MANEAAHNIA ENQIH AM®IBAHETPOEIAO-
NAOQN(M.E.A)
HELLENIC RETINA SOCIETY (H.R.S.)

(EkPUALCTIKEV KANPOVOUIKWY TaBrioewv Tou audiBANCTPOELS XiTwva TG wypac knAidog
KaL ToU OMTLKOU VEUpOU)

Ap.Amod. 154372001 (23-2-2001) povoperé ¢ Mpwrtodikeio ABnvwv
A.D.M. 099076529 — A’A.O.Y. KahhiBéag
EtSua) Motornoinon Qopéwy Mapoxng Ytnpe oy
Kowwvikric @povtidag Mn Ke pSooKomkoU Xapaktipa.
Ap. A28/T/0k.20431/799, N.Attwkrgrap 18
(DEK 2762 T.B’ 15.10.12, 1oxU¢ wg 15.10.16)
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ABnrva, 4/9/2014
Ap. mpwt.: 25/31

AHMOXPATIA Mpog: a) Yyetovouikég MNepidepetegtng |

Oz NATPO IN XWpag '
(yie evnpépwon Movadwv Yyeiag tou MEAY
guBuvng Toug)
B) OAa ta Noookopeia tou EXY tng Xwpog

( 3/ lywa evnpépwon OGBaAPOAOYLKWY,

" Naudlarpikv, NeupoAoyLkwy, Kot
MoBoAoyLKWVY KALVIKWV)
y) latpikog cUAAGYOUG TG XWPOLG
5)0bOALOAOYLKEG ETAULPIEG TNG XWPAS
£) ®opeig, cUAGYOUG Kal UTINPECLES OTWG 0
nivoKag amoSEKTWV
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OEMA: "AnootoAR tou mivaka “Inaviwv OdpOaApoloyikwy MabrRcewv Tou ApdiBAnotpoetdn Xutwva, TN
Qxpdc KnAiSog, Tou Omtiko Nevpou kat Aotnwv Zuvépduwyv pe ICD-10 kat ORPHACODE", yiLa evnuépwon

ko xprion and unnpeoieg, latpolg kat emayyeApatieg Yyeiag . "

H NaveAAfvia Evwon AupdiBAnctpostbonabwy (M.E.A.) exmpoowrnel Atopa HE MpoBAnpata Opaong
(TudhoUc & Mepikwg BAémovieg) mou TAoxouv Omd  eKPUALOTIKEG KANPOVOULKEG TtaBroel; Tou
apdPANCTPOELSH XITWVa, TG WXPAG KNALSOG KAt TOU OTTIKOU veUpou. I16pUBnke to 1989 Kal avamtlocEL o€
Torukd, e0vikd kau SieBvéc emineSo, SpacTNELOTNTEG TOU OTOXEUOUV OTNV QVEUPEOH Bepamelwy yla TIg
N&oouC Tou EKTPOCWEL, TNV TPOANYN NG TupAdtnTag, TV powbnon BepdTwy amoKATACTAONG (OMTIKA
Bondriuata) kat évtafng twv Atépwv pe MpoPAfuara Opaong (ApNO). NMapdAAnAa avamtiooel
SpactnpdTNTEG EVNUEPWONG TWY QOBEVWV - HEAWV YL TIG EPEUVNTIKES gfelifelg, evatoBnromoinong tng
KoWAC YWOHNE yia TpoPAfpata mou avtipetwiilouv ta AuMO, mnpoddpnong ETUOTNHOVIKWY Kal GAAwv
dbopéwv, opyavwoewv (CUAGYoUG AUEA) Kal UTINPECLWV OTO ANpooto Kat Suwtkd Topéa. Eivat pélog tng
AweBvouc Evwong ApdipAnctposibonabwv — Retina International, ¢ MaveAAviag Evwong Inaviwv
NaBroswv (M.E.2.NA.), Tou Aktdou yia thv HAwkakn ExdUAon g Qxpds - AMD Alliance International kat

Twv ZkUAwv 08nywv EAAGSog (£.0.E.).
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Ta ApMO mou mdoxouv amd TG v Adyw VOOOUG — OL OTOiEG WG CApEpa eival aviateq — £XOUV APKETA
SLopopdn dpaon Snhadn epdavilouv katd cuvBrikn TidAwon, eddoov n dpach Toug eival cuvaptnon Tou
omtikoU touc mediou ¢ duong Twv PAAPWV TwWV KUTTAPWY TOU aUPLBANCTPOELSH XLTWVa Kal TNG WXPAS
knAiSoc, omdte Sev PAémouv kaBdou Tn vUkTa (npepodwrtia, vuktepwn TUGAwon) A TV nuépa (vuktaAwrtia,
npwwi TUPAwon) f avtioTolxa o8 XWPOUG Me TOAU dwg (Ao 1} évtovog Aauntipeg i valomivakeg mou
avtavakAouv) fj e TOAU okoTddL (xWpoug Kat §pOpouG Xwpig EMapkr GwTLOUO).

