUO TWV MAPEXOUEVWV UTINPECLWY, Th SnLoupyla cUCTAUOTOG

afloAOynong, TNV KATOAVOUN TwV TOPWV KAl TOU avBpwrivou
Suvaputkou
Evnuépwon mARBuopol Kol emayysApOTIWV  Uyeiag:  sivol

TIEPLOPLOUEVN Ylo TA OMAVIO voonpata Kol thv Umapén Kévipwv
Avadopdg, mou duvatdv va odnyel oe kaBuotepnuévn Sldyvwaon Kat
OVTLUETWTTLON

AVTLLETWTILONG TLEPLOTATIKWV:
TiEpLOPLOPEVOU  aplBuol  elSLIKWV
TIOAUBEUOTIKWY OUASWV.

Kévtpa Avadopag: amoucia yia aplBpo omaviwy Voonpatwy
EAAel)p  QIMOTEAEOUATIKOU  OUVTOVIGHOU TWV  TOPEXOUEVWV
UTINPECLWV UTIOOTNPLKTIKAC PppovTidag

Kataypadng dedopévwy: undapxel éAAeudn ouvtoviopol oe BEpata
OmMw¢ ehdyLota cuvola SeSopévwy, EMOPKEC cUoTnUa KwdLkomoinong,
avtAnon 6&edopévwyv amd udloTaueva apxela, amoucio TARPOUS
KATAAOyoU omaviwv Voo UATwWY

Mn IKOWWVOTIOWNTLKN GuvEpyaoia o eUpWMAIKO Kal SleBvEc eminmedo
MNoocooto tou AEN ywa épeuva: ival xapnAo (< 0.5% vs 2% uécog 6pog
EE kal 3% otoxog Atooafovag) Kat un Urapén e8IkKwv KOVOUALWY yLa
£pEUVA OTA OTIAVLO VOO LOTA

Juvepyoaoiot HETOEY TWV  EPEUVNTIKWYV OMASWV: sival  pn
LKOVOTIOLNTLKK, UTLAPXEL OVAYKN YLO TTOAUBEUATLKN TIPOGEYYLON

UTLAPXEL aduvapia  Adyw
ETUOTNUOVWY KAl  amouciog
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JTPATNYLKOG oxedLaopog: SWOT avaAuaon

EYKAIPIEZ

Z0otaon ZupBouliov on an action in the field of rare diseases (2009/C
151/02)

Eupwmnaikd XpnHatodotikd npoypappata: m.x. E-Rare

Kowotik O8nyia ywa Atacuvopraki MepiBalPn AcBevwv: sdappuoyn
Zuvepyartikr dpdon: PeTafl cUVOECUWY aoBeVWY

Awopopdwon KATELOLVTAPLWV YPOHUWV: yla Ta “ocuxvd” omdvia
voonuata (ouvepyaoio el8IKWV/EMLOTNUOVWY)

Zuvepyaoia, avtaAlayr gunelplwy, Siktuwon Kat ditddoon yvwong:
LUE OUMMETOXN EUPWTAIWY €TAipwv TIOU €XoUV avamtuel EOViKEC
JTPATNYLKEG

Kévtpa Aploteiag: avaBabuion Kal emeEktaon

KINAYNOI

YPnAO KOOTOG KOl OLKOVOUIKA Kpion enmnpedlouv thv mpowbnon
ulomoinong Twv MUAWVWY HLAG OTPOTNYLKAG VLo TA OTIAVLA VOOT oA
NpoBAfuata ocuvavtiAnyng, CUVTOVIGMOU K| GUYKPOUOELG: HETOED
TwV Slodpopwv eumAekopevwy popeéwv (aoBevelg, ouyyeveig, eldikol,
KAtoxol apxelwv, epeuvntég, KpATog) Aoyw  SLadopeTIKAG
QVTLUETWITLONG N LEPAPXNONG AVOYKWV 1 TIPOCWTILKWY eviladepdvtwy
KOWWVIKOG OTIYHOTIOMOG KOL KOWWWVLKR OMOMOVWOoN: AOyw Tng
TIOALTIKAG  XopAynong  €mSOMATWV KOl  amoduvapwong Twv
SUVATOTATWVY OMOKATACTACNC KAl €VTagng

Avantuén kowol apyxeiov: umapyouv TePLOPLOUOL AOyw avemapkoUlg
VOULKOU TAaloiou, kot vopoBeoiag yla Tpootacia MPOoWTKWY
Sedopévwyv

Kowotiky O8nyia yia Atacuvoprakn NepiBain AcBevwv:
edappoyn
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2TPATHIIKOZ ZXEAIAZMOZ

Opapa

H avamtuén plag oAokAnpwpEVNG OTPATNYLKNAC TTou va Staodalilel TV LooTun npocPfaocn
OAWV TWV OTOUWV LE OTAVIA VOOHUOTO O €va APTLO OPYAVWHEVO CUCTNUA LOTPLKAG
dpovTidag Kal KOWWVIKAG LEPLUVOG KAl TNV TToLOTNTA TG (WG TwV WIlwV Kal Tou OLlKEloU
nePLBAANOVTOG TOUG .

AmnootoAn

H uvlomoinon Mg eviailog OTPATNYLKAG OVTLUETWIILONG TWV OMAVIWV VOONUATWY HE
OKOTIO TNV MPOANYN Kal €ykalpn avixveuor, tn Slayvwon Kal aVILETWILON TouG, TV
UTIOOTNPLKTIKN PpovTida, KOWwVIKH Tpovola Kal evtaén tTwv acBevwv. NMapdAAnia tnv
Kataypadr Twv OMAVIWV VOONUATWV Kol TNV mpowbnon tng €peuvag yupw amd ta
VOONUaTa QUTA.

Agoveg ApAoeLg

log Atovag MpoAnyn, Eykatlpn Avixveuon

20G Afovag  Aldyvwon, AVTIHETWTLON

3o¢Afovag  Ymootnpuktikny povtida, Kowwvikn Mpovola, Evtagn
4o¢ Atovag  Kataypadn Imaviwv Noonpdtwv

50¢ Atovag ‘Epsuva

Strategic Plan Rare Diseases 30 8 2012 teAkd oehida 43 ano 76
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1log Afovag: MpoAnyn, Eykaipn Avixveuon

ApPACELG LE TLC OTIOLEG EMITUYXAVETAL N ATTOTEAECUATIKY TTPOANY N cuvoyilovtal otoug mLo
KATW TIUAWVEG:
e Evnuépwon/EvarcOntonoinon/Eknaidsuon

mpoypauuata evatodntonoinonc tou kowvou: H avamtuén TETOLWV MPOoYyPaAUUATWY
TPOUTOBETEL TNV KOAN EVNUEPWOT TWV EMAYYEALATLWY UYELQC KL TIPETEL vl YiveTal
HE TN oupBoAn TNG TomIKAG auTtodloiknong, opyovwHEVWY cuVOAwVY kat MME
aywyn/mpoaywyrn tn¢ UYEING: N €VIOXUON TWV TIPOYPOUHMATWY TNG ZXOALATPLKNG
Ynnpeoiag, Satpodng Kol mpoaywyng TG Uyelag otnv KoOwotnta HE KOO
oTpaTNyLKO otox0o “Yyela oe OAeg T mMOATKES”. Ta Ymoupyeia ouvtoviopéva Ba
TPETEL VA TIPOowOoUV TIPOYPAUUATA EVAUEPWONG TIOU TIPOAYOUV ToV “YYLELVO TPOTIO
{wne», MPowboUV AVIIKOAMVIOTIKA HETPA, SPOUV EVAVTIOV TOU QAKOOA Kol AAAWV
TEPLBOANOVTIKWY TTAPOYOVTIWV.

gloaywyn TPEOYPUUUATWY OUUBOUAEUTIKNC TPV TNV TEKVOMOINON: €loaywyn
TIPOYPAUUATWY oo EmayyeApotiec Yyeiag mou eival oe Béon va mpoodépouv
Anpodopieg oto {euydpt mou evdladpEpeTal yiao LEANOVTLKN TEKVOMoinon, divovtag
TOU AETITOUEPELEG YLA TOV UYLEWVO TpOTo {wN¢, €ENywvTag yla TOUC TEPATOYOVOUG
TIAPAYOVTEG, TN onUacia Tou AAKOOA, TOU KATMViopaToG Kot GAAwWV BeTIKWV Ko
OPVNTIKWYV TTOPAYOVTWV.

evioyuon t¢ ouuueToXC Tou MANSUOUOU OE TPOYPAUUATO EVNUEPWONG TIPLV KOl
Kkata T SLApKELX TNG KUNONG (EMLYEVETIKN): OOV OL YOVEIG EVNUEPWVOVTAL YLO TO
TIOLOL TIOPAYOVTEG TIPEMEL va. amodeVyovTal Kal TTOLOL TTAPAYOVIEG EVIOXUOUV UL
vyl eykupoouvn (r.x. duAALkS o€l yla armoduyn doxtdoug paxng).

eknaibevon edikwv  ouadbwv mAnGuouou: uvlomoleitat  pe  Bdaon T
ETULOTNUOVIKA/eTdnuLoAoyika dedopéva. Mpénel va yivel AuUeca, €T0L WOTE va
UopoUV  va  TIPOoPEPOVTAL  EVNUEPWTIKA/TPOANTITIKA  Tpoypappota  (TLy.
BaAaocoatuia, ataia Friedreich, kuotikn tvwon).

eknaibevon enayyeAuatiwv vyeiag: H evaitocbntomnoinon tou kowou TpoUmoBETeL
NV KaAR eVNUEPWON TWV EMAYYEALATIWY UYELQG. ZUYKEKPLUEVA TIPETEL var SlveTal
€udaon otnv avayvwplon/dladopikr Stdyvwon omaviwv voonuatwyv. Méoa amnod
npoypdppata tng «dla Blou pabnong» eival amapaitntn, TOCO N EVNUEPWON TWV
EMAYYEALATIWY UYElag mou acyoAoUvial He TNV MPpwtofddula, 600 Kal YE Tn
beutepofabuia dpovtidba. H BeopobBétnon TETOWV TMPOYPAUUATWY, UECW TWV
TUPAVWV padnong, Ba StaoddAile Tn cuvEXeLa TNG MAPEUPBacnC.

o MMapexOpeveg Ynpeoieg

UNtNPEOLWY OUUBOUAEUTIKAG: QVATITUEN TIOPEXOUEVWV UTINPECLWV TPV amod TN
OUANYN o€ maykUmpLa Bacn

evioyuon oxéoewv tou Ymoupyeiou Yyeiag: pe AAAoug supwmaikoug kot SleBveig
OpyaVIOHOUC TIOU 0oXOAoUVTOL HME Ta omavia voonuata 6a cupPdAouv otn
Siktuwon Kal tnv €ykatpn MAnpodopnon yLa ta Stebvr) emotnUovIKa Spwueva.
avantuén UMNPECILWV TPOYEWNTIKNG TOPEUBATIKAC LATPIKAC: |Kavog aplBuog
OTAVIWYV VoonuATtwy (m.X. Kapdlomabelwy, aluatoAoylkwyv) umopel va wobel pe
napepBaocelg oto EuPpuo kata tnv evdountplo Lwn. H dtepevivnon tng Suvatotntog
epappoync amlwv mapeppfacewv otnv Kompo mpémel va SitepsuvnBel Kal n
OTITOOTOAN} SUGKOAOTEPWV TIEPUTTWOEWY OTO EEWTEPLKO vl StaodalloTeL.
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eVOUVAUWON UPLOTAUEVWY YITNPEOLWVY [EVETIKNG SUUBOUAEUTIKNG: N SEUTEPOYEVAG
nPOANYnN  emtuyxavetal  Héow TG avamtuéng  Ymnpeowv  [EVETIKAG
JupBoulAeuTikng. Ba mpoodEpel T Suvatdtnta oe KABe olkoyévela «uPnAol
KlvOUvou» va yvwpllel TI¢ mBavOTNTEG AMOKTNONG MOLSLWV E OTAVIO VOonUa, T
CUUMTWHOTO TOU VOONUATOG, KOOWC Kol TL UTIOXPEWOEL] CUVETAYOVTOL amd TO
voonua. H Mevetikn ZupBouleutiki oxetiletal Apueca Pe TN yevetiky diayvwon. H
JUPBOUAEUTIKN Umopel va yivetal og BewpnTikn Baon, mpLv Tn yevetikn Sltayvwon n
adou yivel n yevetikn Slepelivnon kat Slayvwaon Kal n oLkoyEvela TAEoV yVwpLlEL Ta
6ebopéva TOU YEVETIKOU €AEYXOU.

evbuvauwaon Ynnpeowv [eptBaAdovtikoU EAEyyou: TA TPOYPOAUMOTA Yla TNV
aodAAeLa Tou vePOUL Kal TwV TPodiHwy, KaBWE KAl OL LETPrOELG NAEKTPOUAYVNTIKAG
oaktwoBoAiag Ba mpémel va evratikomownBolv, e€mMeldy o0 €AEyX0oG AUTWV TwV
TIAPAUETPWY CUMPBAAAEL KaL otnVv amoduyr aAAwv Xpoviwv acBevelwv. (Zuvepyaaoia
yla KOl oTpatnytkn).

e MANBUGHLAKA KOl AVLXVEUTLKA TTPOYPALOTAL

EVIOYUON UPLOTOUEVWY QVIXVEUTIKWYV TIPOYPAUUXTWY

afloAdynon Kol EMEKTAON TWV QVIXVEUTIKWY TPOYPOUUATWY OTA VEOyvA: Td
TeAeuTala xpovia VoG CUVEXWG OUENVOLEVOG OPLOUOC XWPWV EXEL TIPOXWPIOEL OF
Sleupupévo veoyvikd €leyxo. H texvikn tng dadoxikng daopatopetpiog poalwv
ETUTPEMEL TNV SLAyvwon UeYaAou aplOpol KANPOVOULIKWY METABOAKWY VOO UATWY
oto (6o delypa kal o ehayloto xpovo. H edapuoyr Ouwg evog Sleupupévou
VEOYVIKOU EAEYXOU QUMALTEL TIPOOEKTLKN UEAETN TWV SESOUEVWV HLOC XWPAC KOL TNV
umapéng TnG avaykaiog umtodoung wote va eival duvatn n gykaipn mapéupaon Kat
N owoth mapakoAolOnon Twv dlayvwopEVwY MepLoTaTKwyY. Ta EBVIKA avixveuTika
TipoypAUpOTA TEAOUV TAVTA UTIO ToV €Aeyxo Tou Ymoupyeiou Yyeiag. Tov loUvio tou
2011 ouotnBnke evboUMNPECLAK EMTPOT ylo va HEAETACEL TNV Topoloa
KQTAOTOON 0T XWPO MaG Kal va elonynBel mBavn enéktaon Twv Nén umapxoviwy
€eOvikwv Tmpoypappdtwy. To Ymoupyeio Yyelag Ba mpoPel o€ OUYKEKPLUEVES
eVEPYELEG adoU MAPEL TI§ CUOTACELG TNG EBVIKA G EmLtponnc.

aviyvevon twv mAnYuoutakwv ouadwv auénuévou kKwwdUVOU : n aviXveuon Twv
nAnduoutakwv ouadwv avénuévou kwvéuvou UE Bdon ™™
ETUOTNUOVIKA/eTdnuLoloyika Sedopéva mpémel va yivel Aueca, €Tol WOTE va
UopoUV  va  TPOOPEPOVTIAL  EVNUEPWTIKA/TPOANTTIKA  Tpoypappota  (TX.
BaAaooatuia, ataia Friedreich, kuotikn ivwon).

MPOTEINOMENA METPA
e Evnuépwon/Evaiobntomnoinon /Eknaideuon Tou Kowou YEow

TIPOYPAUHUATWY EVaLCONTOMOLNCNG TOU KOlVoU

aywyne/mpoaywyng g uyeiag

EL0AYWYNC TPOYPAUUATWY CUUPBOUAEUTLKAG TIPLV TNV TEKVOTIOINON

gvioxuong tn¢ CUPUETOXNG TOU MANBUGCUOU O€ MPOYPAUUATA EVNUEPWONG TIPLV KOl
KaTtd Tn SLapKeLa tng KUNong

eknaidbevong el8Ikwv opadwv mAnbuopou

ekmaidevong emayyeApatiwy Vyeiag
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o [lapexOueveg Ynnpeoieg

QVATTUEN TIOPEXOUEVWV UTINPECLWY CUUBOUAEUTIKNAG TPV amo tnv cUAAnYn oe
naykuTpla Baon

evioyuon twv oxéoewv tou Yroupyeiou Yyelag pe dAAoug eupwraikolg Kat Slebveig
0pPYyaVIOHOUG

OVATITUEN UTINPECLWYV TIPOYEVVNTIKNG TIAPEUBATLKAG LATPLKNAG

evbuvapwon uplotapevwy Yrinpeowwv MEVeTKnG ZUBOUAEUTLKAG

evbuvauwon Ynnpeowwv MeptBarioviikol EAEyxou

e [ANBUCULOKA KOL AVIXVEUTIKA TIPOYPALLUOTA

gvioyuon UPLOTAUEVWV QVLXVEUTIKWY TIPOYPOUUATWY
a€LOAOYNON KAL ETEKTOON TWV OVIXVEUTLKWVY TIPOYPAUUATWY OTO VEOYVA
avixveuon opadwv vPnAou Kwvduvou

Strategic Plan Rare Diseases 30 8 2012 teAko oeAiba 46 and 76



JTPATNYIKOG OXESLAOUOG: Stdyvwaon (€yKalpn), AVILLETWTTILON

206 Afovag: Alayvwon (éykatpn), AVTLHETWTLON

H €ykalpn kot akplBig Slayvwon twv onaviwv acBevelwy, €XeL LEYAAN onuocia yla tn
OWOTH QVILHETWTILON, Yyl TNV KaAutepn ¢poviida kat ywa tnv amoduyn HOVIUNG
avannpilag n touAdylwotov tnv BeAtiwon otnv e€€AEn tou &iou vooruatog. EmumtAéov n
€ykalpn kat akppig dtayvwon adopd TNV UPUTEPN OLKOYEVELD WOIWE OTNV TEPIMTTWON
OTIOU TO OTIAVLO VOO A ELvVOlL KANPOVOUOUUEVO.

O aoBeving KaL n olkoyEvela €xouv To Sikalwpa otnv mAnpoddpnaon yla Tuxov UTapén
€VOC OTIAVIOU VOOHMOTOG KaBwC Kal To Sikaiwpa ot amoddcelg mou Ba AndOouv.
JUVOAIKA n S8ldyvwon Kal OVILUETWIION TWV ONMAViwVv VOoonUATwY €XEL EUPUTATEG
SL00TACELG NOLKEC, KOWVWVLKEG, PUXOAOYIKEG Kal AAAEG KABWG TMPOKELTAL YLl VOO LATA WG
€Nl To MAelotov Xpovia, cuxva aviata n Popld mou ennpedlouv TO OUVOAO TNG
OLKOYEVELAG KOL TOV KOLWVWVLKO LOTO.

Mo TNV TIo €ykalpn Kat akpLpr SLayvwaon Kol amoTEAECUATLKY OVTLLETWITLON ONUOVTIKA

elval Ta mo KAtTw pETpa:

e Eknaidsuon Kal cuvexng empuoppwon TwWV EMAYYEAHOATIWV UYELOG: Ta oOmavio
voonpata 6ev SL6A0KOVTAL OTIC TIOVETILOTNHLOKEG LOTPLKEG, VOONAEUTIKEG N AAAEC
OXOAEG OOV WLO OUYKEKPLUEVN KaTnyopia voonuAtwyv aAAd HOVO HEUOVWHEVA KOTA
el8IkOTNTA. EMpHOpdWTIKA ogpivapla aAAd Kal n €ni tomou ekmaideuon o€ eLOIKEG
KAWVIKEG KOl TUAHOTO E(val amapaitnTto HETPO YLO TOUG EMAYYEAUATIEG TNG UYELOG TTOU
oaoxohouvtol oto Onuoclo kot otov OwTikO Touéa. Kaboplotikd poAo otnv
eTUOpPwon mpéEmel va €xel to Ymoupyelo Yyeiag, n Akadnuaikn Kowotnta Kol ot
ETILOTNHOVLIKEG €TALPELEG. TO EKMALOEUTIKO QUTO TIPOYPAULO TIPETIEL VA EIVOL CUVEXEG
Kol SLaypoviko Kal va ameuBuvetal o€ OAOUG TOUG EUMAEKOUEVOUC ELOLIKOUG ETOL WOTE
va SdteukoAuvBel n dldxuon g yvwong.

e Evioyuon twwv uvdotapevwv ocuvadwv unnpecwwv: Onwe Siwadaivetal amd tnv
kataypadn TG UPLOTAPEVNG KOTAOTAONG OTOV TOMO Hag MpoodEépovial aflOAOYEG
UTINPEOLEC HEoO amO €lOIKEC KALVIKEG, VOOOKOMELD , akadnUaikd Kol €PEUVNTIKA
LvotitouTa, e€slSIKEUIEVO EpyaoThpLa Kol €OLKEG uTtnpeoieg mapéuPaong. Evroutolg
TIAPOTNPOUVTOL AVAYKEG TIoU adopolV OTOUC XWPOUG, OTNV UALKOTEXVLKA umodoun,
oTnV Aptla opydvwon, otnv enavépwon He KATAAANAQ €EELOIKEUPEVO TIPOCWTILKO,
oTnV ouvexn avamntuén tou avBpwrivou duvaulkol aplBuntikd aAAd kot and anoyn
de€lotitwy. MNpoteilvetal MPOYPAUUATIOUOG OTOV TOHEN AUTO O TPELS PACELS, HE
Aueoa, peoconpoBeopa Kal pakpompobeopa pétpa. To KOOTOG auth¢ thg Spdong Ba
urnepkaAudBel and tnv e€olkovounon otnv MPoodopd UTINPECLWY ATIOKATACTAONG.
AvadEpovtal oL UTtNPEGCLEG IOV TIPOTEIVETAL va TUXOUV Evioxuong:

T KAwikny Tlevetkny kot [evetikny ZupuBouAeutikn: mepaltépw avapaduion twv
UODLOTAPEVWY UTINPECLWV OTOUC TOUELS TNG KAWIKAG MeVETIKNAG Kal TNG MEVETIKNAG
JUMBOUAEUTIKAG, OTOU oL avaykeg auvfavovtal ducavaloya UE TNV UDLOTAUEVN
urodoun.

T KAWIKEG UTIOELOLKOTNTEG: OVAYKEC YlLOL TIEPALTEPW evioxuon oe €eldkoUCG Kol
UTTOOTNPLKTLKA UTtoSoun yla TIG UTIOAOLTEG KALVIKEC UTTOELSIKOTNTEG MOULSLATOLKAC
KoL L6LKOTNTEG EVNAIKWV.

— EEelOIKEUUEVEG €EPYAOTNPLAKEC KOl TIOPAKALVIKEC UTNPECIEC: YEVIKA aTmalTeltal
evioxuon pe avBpwrmivo SuvapKO Kal KOToaAAnAOTepn umodopn, evw elval
TIPOTLUOTEPN N UTtAPEN €VOC HEYAAUTEPOU Kal KAAUTEPOU gpyactnpiou avti dUo 1
TIEPLOCOTEPWY  UIKPOTEpWY. ISlaitepa  amatteital  mepattépw  avoaBaduwon
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UTTaPXOVTWY €pyaotnpiwyv, mou eival dlaitepa onuaviika otnv Slepelivnon Twv
onaviwv VoonuAatwy, ONMwG: VEVETIKWYV avoAUCEwWV (Sldyvwon  YEVETIKWVY
VOONUATWV) OVOOOAOYLKO (6layvwon OUTOAVOCoWV VOO UATWV),
naBoloyoavatoulkd (Bloieg otwv), OKTWOAOYLKO (SlAyvwon OKEAETIKWY,
KapSLayYELOKWY VOO LATWY, KATT).

— avamntuén UTTNPECLWY  TIPOEUPUTEUTIKNAG: n duvatdétnta  UnnpEecLwyY
TIPOEUDUTEUTIKNAG TIPOTEIVETOL VO TTAPEXETAL Ao TIG latplkég Ymnpeoieg. H xprion
TEXVIKWV £EWOWHATLKAG Yovipomoinong nmpoodépel t Suvatdtnta oe {euyapla
uPnAol kKwdUvou va €Xouv pLa TPOEUUTEUTIKA €TAOYH €VOC uyLoU¢ ufpuou. H
B€0TION KOVOVIOUWV KOl HUNXQVIOHWV, HE TNV €UMAOKN TNG OUMUPBOUAEUTIKAG
VEVETIKNG, oTNV e€dapuoyn t¢ peBodou Ba Slaodadicel T owotr XpAon tng
peBodou. H mapakoloubnon twv eupwnaikwv Oedouévwyv Ba mpodyel TNV
moLoTNTA Kal tnv aodpaiela tng pebodou. Ou Stadikacieg Ba mpemel va cuvadouv
HE TG dlatagelg tou vopou “Mept avBpwmivwg unofonBolpevng e€WOWUATIKAG
avamnopaywyng”’ mou EMKELTaL va eLooyO«l.

e Avamntuén véwv unnpecwwv: H e€eldikeuon emayyeALATIWY TNG UYELOG KAl N avamtuén
VEWV UTINPECLWV OE TOUELC OTIoU mopatnpouvtal Keva o SLadopeg eldLKOTNTEG AAAA
KOL OE EPYQOTNPLOKEC EEETAOELC €lval MO TTPOKANON OTOV TOTO HAC KAOBWE 0 UIKPOG
0pLlOUOC aoBEVWY KOTA VOO O UTTOPEL VA avaLpEL €K MPWTNG OPEWG TNV TEKUNPLlwaon
TWV OVOYKWV KoL TNV OLKOVOMLKA amoteAeopatikotnta. MapoAa tavta n avamtuén
VEWV UTINPECLWV HE KAAO TIPOYPAUUATIONO KAl LEPAPXNON TWV avaykwv Ba mpoodEpel
HaKpoTpOBeopa Kot og AAAEG OpAdeC aoBevwy Kal Ba HELWOEL TNV TAAATWPLA Kal TO
KOOTOG TNG HETAKivnong mpog avalntnon Stayvwaong Kol OVTLUETWIILONG.

— avantuén UMNPECLWVY TIPOYEVVNTIKAG TAPEUBATIKAC LATPLKAG: KAVOG aplOuog
OTAvVIwV voonudtwy (m.x. kapdlomabelwyv f aluatoAoylkwyv nabnoewv) Unopet va
laBel pe mapepPaocelg oto €uPpuo katd tv evbountplo lwn. H Sdiepevvnon tng
Sduvatoétntag epappoyng andwv napepfdacewv otnv Kumpo npémnet va StepeuvnOetl
KL N amooToAr} SUGKOAOTEPWYV TIEPLTTWOEWY OTO £EWTEPLKO va SlaodalloTel.

e Evioxuon kat KaBiEpwon tnG MOAUOEUATIKOTNTOG KOl EMLOTNLOVLKIG CUVEPYAOLAG: N
TOTILK KOUATOUpa oAAGd koL n umapyxouoa umodournp O6ev  euvoouv TNV
noAuBepatikdtnta. Mpoteivetal va AndBouv pETpa KAAALEPYELOG TNG KOUATOUPAC
QUTAG KOl TNG TIPAKTLKAG TNG ETLOTNLLOVIKNG CUVEPYAOLAG UE oUOTOON TTOAUOEUATIKWY
OMAdwV peTtafl elBIKWV TOTKA AAAQ Kal HE KEVTpa Tou efwteplkol. ISaitepn
onuaocia €xeL emiong n ocupdwvia kal ebappoyn TG XPRong KAWIKWY TPWTOKOAAWVY
ocUpudwva kal pe TG Olebvelc mpaktikéG. H mapakoAolBnon kal PETPNON TwV
QTMOTEAECUATWY TOU UETPOU autol emi tnG dpoviidag Twv aobevwv alAd Kal oto
ETIAYYEALATIKO OTPEG TWV ELSIKWV KAl 0TNV AvATUEN KAAUTEPWY SLETILOTNOVIKWY KOl
SLOMPOCWTIKWY OXECEWV HETAEL TWV EMAYYEALATIWY TNG LYElag mpoteivetal mwg Ba
dwoel evéladépovta anoteAéoparal.

e Eloaywyn VEwV MANOUCHLOKWY OWVIXVEUTIKWV TIPOYPOUHATWY: £POCOV TIPOKUTITEL
erudnuLoAoyikd Sedopévo Kal UTIAPXEL EMAPKNC TEKUNPlwaon, afloAdynon Kal Blonbwkn
arnodoxn. H mpdodog otn Plotexvoloyia koL otnv €peuva OavaSEIKVUEL VEEG
duvatdtnteg otnv €ykalpn Stdyvwon pe TMANBUCULOKA QVLXVEUTIKA Ttpoypappata. Ta
TeAevtaia xpovia mapatnpeital o MOAAEG EUPWTIAIKEG Kal AAAEC XWPEG N TAGCN TNG
ETEKTAONG TWV VEOYVIKWV QVIXVEUTIKWY TIPOYPOHUUATWY £TOL TTOU VA avixvelovtal
TEPLOOOTEPA VOOAUATA KUPLWG HETABOALKA. ZWOTEG ETLONMULOAOYIKEG UEAETEG TOU
MANBuopoL poag oe oxéon Kot Ke TN ouyxpovn Slebvh mpaktik purmopolv va Swoouv
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EKELVOL TAL QUMOTEAECUOTA TIOU VA OTOLXELOOETOUV TNV EL0AYWYH VEWV OVLXVEUTLKWV
TIPOYPOAUUATWY VEOYVIKWV N Kol yla AAAe¢ opddeg¢ mAnBuopou. H eloaywyn
TANBUOULOKWY TIPOYPAUUATWY TIPOATIALTEL ETIONG TNV TEPALTEPW aAVANTUEN TWV
UTINPECLWV OCUMPBOUAEUTLKAG €V YEVEL KAl YEVETIKNG OUMPOUAEUTIKAG. Amapaitntn
eniong eival n ouvotoaon avaloywv eEelSIKEVPEVWY UTINPECIWV GpovTidag Kal
QVTIHETWILIONG TwvV ooBevwv mou Ba dlayvwoBouv. TLX. yla TNV Eloaywyn
Sleupupévou VeEOYVIKOU €eAéyxou amatteital n Umapén Lotpwv eOIKEVPEVWY OTO
KANPOVOULKA HeTOBOALKA voorpata (N LETOBOALKNA LATPLKN ElvOlL aAvayVWPLOUEVN UTIO-
eldlkOTNTO Ot KATmoleG Eupwmaikég xwpeg). Ag onuelwBel mw¢ ta EBVIKA AvixveuTtika
Mpoypdppota TPEMEL TAVTA VO TEAOUV UTIO Tov €Aeyxo Tou Ymoupyeiou Yyeiag He
apUOSLA SLETULOTNUOVLKH ETLTPOTN).

Avayvwpion UpLOTAREVWVY KEVTPWY avadopag Kal apLOTELOG YLl OTIAVLO VOO LOLTAL,
Epmnelpoyvwpoolvn: mopad tig npodaveic SUOKOALEG KoL TOUG TTEPLOPLOOUG OTOV TOTIO
poG umapyxouv Kévrpa Avadopd¢ kal mpoodEpovial OPKETEG AELOAOYEC UTNPEGCLEG
OTOV TOMEQ TWV OTAVIiWV VOONUATWY TIOU €(TE AKOUUMOUV TOV OPLOUO TNG apLoTElag
elte pmopouv va avadelyBolv pe TNV KAatdAAnAn evioxvon. Eival améAutn n avaykn va
aflodoynBouv Tta KEVTpA auTtd cUUPWVA PAALOTA LE TIG KOTEUOUVTNAPLEC YPAUUES TNG
Erttpornt|g Epmnelpoyvwpovwy tne EE, EUCERD,® to cuvtopdtepo Suvatdv. Eivat oAy
mbavov pa mpwtn aflohoynon va Oeifel aduvapieg aAAd Tavtoxpova Oa
OVaYVWPLOTOUV TO HETPO TIou TPEMeL va AndBoulv yla va emteuxBel o 6pog NG
Aplotelag. MNpoteivetal mwg kévrpa onwe to NAM I, To Ivotitouto Neupoloyiag Kat
Fevetikng Kompou, to Fevikd Noookopeio Asukwoiag, to Kévipo Oalacoaiuiag, To
Kapaiokakio 16pupa, to Oykohoyikd Kévipo tng Tpamelag Kumpou, lowg kat GAAa
KEVTPA, TIPEMEL va aflodoynBouv kal va 0dnynboulv mpog auth Tnv katevBuvon pe TV
KaTtAAANAn avaBabuion kat umootnplEn. H unootiplén Ba mpénel va meplAappavel
eKelvn tnv ekmaidevon kal €€elbikevuon Twv EWGIKWVY KAL TNV TOPATIOUTH OAWV TWV
acBevwv pe ouvadn voonuata €tol wote va SLEUKOAUVOEL n  amoktnon NG
EUMELpOYVWHOOUVNG. Ta KEVTPA auTd Kal GAAa Ba MpPEMEL AUECA VA QMOTEAECOUV
duvntika kévtpa avadopds. Evallaktikd Ba npémnel va aflodoynBel n Suvatotnta va
6puBel €€ umapyng Eva Kévtpo Avadopdg kal ApLOTELAC YL OTIAVLO VOOHLOTAL.
Awtuowon, Evpwnaika Aiktva Avadopdc kat SteBvig ouvepyaoia: sival mpopaveg
nwg 6ev Ba eival moté duvatodv va entevxBel otov TOMO PAG N EUMELPOYVWOCUVN yLa
OAa Ta omavia vooruata yla Tpeic kupiwg Adyoug: to HKpo péyeBog mAnBuouou mou
kKaBlotd tnv omaviotnta onaviotepn, tnhv éAAewdn avBpwrivou Suvaplkol Kal tnv
ENeWPn vAkoteXVIKNG uTtodoung. H onueplvr tdon otnv Eupwnaiki Evwon, autA tg
Awktowong mpoékuPe amod tn Sleupwrnaiki ocuveldntomoinon Mwe UTAPXOUV TTOVTOU
eMelPelg Kal avemdpkeleg, olkovoplkry Suompayia aAAd kot évag Sucavaloya
HeYAAoG aplBudg acBevelwv mou xapaktnpilovtal and eEALPETIKN eTEPOYEVELA. ETOL N
arntavtnon &idetal péoa amod tn Siktuwon, pla dpdcon mou dEPVeEL TN SLEMLOTNUOVLIKA
ocuvepyaoia Kal Tn dlaxuon NG yvwong Kal TG EUMELPOYVWHOOUVNG OTNV KaBnuepvi
TPAEN KAl LKAVOTIOLEL AKOUA KAl TOUG aoBevelq LECA OTLC ONUEPLVEC TIPAYHOTLKOTNTEG.
MNa ta Kunplakd dedopéva n Alktuwon péoa amno ta Evpwrnaikd Aiktua Avadopadg Ba
SlaodaAiosl tnv amapaltntn nopeia mpog tnv mpoodo yla v aptotepn SLdyvwon Kot

18

European Union Committee of Experts on Rare Diseases (EUCERD). Recommendations: quality criteria
for centres of expertise for rare diseases in member states on centres of expertise for rare diseases in
member states (24 October 2011). AwatiBeTal ano:
http://www.orpha.net/nestasso/EUCERD/upload/file/EUCERDRecommendationCE.pdf
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OVTLUETWITILON TWV oTtaviwyv voonuatwyv Kabwc e ditadope¢ SpAcels Kal TPAKTIKEG Oa
elvatl duvatog o davelopog yvwonc. Alapaitntn opwc npolindbeon yla va evtaxboupe
ota Eupwmnaika Aiktua Avadopdc eival n mponyoUuUevn avayvwplon twv EBvikwv
Kévtpwv Avadopa kal Aploteiag.

e Elcaywyn TPAKTIKWV Kol VOUOOEeTIKA puBMIon yia mpoofaon Ot anapaitnteg
Oepancvtikég mapspfaocslg (mpoofaciudtnta o dapuoka, opdava Kol GAAa,
LOTPOTEXVOAOYIKO €EOTMALOUO Kol Bepameieg): onuepa e€aodaliletal n Bepameutiki
napéUPacn otnv MAEOVOTNTA TWV TEPUTTWOEWYV 00DEVWV LE OMAvVIA VOONUATA,
OKOUOL KOl OE TEPUTTWOEL ONMOU TO KOOTOG €lval OmOyopeuTIKO. Evtoutolg ot
Sladkaoieg mapouvoldalovv aduvapieg evw Ta omavia voonuata dev meplappfavovrat
oTLG €L0IKEC KaTnyopleg SikaloUxwVv voonAeiag mopd HOVO LEUOVWHEVA N EUUEC. AV
Oe ouykplvel Kavelg T pubuioelg yia aA\a voorjpuata kowd n ¢Bopdg napatnpeitat
Ul aoUMMETpla. [Mpoteivetal va pubulotolv ta Oépata autd HE KOAUTEPEC
Sladkaoleg kot pe vopoBetiky pubuion. Mpoteivetal va dnuloupynBolv Kavoveg
(mpwtdkoAAQ) WG TPOG TNV XoprRynon tTwv opdavwv GaprAKwy, TO00 €VTOG 00O KOl
€KTOC evdelewy, yla Ta OouXVOTEPA OMAvio voonuata. MNpoteivetal va avamtuxOet
TMEpatépw N ouvepyaoia pe TG DapUOKEUTIKEG Ymnpeoieg ywa avapaduion
ouvtayoAoyiou POpPUAKEUTIKWY TIPOIOVIWV (opdpavwv Kal pn) mou evdeikvuvrtal ylo
TNV QVTLUETWIILON TwV ONMAVIWYV VOONUATWV Kal va aflomolnbel mepattépw n
duvatotnTa Xopnynonc oToXEUUEVWV/eEELOIKEUUEVWY DEPATIELWY UE TN CUMUETOXN
TOU KPATOUG HE OXETIKOUG KOVOVIOUOUG KoL TPWTOKOAAa. [MapdAAnAa va
SnuoupynBolv TPWTOKOAAQL XPrioNG Yyl TA LATPOTEXVOAOYLKA Ttpoidvia Tou va
kaBopilouv tig evbeifelg edapuoyng, Tig mpodlaypadEg Kat TLg TpoUmoBEoeLg.

e EvawoOntomnoinon, mAnpododpnon Kat emipopPpwon twv acOevwv KoLl ToU Kowvou,
EvSuvapwon twv aoOevwv Kol TnNG CUMMETOXNG TOug otlg Siadopeg SpAoeLs: n
gvaloOnrtomnoinon, mAnpodopnon Kal emopdwon Twv ooBEVWY Kal TOU KOwou
VEVIKA €lval EALPETIKA ONUOVTIKN OE QUTH TNV POOoTIABeLla TNG £yKalpncg dtayvwaong
Kol KaAUTEPNG QVTIUETWILONG TwV aoBevwv pe omavia voonuata. H yvwon 6Sivel
Suvapn kot Snuoupyeil cuppéToxoug oto €pyo. MNa va emtevxBel n kaAutepn duvatn
Slaxuon yvwong mpoteivetal n dnuloupyia LotoceAidag pe tnv popdn TG €6OVIKAG
oeAidag yla ta omavia voorpata and Omou va aviAoUvTtal OXETIKEG TTANpodopieg Tou
va adopouv ta vooruata, tnv Kumplakn mpayuatikotnTa, TG UTINPECLEG, TIG TIPOVOLEG
kat tnv odalpkr Staxeiplon. H wotooeAidba auty Ba pmopel va cuvdéel pe AAAEG
ouvaodeic omwg to ORPHANET k.d. Mia tnAedwvikn ypapun mAnpodoplwv Ba pmopetl
va OleuKOAUVEL TOUG TOAITEC yla TNV TPOCPACn OE OXETIKEG UTINPECIEG, EVW
EVNUEPWTIKA PUANASLa Ba mpEmeL va €TOlHAOTOUV Kol va SloxeteuBolv og OAa ta
vpadeia efumnpétnong Tou TOALTN, O VOOOKOMELQ, LOTPLKA KEVIPA, LOTPELa,
onuapxela kot aAAoU.  EVNUEPWTIKEC  KOumAvie Kal  ekdnAwoelg  Ba
Tipoypappatifovtal ite pe TNV popdn YEVIKWY eKONAWOCEWV OTwG TNV HUépa Imaviwv
Noonudtwyv &ite yla OUYKEKPLUEVA voornuata. H CUUMETOXA Twv acBsvwyv Kal Twv
OPYOVWOEWV TOUG OTL( OpAOEL] AUTEC elval €€QLPETIKA ONUOVTIKY Kal amoAUTwG
amapaitntn OnMwe Kal o€ OAa ta AAAa HEoQ Kal EpYQAEla EMITELENG TWV OTOXWV UG
KaBwg n evOuvAPwWOoN TwV aoBEVWV KOL TWV OLKOYEVELWY TOUG Elval 0TOXOG.

ZYNOWH NMPOTEINOMENQN METPQN
e Exmaideuon kal cuveXNG EMUOPPWON TWV EMAYYEAUATLWY UYELOG
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o Mepattépw avaPaduilon Kol evioxuon TwV UPLOTAUEVWY CUVOPWV UTINPECLWV KoLl
BeAtiwon tng mpooBaciudtnTag Tou MAnBucuou

e Avamtuén VEwV UTINPECLWV

e Evioyxuon kot kaBlEpwon tng MOAUBEUATIKOTNTAG KAl EMLOTNUOVLKAG CUVEPYAOLAC, UE
0TOXO TN 0PaLPLIKA/OALOTIKY AVTLHETWTTILON TWV OTIAVIWY VOO UATWY

e Eloaywyn VEwWV MANBUOULAKWY QVIXVEUTIKWY TIPOYPAUUATWY HE BAOCN EMLOTNUOVIKA
KpLtipla

e Avayvwplon UDLOTAUEVWY KEVTPWVY avadpopdas Kol aploTeiag yla omavia VOoohHuata,
Eunelpoyvwpoouvn

e Awktowon, Eupwmnaika Aiktua Avadopadg kat SteBvrg ouvepyacia

e Eloaywyn TPOKTIKWVY KAl VOUOBETIK puBuon ylwa mpoéofacn OTG amapaitnTeg
BepameuTIKEG TAPEUPATELS

e EvaloBbntomnoinon, mAnpodopnon Kat eMUOpPwon Twv acBevwy Kal Tou Kool Kal
EVOUVAUWON TWV A0BEVWV KaL TNG CULMETOXNG TOUG OTLS SLadopes SpATELg
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306 Afovag: Ynootnpktik ®povtida, Kowvwviki Npdvola, Evtaén

H Baowkn apx mou mpémel va amoteAel Pdon OAwWV TwWV UNNPECWWV OTAPLENG,
enMavevtaéng Kal avakoudLotikng ppovtidag sivat n dtacdpaiion tng aflompENELOG TOU
000gvoug KoL 0 0eBacpog TNG SLadOPETIKOTNTAC TOU.

IAUEPA UTIAPXEL Eva €Upl GACUO UTINPECLWV TIOU TipoodEpovTal oTtou¢ acBevelg pe
omnavia voonpata. Ol UMtNPECLEG QUTEG elval €Ml TO TAELOTOV KOANG TIOLOTNTAG OV KOl
napatnpouvtal SuckoAieq oe Bépata ocuvtoviopoU Kot ypadelokpatiag. EmumAéov,
apLOUOC UTINPECLWY EXEL AVAYKN YL TIEPALTEPW avVABABULON KAl AVATITUEN, TIPOKELEVOU
va cUMBadioouv e TIG METAPBOAEG TNG EMOXNG, OAAQ KOL TIG AVAYKEG TWV a0BEVWY UE
OTIAVLA VOO LOTAL.

Elval eMITAKTIKA avAYKN OL UTINPECIEG AUTEG val ival KaBoAkd Slabéatpeg og GAOUG TOUG
aoBevelg pe omavia voonpata oAAd Kot va Anpouv kptipla SladAavelog. InUOVTLKA
elval N KATATIOAEUNGON TWV OVLOOTATWY OTOV TOUEX TNG UYELOG KO TNG Aviong mpooBacng
OE TIOLOTIKN UYELOVOULKN TeplBoAPn yla aoBeveic. Elval BepeAwdeg Sikaiwpo kabe
aoBevolg va €xelL MPOOBaCn OE TIOLOTLKI) UYELOVOMLKN TeplBaAn, ocwotn Kol €ykupn
MANPodOPNON KAl Va AVTLHETWTT(ETOL UE OEPACUO.

O anapaitnteg SpAoelg eivat oL akoAouBec:

e Wuyxoloywk otnpén: n avaykn yla mopoxn €noyyeAUATIKAG PUXOAOYLKAG OTNPLENG
TPOG TOUG aoBeveic, aAAA KOL OTO OLKOYEVELAKO TOug mepLBAaAAov elval mpodavic.
Xwpig va unoBaBuiletat n cupPoAr TG UTTOOTAPLENG ATIO TO OLKOYEVELAKO Kol GLALKO
neplBailov tou acBevr), n emayyeApatiky Puxoloyikn otiplén mpo¢ Toug acBeveic
elvat avaykaia, kat Ba Bonbrnoet tnv 0pbr aAVIUETWTLION HEYAAOU aplOuou
TIAPOYOVIWY KATAmovnong tTwv acbevwy. H onuaoia tng YuxoAoyikng umootnpléng a
TIPETEL VA TOVLOTEL TOOO TIPOC TOUC 8LoUC Toug 0loBeVEIG 00O KAl TTPOC TOUC OLKEIOUG
TOUC. Oa mpeénel va avamntuxBouv Sladikaocieg SleukdAuvong TNG TOPATIOUTIAG
aoBevwv mpog €181kolC¢ YPuxlatpoug Kal PuxoAOyoug Kol Vo OVATTTUXTOUV Kol vol
SleupuvBoLV e TEPALTEPW OTEAEXWON OL IPOOPEPOUEVEC UTINPECLEG PUXLIKNC LYELQG.

e Ekdoon s£l8KAG KAPTAG OCOEVWV ME OMAVIA VOOHMOTO: ETEKTACN TOUTOTNTOC
voonAeiag mou mpoodEpetal and to Ymoupyeio Yyelag, oe pa bk kapta yla
oaoBeveilc pe omavia voonuata. H kapteg autég Ba avadépouv To voOonua TOu
KOTOXOU, YEVIKEC TIAnpodopieg OXeTkA He T ¢uon Tn¢ aocBeveiag kal mBavov
emuumAokéC. Népa and autd ocuvictatal va avaypdadetal Kot n GapUakeUTIKA aywyn
mou AapBavel o acBevic. Ikomog €ival n mo €UKoAn mpooBaon Twv acBevwv oe
UTINPECLEC TWV KPATIKWV VOONAEUTNPIWV KAl TNV EVNUEPWON TWV LATPWV Kol
VOONAEUTIKOU TTPOCWTTLKOU.
e Ynnpeoieg npoodpepopeveg anod Yrnioupyeio Epyaciag kat Kowwvikwv Acdpalioswv
— Ynnpeoie¢ Kowvwvikwv Aopaldicswy (emibopa acBevelag): otdxog eival n evioxuon
¢ avefaptnoiag tou acBevr) kal n BeAtiwon tng mowotntag {wng tou. Q¢ &K
TouTOoU n Sadikaoia mapoxng emdopatog aobeveiag oe atopa mou aduvatoluv va
EPYOAOTOUV YLO OUYKEKPLUEVO XPOVIKO Sldotnua AOyw KATIOLOU VOONUATOG €ival
anapaitntn. Eivat avaykaia n emionevon twv Sladlkaocwwyv xopriynong Tou
emudopatog aocbeveiag, wote n mBavr enavévtaén TOU ATOUOU OTO KOLWVWVLKO
oUVOAO vVa YLVEL TTLO OPOAL KL ypriyopn, Xweig va emiBapuvouy T YEVIKH UYEia Tou
aTOUOU.

— Ynnpeoieg Kowvwvikng Eunuepiac (Ynnpeoieg HALklwEVWY Kot Avamnpwv ATOPWV):
oL KOWwWVLIKOL AeLtoupyol €pxovtal avILLETWTOL e 0&eieg epuTTwoelg acBevwy A
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kat Wlaitepa PuxodBopa meplotatikd emi kaOnuepvng Baong. Eival onpavtiki n
otaBepn mapakoAolOnon twv acbsvwv amd toug (6loug KOWWVIKOUG 1} AAAoUg
AEltoupyoug Twv YMNPEOWWV, WOTE VA HNV €MNPEAlETOL N TOLOTNTA TWV
npoodpepopévwv umnpeowwy. Eival avaykaia (o) n mepaltépw evioxuon Me
npoocAnyPn HOVIHOU Kal KATAANAQ eKmaldeUUEVOU TPOCWTIKOU, LSLaitepa
KOWWVIKWV Aettoupywv, (B) va vumdpet n edapuoyn piag Sladikaciog
amoloylopou (debriefing) ywo va amodeuxBel n ekbnAwon Slatapaxwv Ayxoug
(anxiety disorders). Aut n O6wadikacia eival amapaitntn ywo OAoug TOUG
enayyeApatieg vyeiag (YPuxoAodyoug, KOWVWVLKOUG AELTOUPYOUG, VOOGNAEUTEC KTA).

— Tunua Kowwviknc Evowudtwone atouwv upe avannpiec: dadpapatilel €va
ONUOVTIKO PONO, CUCTAVETOL OUWG N EMEKTACK TOU ylo va cupmeplAndBoulv kal
AAAeG unnpeoieg, kaBwg Kat n dnuoupyia onueiov eotiaong (focal point) eviog tou
TUAMATOC ylot Bépata Tou AmTovtol TwV acBevwv He omavia vooruoata. O
Aewtoupyog ( opada Asttoupywv) Ba MPEMEL va ival KATAAANAQ eKTTALOEU LEVOG.
IKomog Snuloupyiag autol Tou onpeiou eival n cuykévtpwon mAnpodoplwv yla ta
OTIAVLA VOO ATA KoL VA YIVETOL OWaOTH Kol £€YKUpn EVNUEPWON OTOUG aloBeve(c yla
T1G SLaB€aipeg untnpeoieg evtog Kumpou.

e AlktOwon acBesvwv péow SLadlktiou: oL aoBevel¢ Pe OMAVIO VOORUOTO CUXVA
viwBouv TmeplBwpPLOTIONUEVOL ATtO TO KOWWVIKO oUVoAo adol umapyxouv Aiyol
000evelc Ue Ouykekpluéva omavia voonpota otnv Kompo aAAd Kol KATOTE OTO
Taykooulo emninedo. EToL N KOWwVIKA SIKTUWON HE aAAd Atopa elval pio oAU
ONUOVTIKA dpactnplotnta yla tn enadr Toug pe aAoug acBeveic oL omolol pmopolv
va Tou¢ Swoouv MOAUTLUEG TANpodopieg, Baol{OMEVOL OTNV TIPOCWTILKA TOUG EUMELPLAL.
Q¢ ek touTOU, N Olelpuvon TwV SLOSIKTUAKWY UTINPECLWV HE XAUNAOTEPO KOOTOC,
pEow NG ATHK i A AWV WOLWTIKWYV €TALpELWY TtapoXnG Stadilktuakwy umnpeotlwy, Ba
Atav Watépa xpnowun. Me mpoofacn otnv mAnBwpa Ttwv mAnpodoplwv ToU
umtdpyouv oto dladiktuo, oL acBevei¢ umopolv va evnuepwBoUVY yla To vOohUA TOUG,
TG €€eAifelc OoTOV TOPEN TNG €PEUVAC KAL TWV KAWIKWYV MEAETWY, va WAARCOUV UE
AAAOUG TTACYOVTEG KOL YEVIKOTEPA VO AVAKTHCOUV TNV aiobnon tng auToeKTiNONG Kal
va KowwvikomotwnBouv xwpi¢ mpokataAnyn. H avénuévn toug autoektipnon Ba toug
ETUTPEYPEL VA TOAUNOOUV VA EVIAXTOUV OTO KOWWVLKO aAAQ KAl ETTAYYEALATIKO cUVOAO.

e (Dpovtida avamaulag: sival EMITAKTIKA ovaykn va dnuioupynBouv toco amd Tto
Anpoolo 6co Kal and to Mn—Anuoclo topéa unnpecieg ppovtidag avamavAag yla
TOUG GPOVTLOTEC KOIL TNV OLKOYEVELA TWV OL0OEVWV LE OTIAVLO VOO LOTAL.

e MOAUOENATIKEG OMASEG: avayvwplon TNC onUAciag TwV EUPUTEPWY ETOYYEALOTIWV
vyelag yw ™ ¢povtiba twv acBesvwv pe omavia voonpata (m.y. YuxoAoyol,
SlatpodoAoyol, kowwvikol Asttoupyol, AoyoBepamneutég, puoilkoBepameutég, eldikol
ekmaldeuTéG KTA) Kal tnv uiotn onuaocio TNG TOAUBEUATIKAC KAl OALOTIKAG
OVTIUETWITILONG TWV 0.0OEVWV LE OTTAVLA VOO LATAL.

e Avakoudlotikp ¢povtida: n onuooia TG avakoudploTIKNG ¢Ppoviidac yla Toug
aoBeveig pe omavia voonuata givat uotn, kabwe n kKaAn mowotnta {wng Baoiletat
oe peyalo Babuod otnv autovopio Tou acBevolC (KLVNTLKA, KOWWVLKOOLKOVOULKN),
otnv KaAn tou Yuxoloyikn dtaBeon, kabwc kat otn Sltelpuvon Twv SUVATOTHTWY TOU.
OL mpakTikeg Tou Ba akoAlouBouvtal va eival Baolopéveg oe Slebveic apxéC Kal
MPWTOKOAAQ. H Staodalion tng £ykalpnc mpooPactpuotntog os matdld veapng nAtkiag,
Ba BeATIwOEL TNV amoTeAecpaTIKOTNTA KoL Oa eplopioet T Samavec.

Strategic Plan Rare Diseases 30 8 2012 teAkd oehida 53 ano 76



JTPATNYIKOG OXESLAOUOG: UTTOOTNPLKTIK dpovtida, KoWwVLKY Ttpovola, Evtaén

— bnutoupyia ouvtoviaTikoU popea: dnuloupyla evog eviaiou popéa avakouPLOTIKNG

dpovtidag yla oALoTIKN) TpocEyyLlon Tou acBevoug.

eknaibevon: n emUOpPwWon TwV EMOYYEAUATIWV UYElAg Kal Tou Kool eival

onUavTiky ywo tnv €€EAEN NG avakoudloTikng dpovtidag. Itn Baon SlebBvwv

TIPWTOKOAAWV xpeldlovtal Tpia enineda empopdwong.

* Boowko: ameuBUvVeTAL TTPOG OAOUC TOUG ETIAYYEAUATIEG UYELOG, £0TW VO €XOUV TNV
amnottoupevn yvwon. Aappavovtag untodn Ot eival onpavtikd va mpoodEpeTal
n Avakoudlotiki ppovtida vwpig and tv Sidyvwaon tou acBevr) yla va uttapéet
0600 1o Ouvatov kaAltepn emibpaon otnv mowotnta {wng, OAoL oL ylatpol
XPELAETAL VO KATAVOOUV BACLKEC aPXEC avaKoUdLOTIKNAE PppovTidag.

e uéoo: ameuBuvetal oe 6ooug xpelalovtal o €ELGIKEVUEVN YVWwan, EMELSN N
avakoudLloTikn ppovtida ival amapaitntn yla TNV EKTEAECN TNG EPYACLAC TOUC.
(r.x. NeupoAodyol, OykoAoyolL Kk.a.).

e avwtarto: aneuBUveTal oe 6ooug BEAOUY va EELBIKEUTOUV OTNV AVAKOUDLOTIKN
dpovtida Kal elval To aVTKEIPEVO TNG Epyaciag Toug (avayvwpLopEVo TITuxio).
énutouvpyia Mupnvwv Avakouptotikric @povtidag: elval TMUPNAVEG EMOYYEALATIWV
uyelag mou acxoAouvrtal Wolaitepa pe euntaBeic opddeg kat opeilouv va £xouv éva
LKOVOTIOLNTLKO €TiMESO eKMaidevuong, WoTe va ouvtovilouv Kal TOUG UTIOAOUTOUG

ouvad€ADOUC TOUG TTOU £XOUV LOVO BAGCLKEG YVWOELG.

énutoupyia Awktoou Kat’ oikov @povtibac¢: HeE TN OUVEPYAOLA KOLVOTLKNG

VOONAEUTIKAG Kal KowoTlkwv Ymnpeowv Wuxikng Yyelag, TOug KOWWVIKOUG

Aewtoupyouc, kaBbwg kat tou¢ MKO mou mpoodépouv kat’ oikov ¢ppovtida va

dnuoupynBet diktuo mpoodopds 24wpng avakouPLoTIKAG dpovTidag.

Snutoupyia Kevtpou Avakouplotikric @povtidag: yivovtal elcaywyeg acBevwy, ol

ornolol Bpiokovtal otnv teAeutaia dpaon tng Lwng Toug, otav MAEoV Kapia Beparmeia

o€ voookopelo dev pnopel va mpoodepBel kal n ppovtida Toug oto omitt r} o€ Ao
voonAeutnplo 6ev eivatl duvatr). O KUPLOG OTOXOC TOU EeEvwva OVAKOUDLOTLKAG
dpovtidag lval N AVIIHETWILON TWV CUUMTWHUATWY WOTE va eNITEUXOel N KaAUTEPN

Suvat mowtnta {wnAG HEXPL To TEAOG TNG WG TOUG OMWG KoL n otnplen g

olKoYEvelag Katd tn Stadpoun Tou mévOoug.

avantuén ‘kouAtoupacg Javartou’: n ekmaldeuon yla TNV OMOKINGCN TNG oMo TNV

ratdikn NAkia elval onpavtikd PETPo Kot Ba cupPalel ol acBeveig va pmopouv av

neBaivouv oto S1kO Touc PLBAAAOV.

euntAokn Ttomiknc kowvotntag: Ba umofonBrnoesl otnv évtaén Tou aoBevy oto

KOWVWVIKO oUVOAO Kal otnv anoduyn tng neplbwplomnoinong.

— Anuloupyior unmnpeotwv EMAVEVTAENG: OVATITUEN TIOAUBEUOTIKWY KEVTPWY, WE

€UKOAN TPOCBACIUOTATA KOL TIPOCTIEAACLUOTNTA, TIOU VO CUYKEVTPWVOUV SLAPOPEC
umnpeoieg (m.x. ¢uolkoBepanciag, epyobepanciag, AoyoBeparmeiog, Kk.a.) Ba
OUUPBAAOUV 0TNV OALOTIKI) QVTLUETWTILON TOU 0.00EVN.

2YNOWH MPOTEINOMENQN METPQN

EvSuvapwon tnc Puxoloyiknc otnpLéng

‘Exb6oon €l81kN¢ kApTag acOevwy Pe omavia voonpata
Evbuvapwon kouAtoupag Bavatou

EpmAokn Tomikng autodloiknong

Anpoupyila MOAUBEUATIKWY KEVTPWYV EMAVEVTOENG
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JTPATNYIKOG OXESLAOUOG: UTTOOTNPLKTIKY dpovtida, KoWwVLKY Ttpovola, Evtatn

o [epaltépw avaBABULON TWV UTINPECLWV KOWWVLIKAG TIPOVOLOG TTOU TpoodEpovTal anod
10 Ynoupyeio Epyaoiag kat Kowwvikwv Acpaiioswv

e AwtUwon acBevwv

e Avamtuén unnpecwwv ¢ppovtidag avamauvAag

e Anuoupyia MOAUBEUATIKWY OUASWV

e Avamtuén opyovwHEVWY UTINPECLWY aAVOKOUDLOTIKAC Pppovtidag
— dnuloupyia ZuvtoviotikoU Qopéa
— ekmnaidevon

dnuoupyla Mupnvwy Avakoudlotikng Opovtidag

— dnuoupyla Awktvou Kat’ oikov Opovrtidag

— dnuoupyia Kévtpou Avakoudlotikig Dpovtidag

Avantuén ‘kouAtoupac Gavdrtou’

EurAokn Tomiknc KowotnTag

Anutoupyia untnpeotwyv enavevtaénc
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406 Afovag: Kataypadn ondaviwv voonatwy

H Staxpovikn, aflomiotn mapakoAouBnon Twv OMAVIWY VOCHUATWY, N UTIOOTAPLEN TNG
€PEUVOC Kal N Xapagn TOALTIKAG yLO TOL OTIAVLIA VOOoHUATA €EapTWVTOL OO TNV UMapén
€OvikoU apxelou kal €e€elSlKeLUEVWY apXelwv TIOU va UTOPoOUV va TIOPEXOUV TG
avaykaieg mAnpodopiec. Ta apyeia avtd Ba mpenel va Baoilovral oe koo Eupwmnaiko
0OPLOUO TWV OTMAVIWV Voonuatwy Kal o Slebvr mpotuna kwdikomoinong. Ol o KATW
€Xouv eTAEyel WG Ol KUPLOTEPEC evOedelyuéveg SPACELS TTOU UTTOPOUV va 0dnyrnoouv
oTNV ovamrtuén emapkwyv SOUWV yla TNV Kataypoadr TwV OMAVIWV VOONUATWV OTnV
Kumpo.

cvotaon KaBodnyntikng Emtpomng: ylo va UTMAPEEL EMAPKAG CUVTOVIOUOG TWV
METPWV Kal SpACcEwV yla TNV Kataypodr Twv onmaviwyv voonudatwyv otnv Kompo, Ba
npemnel va Beomiotel KaBodnyntikn Emitponn kat/r) cuvtoviotikol ¢opea. Mia tétola
erutpomnn N ¢opéag Ba €xel tnv guBUVN KaBoplopol OTOXWV Kal KAteuBuvtiplwv
VPOAUUWYV. Oa £xeL emiong tnv euBUVN MapakoAoLONoNG TN mopeiag Twv SpAcewV Kat
afloAdynong Tou £pyou TG Kataypadnc.

MEAETN EMUTEVELUOTNTOG: TO EMOUEVO Bripa Ba MPEMEL va lval n Slevépyela PEAETNG
ETUTEVELUOTNTAC TWV OTOXWV TNEG OTPATNYLKAC. H emteuépotnta tou Bacikol otoxou
KOl TwV EMUEPOUG oTOXwv Ba mpénel va SwaodpoaAiotel mpotou avaindBouv
deopeloeLC.

S1eBveig ouvepyaoieg: Ta pétpa mou mpEmel va AndBouv o eBviko enimedo Ba mpemel
va ouvadouv pe Ta avtiotolxa tnG EE oUTwg wote va UTIAPXEL EMOPKAG CUVTOVIOHOG
Twv SPACEWV LE OKOTO TNV £MITEVEN TNG MEYLOTNG TtPoobetng afiag. Emopévwg, n
ouvepyaoia pe GAa Kpatn MéEAn tn¢ EE vyl AviAnon EUMEpLWV  Kal
EUMELPOYVWHOOUVNG A0 0pyavLoUoUG Kat diktua, mou €xouv ndn dpactnplomotnBel
oToV TopEQ Kataypadng Twv omAviwy voonuatwy, eivat eruBeBAnuévn. Oa mpemeL va
SlopyavwBouv eKMALSEUTIKA CEULVAPLA KOl ETILOKEWPELS YO ATIOKTNON YVWOEWV Kol
eunelpwwy. Elval avtovonto otL n Kumpog, ot mMPoomaBbelEG TNG yla TNV KAAUTEPN
duvat OVTIHETWIILON TWV OMAVIWV voonuatwyv, Ba mpémel va emblwéel tnv
aflomoinon Twv unapxoviwv Eupwnaikwv kat Stebvwv epyoadeiwv.

OUMMETOXA otnv avaBswpnon tng tafvopnong/kwdikomoinong: €vag omd Ttoug
KUPLOUG OTOXOUC TNG OXETIKNG obotaong tnG Eupwrnaikig Emtponn¢ eival o emapkng
0pOUOG, N Kwdlkomoinon kot n  koataypadrn TwV OMAVIWV VOONUATWY. IZTIG
npotepaLoTNTEG TNG EE oupmepdapBavetal kat n cupBoAn otig Slebveic mpoomabeleg
yla avaBewpnon tou ICD. Autr) otoxevel otnv e€acdAalilon emapkoug TaElvounong Kot
KW8LKOTOINONC TWV OTAVLIWY voonudtwy ota mhaiota Tou und etopaocio ICD-11". H
KOmpo¢ Oa mpémel va OUMUETEXEL oTta mAaiolad Twv SUVATOTATWV TNG Kal va
napakoAouBel tic e€eAifelc.

KatdAoyog onaviwv voonudatwv Orphanet: n EE otoxevel otn otriplén kaL cuviipnon
Tou SuvaplkoU KataAdyou omaviwv voonudtwv “Orphanet Classification of Rare
Diseases” to omoio avaBewpeital katd xpovika Siactipata. O KATAAOyog auTog
TMapEXEL M TOAU kaAl Bdon otnv omoia SatiBevral moAUTIHEG, afLOTLOTEG
TIANPodopLeC yLa LEYAAO apLlOUO CUYKEKPLUEVWY OTIAVIWY VOO UATWY. ITOV KATAAOYO
napexovrat kKwdikol Orphanet kat kwdikotl ICD-10. Evtoutolg, oL uTtapxovteg Kwdikol
ICD-10 6ev mapéxouv TNV anattoupevn e€elbikevon yla akplpn neplypadr tou KAbe

19

International Classification of Diseases, 11th version (or 10" version). AiatiBetal amno:
http://www.who.int/classifications/icd/en/
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OoTmaviou voonuatog. Méxplg otou eloaxBet to ICD-11 n Kimpog Ba mpénel va
Xpnotomolel Toug Kwdikoug Orphanet edv autol StatiBevtal otn oxXeTKN LoTooeALda.

e Baoko apxeio onaviwv voonuatwv: H Kunpog Ba mpénel va avamntuéel Eéva Bactko
apxelo omaviwv voonuatwv lMNa to okomd autd Ba mpenel va efeupebolv TpodMOL
OTEAEXWONG, XWPOL OTEYAONG, ayopd €eEOTMALOMOU KAl QavANTuén AOYLOMKWV. 2TO
Baowko apyxelo Ba kataypadovtal oxedov OAa To VEQ TEPLOTATIKA otn PAon &vog
TIPOCEKTIKA €TUAEYUEVOU EAdxloTou Zuvohou Aedopévwy. To €AdXLOTO QUTO CUVOAO
Sebopévwy Ba mapexel TIG Baoikég MANPodopleg TTOU ATALTOUVTAL YL UTTIOAOYLOUO TWV
ONUAVTIKOTEPWV ETUSNULOAOYIKWY SEKTWV (eMimtwong, €muToAacpol, TOCOOTWY
avikavotntag, axboug aoBeveiag K.A.) TOU amattouvtal yia okomou¢ dnuoaotag uyeiag,
Swaxeiplong kat Sikailng katavoung mopwv. Itnv EE umdpxel nén emapkég EAdyxLoto
JUvoAo Asdopévwy ou pmnopet va epappootel katl otnv Kumpo.

e SLaxeiplon unapxovtwv apyxeiwv: Ba mpenel va mpowdNBel n dnuloupyla VEWV Kat n
BeAtiwon Kol ouvtPNON UTIAPXOVTWV EELBIKEVUEVWY apXElwv Ta omola Tnpouvtal
and eBKoUC LATPOUG N AAAOUCG ETUOTHMOVEG I OmO €eCELSIKEUPEVA KALWVIKA KoL
EPELVNTIKA KEVTpa. Ta efeldikeupéva auta apxeia Ba pmopouv va TMAPEXOUV TOV
BaBOuO AETITOUEPELOG TIOU ATTAULTELTOL YLOL OKOTIOUC ETLOTNLOVIKI G EPEUVALC.

e SLaCUVOECELG apXELWV: YyLO TN MEYLOTOMOLNGN TNG XPNOLMOTNTAC TWV apXElwV aUTWV
Ba mpémel va umapxet duvatdotnta SlacUvOeonNG TOU KEVTPLKOU apXelou OMAVIWV
VOONUATWY PE Ta e€eLSIKEVEVA apXela. H TTOAUBEUATIKOTNTA TNG AVILLETWITLONG TWV
OTIAVLWY VOONUATWY ONUAlvel OTL £vag acBevig e OTIAVIO VOONMO UITOPEL va eivat
Kataysypopupévog oe dadopa apxeia. H avaykn amoduyng Suthoypadlwv Kot n
QVAyKn OUYXWVEUONG TwV TANpodopLWV TIOU TPpoEpxovial amo Sladopeg MnyEg,
npoUmoBétel tn xprAon Movadlkwv aplBuwv tautomoinong twv acBevwv. OL
Slaouvbéoelg Ba mpémel va yivovtal cUpPwva HE TIG SLATAEEL TOU VOUOU yLla
TPOOTOOLO TWV MPOoWTIKWV Sedopévwy. Ma Toug o TTAvw AOyoug n omoladnmote
TIEPALTEPW avaATTUEN apxelwv Ba MPEMeL va yIVETAL UE GUVTOVIOUEVO TPOTIO OUTWG
wote va eival duvatn n dtacuvdeon Kal cuvepyacio LETAEY apXEiwV.

e mpooapuoynl NANPOPOPLOKWY OCUCTHMATWV: T UTO avamtuén mAnpodoplakd
CUCTNHATA TWV TOPOXWV UNNPECcLwV Uyeiag Ba mpémel va Aapfdavouv umodn Tig
avaykeg kataypadng kot Kwdlkomoinong Twv OMAVIWV VOONUATWwY UE OTOXO TNV
QTMOTEAECUATLKOTEPN OTATLOTIKA avaAuon.

e SNAwon oMAVIWV VOONHATWV: N oplaAn Aettoupyia Tou Bacikol apyxeiou mpoUmoBEtel
™ Snuoupyla Tumomnotnpévou eviumou SHAWaONG OTAVIWY VOO LATWY 0UTWG WOTE Vol
oUAAEyovTalL oL avaykaieg, KataAAnAeg Anpodopies. Oa mpémel eniong va cuvtayOet
EYXELPLOLO TIPOTUTIWY AELTOUPYIKWY SLadkaolwyv oUTWG WOTE va UTIAPXEL SLoxpoviKN
opolopopdia otov TPOmo ouMAoyng Kwdlkomolnong kal ene€epyaciag Twv
bdebopévwy. MapaAAnia, Ba mpeénel va etolpaotel eyxelpidlo petadedopévwyv oluTwG
WOTE va emefnyouvtol ol Kavoveg KwdLKOToinong Kal va Umopel va yivetal opbn
EPUNVELN TWV OTATIOTIKWY AVAAUCEWV.

e VOMKO mAaiolo: ylwo TNV EmTuXiot €vOog TETOOU €pyou  Kataypodrg Omaviwv
voonuatwy Ba mpémnel va swoaxbel vopobeoia n omoia Ba kablotd ) dnAwon Twv
OTIAVLWY VOO UATWY UTIOXPEWTLKA.

ZYNOWH NMPOTEINOMENQN METPQN
e JUotaon KaBodnyntikng Emutporrg / Zuvtoviotikou Qopéa
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JTPATNYIKOG OXESLAOUOG: KaTaypadn onaviwv voonuatwy

o  MeA£ETN ETUTEVELUOTNTOG

e AleBveic ouvepyaoieg

e Xpnon kataloyou Orphanet / ICD-11

e Anuwoupyia Baowou Apxeiou Inaviwv Noohuatwy
e Alaxeiplon UTIOPXOVTWYV aPXELWV

e Alaocuvbéoelg Apxeiwv

e [lpocapuoyr MAnpodoplakwy ZUoTNUATWY

e Q¢formon Inaviwv Noonuatwy wg AnAwtéa
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50¢ Afovag: épeuva

Jtnv Kumpo umadpyel pla Baoikn epeuvnTikn umtodopn Ue emtotripoveg PnAou emumtédou
KoL TTOAU KOAEC TIPOOTITIKEG. YTIAPXEL UEYAAN OVAYKN EVIOXUONG TNG €PEUVOG VEVLKA KoL
NG €PEUVOC OTO OTIAVIO voonuata €0kd. Ta kovOUAla mou SlaBétel to Kpdtog yla
€peuva elval avemapkn Kol TPEMEeL va auénBouv yla va TANGLACOULE TO MinMeSo AAAwWV
Evupwnaikwv xwpwv. Eniong, n yewypadikn B€on tn¢ KUmpou euvoel ouvepyaoieg pe
VELTOVIKECG XWPEC KAl ElVaL KATL TTOU TIPEMEL va aLoTtonBel.

Ma tnv mpowdnon g €peuvag yla Ta omavia voonuata otnv Kompo mpoteivovtal ta
akoAouBa pEtpa:

Xaptoypadnon €peuvag: va yivel mpoomdBetla va cuunAnpwOel n xaptoypddnon g

€PELVAG YLO TA oTtAvia voonuata otnv Kumpo péow tou Yroupyeiou Yyeiag, latpikou

JuAAoyou, IME, EATK, FevikoU Xnueiou Tou KpAtoug Kot GAAWY 0pyavIoUWV.

Yrodoun: va dnuoupynBel cwotr umodoun mou va SLEUKOAUVEL TNV £peuvaL:

— opxelo omaviwv voonuatwv Kal PBaocslg dedopévwyv (oupmepAapBoavouévwv
KAWVIKWV oToLXElWV), Blo—Tpameleg KATL.

— amhovoteuon Swadikacwwv  Slekdiknong kol mapakoAouBnong EPEUVNTIKWY
KovOUAlwyv, eveli€ia, peiwon ypadelokpatiag, pnxaviopot otripeng.

— va OloteBolv €6ikd kovdUALD yla ouvexn avaBaduion Twv UPLOTAPEVWV
avayvwpLlopévwy Epeuvntikwv Kévtpwyv kal Kévtpwv Aploteiag.

KovéUAwa é£peuvag: va OSwateBouv eldikd kovbUAla ya tnv eaodpdAlon NG

HOKPOXPOVIOG Blwowuotntag tng €peuvag (sustainability): pévipo mpoowmikd yia

€peuva (aflomoinon tou peyalou aplBuol Kumpiwv emotnuovwy).

Zuppetoxn oto npoypappa E—Rare: n KUTpog MPETEL VAL CUMIETEXEL OTO TIPOYPAUUA

yla TO OTMAVIO VOONHOTO, TO Omolo €lval OTOXEUMEVO ylo €pEuva OTOL OTIAVLA

voonuata. H cuppetoxn umopel va yivel péow tou 16pupatog Mpwdbnong Epsuvag n

Tou Yrmoupyeiou Yyeiac.

EOviky mAatdoppa €peuvvag: va dnuoupynBel pia €bvikn «mAatdopua» yla tnv

€PEUVO OTA OTIAVLA VOOHUOTO Yl KAAUTEPO CUVTOVIOUO Kal cuvepyaoia petafl Twv

EPELVNTIKWY OPASWV Kal oo Kowou Xprion Twv UTToSOUWY Kal TIOpwV.

Kivntpa £peuvag: va 500800V KivnTpa 0TOUC yLATPOUC KAl EMLOTAUOVEC TOU dnpoaciou

yla va aoxoAnBoulv pe tnv €peuva.

Alonoinon KUMpuwv EUMELPOYVWHOVWV: Ol KPATIKEC UTNPECIEG va amoteivovtal

oTou¢ KUTIPLOUC EUMELPOYVWHOVEG YL TNV AVTLUETWTILON KAUTWV TPOoPANUATWY LYELQG

HEOW TNG £PEUVAC

lotoceAiba: va SnuloupynBel pla otooediba 1 va eival pEPOG €vOG YEVIKOTEPOU

StadiktuakoL TOMOU yla Ta omavia voonpata otnv KUmpo, 6mou va KataxwpouvTal ot

EPEUVNTIKEC OPABEG, TA EPEVVNTIKA TIPOYPAUUATA, OL SNUOCLEVUCELCG KATL.

Awtowon: va auvénBel n ouupetoxr o Eupwmaikd €pEUVNTIKA TIPOYPAMUOTO KOL N

SIKTOWON UE EVPWTIALKEG EPEUVNTIKEG OUASEG.

KAwikég SoKLUEG: va ipowBNnBel n ocuppetoxn Kumplwv aoBevwyv og KALWVIKEG SOKLUEC

VEWV GOPUAKWV.

Eknaidsuon: va mapéxetal ekmaibeuon o€ VEOUG €PEUVNTEC yla TNV €Tolpacia

EPEUVNTIKWV TIPOTACEWV OCUMTEPAOUBOVOUEVNG KOl TNG altnong otnv EBvikn

Erutpory BionBikng.

ZuAdoyn XPNUATWV yla EPEVVNTIKEG XopNnyieg: va evBappuvBouv ol un—kuBepvntikol

opyaviopot kot ot cuvoeopol acBevwy va Sle€dyouv ekoTpateie¢ cUANOYNC XPNHUATWY
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€OIKA yla €peuva OMwG KAvouv o ZUvdeopog Muikng Auotpodiag tng AMEPLKAG
(Muscular Dystrophy Association”®, MDA), o ToA\KOC ZUVSEOHOC evdvTia OTh
HuomndBeta (Association Francaise Contre Les Myopathies!, AFM) K.d.

ZYNOWH NPOTEINOMENQN METPQN

e AU&non SLaBEouwy MopwV yla Epeuva

e KaAUtepn aflomoinon udLoTAPEVWY TIOPWV

e BeAtiwon tou emutédou SIKTUWONG KOL CUVEPYACLOG EMLOTNHOVLKAG KOL LATPLKAG
Kowvotntag otnv KUmpo kat 1o e§wTEPLKO

e EualoBntomoinon yla TV avaykalotnta tng EPEUVAG

e Evepyotepn eumAokn Twv acBevwv oTNV €PEUvVa KAl TILO CUYKEKPLUEVO OTA KEVTPA
APNG anopacewy

?° http://www.mdausa.org

2 http://www.afm-telethon.fr
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2YNOWH MPOTEINOMENQN METPQN

1log Aovag: MpoAnyn, Eykaipn Avixveuon

Evnuépwon/EvaloBntonoinon /Eknaibeuon Tou Kowou HEow

— TpoypAppaTa euaLeOnTOMOiNoNG TOU Kowvou

— aywyn/mpoaywyn tng vyeiog

— El0ayWwYH TTPOYPAUUATWY CUUBOUAEUTIKAG TIPLV TNV TEKVOTIOLNON

— evioxuon NG CUUUETOXAG TOU TIANBUGUOU OE TPOYPAUUOTO EVNUEPWONG TIPLV KL
Katd tn SLAPKEL TNG KUNONG

— eknaidevong el8Ikwv opadwv mAnbuopou

— eknaideguon emayyeAHATIWY LVYEiag

Mapexoueveg Yrinpeaoieg

— avamTtuén TAPEXOUEVWVY UTNPECLWY CUUPBOUAEUTIKAG TPV oo tnv cUAAnYn o€
maykuTpLla Baon

— evioxuon twv oxéoswv tou Ynoupyeiou Yyelag pe aAoug eupwmaikoUg kot SleBveig
0OpPYOQVIOHOUG

— OVAMTUEN UTINPECLWV TIPOYEVVNTIKNG TIAPEUBATLKAC LATPLKNAC

— evbuvauwon vdlotapevwy Ynpeolwwv MeveTikng ZUUBOUAEUTIKAG

— evbuvauwon Ynnpeowwv MeptBarlovtikol EAEyxou

MANBUOULOKA KOL AVIXVEUTIKA TIPOYPALLOTA

— gvioxuon VPLOTAUEVWY QVIXVEUTIKWY TIPOYPOUUATWY

— a€loAOyNoN KAl EMEKTOCN TWV QVIXVEUTLKWVY TIPOYPAUUATWY 0T VEOYVA

— aviyveuon opadwv vPniov kvduvou

206 Afovag: Aldyvwor), AVILLETWILON

Exnaibeuon kat ouveXng eMUOpdwon TWV EMAYYEALATLWY UYELOG

Mepattépw avapaduion kal evioxuon Twv UPLOTAUEVWY oUVAPWY UTINPECLWY Kal
BeAtiwon tng mpooBacipuotntog tou MAnbuouou

Avantuén VEwv UTtNPECLWY

Evioxuon kat kaBlEpwaon tng MOAUBEUATIKOTNTOG KOL ETLOTNUOVIKNG ouvepyaoiag, He
0TOXO TN 0daLPIKA/OALOTIKY AVTIHUETWTTLON TWV OTIAVIWY VOO UATWY

Eloaywyn vEwvV TMANBUOULOKWY QVIXVEUTIKWY TIPOYPAUUATWY HE BACON EMIOTNMOVIKA
KpLtipla

Avayvwplon UPLOTAUEVWY KEVTPWY ovadpopac KoL APLOTELOG ylo OTIAVLO VOO HATA,
Eumnelpoyvwpooivn

AwktVwon, Evpwnaikad Aiktua Avadopadg kat Stebvr¢ ouvepyaoia

Elcaywyn TPaKTIKWV Kol VOUOBETIKA puBulon yla mpocofacn OTIG amopaitnTe
BepameuTIKEG TAPEUPACELS

EvawoBntomnoinon, mAnpodopnon Kat eMUopdwaon Twv acBevwyv Kal Tou Kowou Kal
evOUVAUWON TWV 0L0BEVWV KaL TNG CUUUETOXAG TOUG oTLS Slddopes SpAoELg
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306 Afovag: Ynootnpiktik Ppovtida, Kowwwviki Npdvola, Evtagn

Evouvauwon tg Yuxoloylkng otnpEng

‘Ex6oon €l81kN¢ KAPTAC AoOeVWV e OTIAVLIA VOO LT

Mepaltépw avoBABULON TWV UTINPECLWY KOWVWVLKAG TTPOVOLAG TTOU TIPOodEPOVTAL Ao
10 Ynoupyeio Epyaoiag kot Kowwvikwv AopoAicewv
Alktvwon acBevwy
Avarmnrtuén uninpeotwv ¢ppovtidag avanauvioag
Anpoupyia MoAUBepATIKWY OpAdwV
Avarmrtuén opyavwUEVWY UTINPECLWY aVaKoUDLOTLKAG ppovtidag
— Onuoupyia Zuvtoviotikol Qopéa
eknaibevon
— Snuoupyia MupAvwv Avakoudlotikic Opovtidag
— Snuoupyia Aiktoou Kat’ oikov Opovtidag
— Onuoupyia Kévtpou Avakoudlotikng Opovrtidag

Avarntuén ‘kouAtoUpac Javatou’

EurAokn Tomiknc KowotnTag

Anuloupyia UTTNPECLWVY ETTAVEVTAENC

406 A¢ovag: Kataypadn Indaviwv Noonpatwv

Yuotaon KaBodnyntikng Emtporrg / Zuvtoviotikol Qopéa
MEeAETN emITELELUOTNTOG

Aebveic ouvepyaoieg

Xprion kataloyou Orphanet / ICD-11

Anuoupyia Baotkou Apxeiou Zraviwv Noonuatwy
Alayxeiplon umapyxovIwy apxeiwy

Alaouvdéoelg Apxeiwv

Mpocappoyn MAnpodopLaKWY ZUCTNUATWY

©¢omon Znaviwv Noonudtwv we AnAwtéa

50¢ Afovag: épsuva

AUEnon dlabéoipwy Mopwy yla Epeuva

KaAutepn alomoinon udpLotdpevwy mopwv

BeAtiwon tou emutédou SIKTUWONG KOL OUVEPYAOLOG EMLOTNMOVIKAG KOL LOTPLKAG
KoLvoTNnTag otnv KUTpo Kal To eEWTEPLKO

EvawoBntomoinon yla tnv avaykalotnta TG EpEUVAS

Evepyotepn eumAoKn TwV aoBEVWY O0TNV €PEUVA KOL TILO CUYKEKPLUEVO OTA KEVTPO
AnPnc anopdoswv
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JTPATNYIKOG 0XESLAOUOG: UAOToinGN

YAOMNOIHZH

Z0otaon EOvikNAG EMTPOMAG YLl AVTLUETWTLON TWV OTIAVLWY VOO LATWV

Ma tnv vlomoinon tTN¢ ev Adyw OTpATNYIKAG YiveTal gloniynon ywo cvotoon EBvikAg
EMitponng yla QVTIHETWILON TWV OMAVIWV VOONUATWY, N omola Ba €xeL xapaktipa
oupPBouleuTtikol cwpatog pog to Yroupyeio Yyeiag kat Ba dtafoulevetal pall Tou yla
ToV KaBopLopod twv Spdcewv uAomoinong tNG ZTPATNYLKAG. XTO apov oTadlo Kal epocov
6ev avodEpovtal OUYKEKPLUEVEG OpAOEL( ylo €miteuén Twv otoxwv, O6ev UTMAPXEL
OTIOLASATIOTE OLKOVOULKN) SECHEUON 1) AVAYKN TIOU VO TIPOKUTITEL OO TNV £YKPLON TNG
OTPATNYLKAG, LEANOVTIKA OUWE Ba UTIAPXEL N SUVATOTNTA TNG OLKOVOULKNG AvAAUONG TWV
TIPOTACEWV, UE Baon to IxESLo ApAaong mou Ba ETOLUAOTEL Lot UAOTIOLNGN CUYKEKPLUEVWV
OTOXWV O€ KABOoPLoPEVA XPOVOSLaYPA AT,

Appodlotnteg tng Emtponng Ba mephappfavouv ta akdlouba:

e UToBoAn elonynoswv mpog tov Yroupyo Yyeiag yia tn Stapopdwaon MOALTIKAG Yo TNV
QVTLLETWTTILON TWV ZIAvViwv Noonudtwv.

e avarmntuén EBvikoL Ixediou Apaong yla uAomoinaon tng ZTPATNYLKAG.

e Slaodpaiion tng cuvepyaoiag kat aAAnAofonBelog Twv eUMAEKOUEVWY GOPEWV Kal
npowBnon tng Kowng pacng.

e Qvamtuén cuotnuatog napakoAouBOnong tn¢ uAomoinong tn¢ EBVIKNAC ZTpatnyIkng.

® OpPLOUOC UTIO—ETILTPOTIWY ] OUASWY €pyaciog amoTEAOUHEVES ATIO EKTIPOCWITIOUG TWV
EUTTAEKOUEVWY GOPEWV/UTINPECLWY, AVOAOYWG TOU BEpaTOC.

H EOvikn Emutponr) Ba Sopiletat and tov Yroupyo Yyeiag, Oa €xel Ontela mMeVTAeTH KaL N
6pdaon tng Ba umootnpiletal ypappatelakd and to Ymoupyeio Yyeiag. Oa amoteAsitatl
Qo EKMPOCWTIOUC Tou Yroupyeiou Yyeiag kol Twv YINPECLWV TOU, EKTTPOCWTTOUE AAAWV
EUMAEKOUEVWY YTIOUPYELWV KoLl YIINpeowwy, enayyeApatiwy vyeiog pe e€elbikevon ota
omnavia voonpato kot Gopeic mou eknpoowrnolv acBeveic/ovyyeveic/pilouc.

Katd tnv doknon twv kabnkoviwv tng n EOBviki Emtpomny SuUvatal va  KaAel
EKTIPOOWTIOUC AAAWV PopEéwv | unmnpeowwv f/kat va cuvepyadletal pall Toug avaloywg
Tou B€patog ou Ba culnteital.

Xpovodiaypappa uAomnoinong

Metd tnv oAokAnpwaon tng cUAAOYNG TwV amMOPEWV TWV EKMTPOCWNWY Tou Ymoupyeiou
Yyelag kot Twv YMNPECLWV TOU, EKMPOCWTIWYV AAAWV EUMAEKOUEVWV YMOUpPyEiwv Kol
YNNPEOoWWV, EMAYYEALATIWV UYELOG He €elbikeuon ota omavia voonpata Kot Gopeig mou
eknpoowriovv aoBeveic/ouyyeveic/diloug MOV CUUUETEIXOV OTO £PYAOTAPL ETOLUAGCLOG
¢ EOvikAG Itpatnylkng, to mpooxedlo Ba mpowbnBei yia anoelg ota Ymoupyeio/
Ynnpeoleg mou eumMAEKOVTOL KoL OTN CGUVEXELA 0 Youpyog Yyeiag Ba mpowOroel oXETIKN
npOTOON TPOG TO YIOUPYLKO ZUPBoUALo
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MapaptApota

NAPAPTHMATA
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Napaptnua 1: Texvikn Emtporny Avamtuéng EBVIKAG ZTpatnyIkAg

NAPAPTHMA 1

Texvikn Emutpon) Avantuéng EOvikng Ztpatnytkng
Me otoxo tnV avantuén eBVIKAG oTPATNYLKAG YLO TA OTIAVLA VOO LaTa, Tov lavoudplo Tou
2011 ouveotnOn TEXVLKN EMLTPOT TTIOU AMOTEAELTO Ao Ta akoAouba dtoua:

e Ap. OAya KalakoUta, Mpwtn Asttoupyog Yyeiag, Yroupyeio Yyeiag

e Ap. BloAétta Avaoctaciadou—Xplotodidou, Mawdlatpog — Tlevetiotrg, Noookopeio
Apyxlemiiokomnou Makapeiou lll, Youpyeio Yyeiag

e Ap. Muptw Xpovidou—Aliva, latplkdg Asttoupyog A’ Ta€ng, latplkég Ymnpeoieg Kot
Yninpeoieg Anupooiag Yyeiag, Ymoupyeio Yyeiag

e Ap. MavAo¢ MavAou, Zuvtoviotic Movadag MapakolouBnong Yyeiag , Ymoupyeio
Yyeiag

e Ap. Baoocg ZkoutéAAag, Peupatoloyog, Noookopeio Aeukwaoioag

e Ap. AvBn Apoucwwtou, Avwtepn Bloxnuikog lMevetiotrc, Ivotitouto Neupoloyiag Kat
FEVETLKNG

e Ap. AvépouUAa EAsuBepiou, AleuBuvtpla Atebvig Opadag Oalaooatpiog

e Xpulotiva lwavvidou — EvotaBiou, Asttoupyog NoonAeuTikwy Ymnpeowwy, Youpyeio
Yyeiag

e AlowknTtikn urtootnpEn: Elprivn Fewpyiou, Asttoupyog Yrinpeotwy Yyelog
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Mapaptnua 2: Epyactiplo avamntuéng eBVIKr¢ oTpATNYIKIC OTaviwy VoonUatwy

MNAPAPTHMA 2. Epyaotriplo avantuéng eBVIKAG oTpATNYLKIG OTIOVIWV VOO LATWV
JuppeTEXOVTEG oTo Epyaotrpt (23-24 louviou 2011, Aeukwoia)

SUNUEPO €pyaoTApL yla avamtuén tng €OVIKNAG OTPATNYLKAG TNG XWPOC HAG YL TA OTAVLA VOO LOTA HE
EUPELOl CUMUETOXN EKTTPOCWTIWV EUTIAEKOUEVWY YToupyelwv Kol YMNPECLWY, EMAYYEALOTIWY UYElag He
e€elbikevon ota omavia vooruata Kot Gopéwv IOV EKMPOCWTIOUV acBeVelg, cuyyeveig kal dpiloug Toug

ABnvoula Kolpavidou, Avwtepn QuoloBepaneltpla, Yroupyeio Yyeiag

Avbpopuayxn Katoovoupn, Xnuikog 1ng Tagng, MNevikd Xnueio tou Kpatoug

Avwva Anpntplou, Asttoupyog Ztatiotikng Movada MapakoAouBbnong YyElag, Youpyeio
Yyeiag

Avva Mapia Kwttn KitpopArndou,Genetic nurse

Avtpn lewpyalAidou, Asttoupyog Kwdikomoinong, 'N Asukwaotag

Avtwvng Kwvtepeviwtng, Qappakomnolog, OappokeUTIKES YTNPETLeg

lewpyia Mrewpyiou, NoonAgutikdg Asttoupyog KAwvikn Kwdikomoinon, N Asukwotog
ravvng KaoouAidng, Aettoupyog Aodaletag kat Yyeiag, Ymoupyeio Mawdeiag kat
MoAltiopou

A¢omowva ZtuAlavou, Asttoupyog Kwdikomoinong, Mov. NapakoAouBnong Yyeiag,
Yrnoupyeio Yyeiog

‘EAeva NikoAdou, Avwtepn NoonAsutiki Asttoupyog KAwikn Kwdikomoinon, N Adpvakag
‘EAeva NamauyanA, Nawdiatpog, NAMIII

‘EAeva Inavou Aploteidou, Genetic Counsellor

EAévn Zauna-MNamnavikoAdou, Avwtepn NeupoAoyog, INTK

Oe0bwpo¢ Mewpyiou, BloxnUikog Fevetlotng,

Oe0bwpog MetéAng, NoonAeutikog Asttoupyog KAwiki Kwbdikomoinon, N Aepeoou
Oeomiotn Kumplavou, Aettoupyog Ztatlotikig Movada nmapakoAolBnong YyELag
Iptg NikoAaidou, Avwtepog EmiBewpntrg Quaolobepaneiag

KapoAiva Ziopdvn, Epyaotnplakog, Tuqua Kuttapoyevetikig, INIFK

KuntpoUAa XplotodouAou ,AteuBuvtpla TuRpatog Neupoyevetikng, INFK
Kwvotavtivog @eAldg, Koopntopag 2xoAng Kowwvikwy Emotnuwy

Aaoupa KoUpa, AvoooAoyog, Kapalokdkelo idpupa

Newvidag Qulaktou, Npodedpog Etatpeiag AvBpwrvng Mevetikig Kumpou

Noilog Avtwviadng, A/vtng Kapdloloyikou, M'evikd Nocokopeio Adpvakag

Mapia ABavaolddou, Asttoupyog Ztatiotikng Movada mapakoAouBnong YyéLag
Mapia Evayyélou, Aettoupyog NoonAeuTtikwy Yrinpeolwv, NoonAguTIKEG YTinpeaoieg
Yroupyeio Yyeiag

Mapia KoAtob Malépn,latpikdg Asttoupyog 1ng Tagng, AotpoéloAoyog Maldiatpog
MapLog Avtwviadng, AlpatoAoyog, Fevikd Noookopeio Aseukwotag, Yrioupyeio Yyeiag
Mapio¢ Boyallavocg, YrevBuvog Bloxnuikou Epyaaotnpiou , KEvipo MpoAnmTikng
MatSLaTpLkng

Naola Kittou, Kowvwvikr Asttoupyog Zuvdeopoc Muonabwv Kimpou

Zévia AonkaAn, Qappakomoloc, Aloiknon Ymoupyeiou Yyeiag

Mavaywwtng Bookoc , Cyprus association for Rare Diseases/MDA

MNavaywwtng TooBiAng, NoonAeutikog Asttoupyog KAwvikn Kwdikomoinon, 'N Madou
MNpagovAa Mutepibou — MNetpwvda, mpwnv AteuBuvtpLo QoPUAKEVTIKWY YITINPECLWY,
uEAog MAIYKAD
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Mapaptnua 2: Epyactiplo avamntuéng eBVIKr¢ oTpaTNYIKNC OTaviwy VoonUatwy

PodoBéa Ztaupvou, Npwtn NoonAeutikn Asttoupyog -Maia , NoonAeuTikég Yinpeoieg,
Yrnioupyeto Yyeiog

Yodia Néotopog, latpikn AleuBuvtpLa ApVIKapPKLVIKOU ZUVEECHUOU

YtéNAa Agovtiou , Avwtepn NoonAeuTikog Asttoupyog, Youpyeio Yyeiag

JwtnpouAa Xpiotou, latpikdg Asttoupyog Mpwtng TAENng, YmevBuvn KAWVIKNAG
Oalacoaiuiag - Makdapelo Noookopeio

XapdAapumnog ManadonouvAog,Npoedpog Zuvbéapou Muonabwv Kumpou,

XapikAela Nanayswpyiov, EpyoBepancutpla YWY
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MNapaptnua 3: Mpoypoppa EPYOOTNPLOU AVATTUENG EBVIKAG OTPOTNYLKAC OTIOVIWY VOONUATWY

NAPAPTHMA 3.

Mpoypappo epyactnpiou avamtuéng €OBVIKAG oTpATNYLKAG omaviwv voonuatwy (23-24
louviou 2011, Asukwolia)

Kata tn SldpKela Tou epyactnpilou £yvav MOPOUCLACELG YL TA UTIAPXOVTO EUpwraika dedopéva Kat Thv
UTIAPXOUOX KATAOTAON OTN XWPA MOG. 2T cuVEXela o Opadeg Epyaoiag oulntriBnkav ol Stddopol agoveg
NG UTO AVATTUEN OTPATNYLKAG.

Mpoypaupa

HO I AT O HNIMM

09:00 - 9:30 EyypapEc - Kapeg
09:30 - 9:35 KaAwoopioua arno t Ap. OAya KaAakouta
09:35-09:50 Xaipetiouocg Yroupyou Yyeiag, Ap. Xpiotou I'. MNMatoadién

09:50 - 10:20 EUROPLAN project, Rare Diseases in European countries
Dr. Domenica Taruscio, Director ,National Centre for

Rare Diseases-Italy

rnf{wy RBRY [h Y ~h h A> h-

10:20-10:40 [MpoAnyn-Aiayvwon Zraviwv Noonudtwv,
Ap. BloAétta  Avaotaoiadou

10:40-10:55 Avupuetwrnion Zrnaviwv Noonuatwy,
Ap. Baoog ZkoutéAdacg

10:55-11:15 n'h<s® >>h

11:15-11:30 Avakouiotiki @povtida — Entavévtaén,
Ap. Muptw Aliva

11:30-11:45 H unapyouoa katdaotaon otnv Kumpo tou 2011°H  dmoyn

TwV aoJeVWV UE OMAVIEG TAYNOELG,

Strategic Plan Rare Diseases 30 8 2012 teAkd oehida 68 ano 76



MNapaptnua 3: Mpoypoppa EPYO0OTNPLOU AVATTUENG EBVIKAG OTPOTNYLKAC OTIOVIWY VOONUATWY

Ap. Avépoula EAsudepiou
11:45-12:00 Kataypapn Zraviwv Noonuatwy - Anutovpyia Apxeiou
Znaviwv Noohuatwyv,
Ap.MavAog MavAou
12:00-12:15 Epevva otov Touéa twv Znaviwv Noohuatwyv,
Ap. AvOn Apouctwrtou

( nf Bas> it s n *h>’nh

B > 0 1 Mooy —Eykaipn Awayvwon

2uvroviotrc: Ap. Muptw Aliva
B >0 1 hAgpwaon — Avtiuetwrnion

2uvrtoviothc : Ap. BloAéta Avaotaotadou
B >0 1 h Aldyvhon-Avtiustwrnion
2ZuvtovioTr¢ : Ap. Baoog SkoutéAdac
B > h 1 Yrnoompiktikn @povriba,

2uvroviotrc: Ap. AvdpouAa EAsudepiou

B >N 4 hKampy¥apn MNeplotatikwy - Apyeio Sraviwv Noonudtwv

2uvroviotic : Ap. MNMavAoc MNavAou)
B >h 1 hEpeov,
Zuvroviotric: Ap. AvOn Apouotwtou

14:00-15:00 me  >h

Strategic Plan Rare Diseases 30 8 2012 teAkd oehida 69 ano 76



MNapaptnua 3: Mpoypoppa EPYOOTNPLOU AVATTUENG EBVIKAG OTPOTNYLKAC OTIOVIWY VOONUATWY

15:00-16:30 Ouadec Epyaoiac (Suvéxion Epyaoctwv)

~ 1 1

fw<"1 Wm

~ > ~

H N )| A . HAOAMM

8:30-10:30 Ouadbec Epyaoioac (Suveyion Epyaoctwv)
10:30-11:00 n ' h <8 ' >>h

11:00-13:00 [lapouciocon moploudtwv Ouadwv Epyaciac - Sulntnon
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Mapaptnua 4: Nopog nept Anpoociou Bondruatog, mpoopEpovtal dtadopa Bondruata

NAPAPTHMA 4

ApLOp6g 95(1) touv 2006 Nepi Anpéociwv Bondnuatwv kat Yrnpeowwv Nopog touv 2006
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Mapdaptnua 5: Inavia Noorpoata mou £xouv PeAetnBel o epeuvnTiko enimedo otnv Kumpo

NAPAPTHMA 5
Inavia Noonpoata mou €xouv LeAeTNBel og epeuvnTIkO eninedo otnv Kumpo

AyyALlkOC 6pog

5 alpha reductase deficiency

Alpha and beta thalassaemia

Alport Syndrome

Amyloidotic neuropathy

Amyotrophic Lateral Sclerosis

Androgen insensitivity syndrome

Ataxia Telangectasia

Ataxias with oculomotor apraxia [AOA1, AOA2]

Autism

Autoimmune encephalopathies

Autosomal recessive cerebellar ataxias [MIRAS, IOSCA, SCAN1, SACS, ARCA1, SCAR3, SCAR7]

Branchio—Oto—Renal Syndrome

Central Diabetes Insipidus

CFHR5 Nephropathy

Charcot—Marie-Tooth disease [CMT1A, CMT1B, CMT1D, CMT1E, CMT1F, CMTX1, CMT2A, CMT2D,
CMT2E, CMT2I, CMT2J, CMT2K, CMT4A, CMT4B1, ARCMT2]

chromosomal abnormalities like trisomies, mosaic trisomies, deletions, duplications, and many others.

Ciliary dyskinesia

Classical and Non—Classical Congenital Adrenal Hyperplasia

Congenital abnormalities

Congenital Hypothyroidism

Congenital myasthenic syndrome [CMS]

Cowden syndrome

Cystic Fibrosis

Dentatorubral—pallidoluysian atrophy [DRPLA]

Distal Renal Tubular Acidosis

Distal spinal muscular atrophy type V

Duchene and Becker muscular dystrophy

Dystonias

Ethylmalonic Encephalopathy

Facioscapulohumeral muscular dystrophy [FSHMD]

Familial Adenomatous polyposis

Familial gastric cancer

Familial Mediterranean Fever

Familial Melanoma

Fanconi Anemia

Focal Segmantal Glomerulosclerosis

Fragile X Syndrome

Freidreich—like ataxia with selective vitamin E deficiency

Friedreich Ataxia

FSH

G—6—PD Deficiency

Galactosaemia

Glycogen Storage Disorders

GM1 Gangliosidosis

Haemoglobinopathies

Hereditary breast and ovarian syndrome

Hereditary neuropathy with liability to pressure palsies [HNPP]

Hereditary non—polyposis colorectal cancer

Hereditary spastic paraplegia

Huntighton disease
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Mapdaptnua 5: Imavia Noorpata mou £xouv PeAetnBel o epeuvnTiko enimedo otnv Kumpo

Hyperlipidemia

Inclusion body myopathy [IBM]

Inherited Hearing Loss

Inherited Neuropathies

lon channel disorders

Jerash hereditary motor neuronopathy [HMNJ]

Leukodystrophies

Li-Fraumeni syndrome

Limb—girdle muscular dystrophy with cardiomyopathy [LGMD]

Maple Syrup Urine Disease

Marfan Syndrome

Maturity onset diabetes of the young (MODY)

Medullary Cystic Kidney Disease type 1 and 2

Mental Retardation

Microdeletions Syndromes (approximately 50) like Prader Willi, Angelman, Williams, Velocardiofacial, Cri
du Chat, Wolf-hirschhorn, and many more.

Mitochondrial disorders

Motor Neuron Disease

Multiple Endocrine Neoplasia

Multisystem Atrophy (MSA)

Muscular Dystrophy

MUTYH-related attenuated familial adenomatous polyposis

Myasthenia Gravis

Myotonic Dystrophy

Neonatal Diabetes

Nephrogenic Diabetes Insipidus

Neurofibromatosis | & Il

Peutz—Jeghers syndrome

Phenylketonuria/Hyperphenylalaninaemia

Polycystic kidney disease type 1 & 2

Primary lateral sclerosis [PLS]

Progressive Supranuclear Palsy (PSP)

Sandhoff Disease

Spinal muscular atrophy [SMA]

Spinocerebellar ataxias [SCA1, SCA2, SCA3, SCA6, SCA7, SCA8, SCA10, SCA12, SCA17]

Steroid Resistant Nephrotic Syndrome

Subtelomeric microdeletion and microduplication syndromes like the 2937 monosomy Syndrome, the
3029 subtelomeric microdeletion and microduplication syndromes and many more.

Thin basement membrane Nephropathy

Turner’s syndrome
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Mapdaptnua 6: Epeuva yla omavia voonpata otnv Kompo (1990-2012)

NMAPAPTHMA 6
‘Epeuva yla onavia voonpata otnv Kumpo (1990-2012)

e Epsuvntika Mpoypdppoata

— JUUMANpwWUEVa 107
— Ye g€l 13
¢ ANMOOLEVDELG 278
e EpEuvVNTIKEG Xopnyieg €7,500,000
e Xopnyoi
— 16pupa NpowBnonc Epeuvag €2,837,960
— TELETHON €531,414
— A.G. Leventis Foundation €517,767
— Muscular Dystrophy Association (USA) €453,944
— Cyprus Kidney Association €449,871
— UNOPs €183,808
— Middle East Cancer Consortium (MECC) €148,705
— Association Francaise contre les Myopathies (France)  €148,420
— Tpadeio Npoypappotiopol €30,877
— Wellcome Trust €20,371
— AM\ot €2,176,863
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Juvtopoypadieg

AKY
ATHK
AYK

EE
NAM llI
OKTK
INTK
INE

AFM

DRG
EUCERD
EUROPLAN
ICD-10
ICD-11
MDA

MDS

Strategic Plan Rare Diseases 30 8 2012 teAko

ZYNTOMOIPAQIEZ

Aotiko Kévtpo Yyelag

Apxn TnAemkowwviwv Kumpou
AypoTIKO Yyelovoulko Kévtpo
Eupwnaikn Evwon

Noookoueio Apxleniokomnog Makadpiog I
OykoAoyiko Kévtpo Tpamnelag Kumpou
Ivotitouto NeupoAoyiag kat MEVETIKAG

16pupa NpowBnong Epeuvag

Association Francgaise Contre Les Myopathies

FaAALKOG ZUVOECOG EVAVTLA 0T HUOTIABELOG

Diagnosis Related Group (Opoeldeic Alayvwotikeég Opadeq)
European Union Committee of Experts on Rare Diseases
European Project For Rare Diseases National Plans Development
International Classification of Diseases, 10th version
International Classification of Diseases, 11th version

Muscular Dystrophy Association

Yuvdeopog Muikng Auotpodiag TnG APEPIKAG

Minimal Data Set (eAdxtoto cUvoAo Sedopuévwv)
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onizeo0dYANO

(bwpeav amo Kumpiakn BiBAL0OAKN)

FPOUUWTOC KWAIKOG
(lowg umtapxeL ULKPO KOOTOC)
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