H avwtépw Katdotaon o8nyei Ta dTtopa autd oe mapdEeves yLa Toug TPIToug CUUTEPLOPEG EPOTOV UopouV
va BAémouv i va pnv PAémouv kdtw amd StadopeTikéG CUVBNRKEG Kol EMOMEVWS va Kwouvial f va
avayvwpilovv mpdowna A va evtomilovv aviikeipeva, i va SwaBalouv éyypada f v KAVOUV EVEPYELEG
dAAote eukoAdTEPQ Kat GAAOTE pe TTOAU Suckolia. Emiong Adyw TwV avwHOALWY TWV OTTLKWY Teblwv Kat Twy
aAAOLWOEWY ToU apdLBANCTPOELSH TNS WXPAS Kat Tou omtikoU velpou, 8ev propouv va avtiAndBouv minpwg
A pe oadAVEL ELKOVEC, YEYOVOS Tou Snuioupyel TPoPARHATA avayvwpLOoIUOTNTAG TPOCWTIWY | XWPWV
KaBWe Kat pvARNG epdcov pe To aeBnTrplo TG dpaocng kataypddovtal EAAELHUATIKE oL TANPODOPLES GTOV
eyképalo (amattolvral AAAeG aloBntnplakég kataypadeg yia Staotavpwon).

H NaveAAijvia Evwon ApdtBAnotposiSontabuv éxel mepinou 500 péAn, ATOpA TIOU TTACXOUV TG KANPOVOULKES
eKPUALOTIKEC TIOROELC Tou apdIBANCTPOELSH XITWva, TNG wXPAs kNALSog Kol Tou omtikoU veupou (OTwg
auTéc mapouotdlovial otov ouv/vo Tivaka). EXEL OPYQVWOEL CUVEPYQOIEG HME ETUOTNHOVIKOUG OPELS,
cuMdyouc ATdpwy pe Avamnpieg, t8pUpata, Mn KuBepvntikodg Opyaviopouls, Youpyeia K.A. TPOKELUEVOU
va ripowBrioel Bépata mou dmrovral TG KaBnuepwrig {wrig twv Atopwv pe MpofAipata Opaong (rx.
efunnpétnon and unnpeocies, mpooPactpdtnTa o xwpoug kat Méoa Malkig Metadopdg, pubpicel yia
AodaAiotikr KGAun Twv OnTikwy BonBnudtwy K.4.).

Enionc oto mAaiolo uTOGTAPLENG TWV MEAWY KOL TWV OLKOYEVELWV TOUG, EXEL OPYQVWOEL OE OUVEpYaoia Ue
odBatpooyikéc Khvikéc Noookopeiwv Tou E.L.Y., tnv Stevépyeta Stadopwv StayvwoTikwy opOaiporoyikwv
e€etdoewy yla TV akplPr Stdyvwon Tou mpoPAfpatog dpaocng kat v apakololBnon autou. Napdhinia
£xel avartUfel cUPBOUAEUTIKY OE Bépata YEVETIKIG Kat TpowBel HETPa Kot SPACELG ylat TNV ETIAYYEAUATIKNA
KOTAPTLON KOWWVIKY EVTagn Kal amoKatdotacn Twy MooXOVIwY HEAWY TNG.

IStaitepa onpavtikd polo oto 6o épyo g M.EA. Swabpapatilet n mAnpodoépnon — evnuépwon —
guaLodnTonoinon SladOpwV EMOYYEAUATIAOV Kat TNG KOWIG YyVWHNG o€ Bépata mou adopolV TOUG ACKOVTES
KaL TLC OWKOYEVELEC TouC. Etol n MEA ek8ibeL to tpunviaio evnpepwtikd AgAtio «EMADH» yia EVNHEPWON TWV
HEAWY TNG, aAAd Kot GAwY Gopéwv Kal ELSIKADV, WG TIPOG TO £PYO TNG KAL YL TIG CUYXPOVEG eelielc oo
SieBvn) epeuvnTikd nedio yia tnv avalitnon Bepamneiwy.

H onuovtikdtepn Opwg Spdon uag oTtov Topéa TNG EVAHEPWONG Elval N OpyAvwon EKOTPATELWV
AnpPodGPNONC TWV EMAYYEALATLEY, TG KOWAG yvwung Kat Twv dopéwv. Etol mpaypatonowOnkav néve (5)
PAOELC EVNUEPWONG, HE TNV £KSOON GUVOALKA 42 SLapOPETIKWY EVNHEPWTIKWY EVIUTIWV TIOU adOpouV Tig
KAnpovoukéc maBroels tou ApudipAnotpoetdy kat tg Qxpds kat moikila Bépata TOU  GTTTOVTAL NG
kaBnuePAC WS Twv Mepikwe BAemdvtwy kat Atépwy pe MpoPAfpata Opaong, evw eTOLHATETAL N T
$Eon TNC EVNHEPWTIKAC EKOTPATELAC — PE TNV ékoon GAAwv 10 evtimwv. To UAKG QUTO EXEL KATA KAUPOUG
StavepnBei og meplocdTepout arnd 3.500 dopeig kat 500 aoBevei pEAN pag.

OXo 1o mpoavadepOUEVO Kal TIOAU onHAvTIKG €pyo Atav amotéAeopa tng MOAD KoAng CUVEpPYQOoiag Tou
TUAGYOU pag pe Popeis kKat opyavwoels, tolaitepa Tou Xwpou Twv opBaApLdTpwV.
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H oUCLAOTIKOTEPN KAl GNUAVTIKOTEPN S£0HN TWV GKOTWV Kal Twv Spactnplotitwy Tou ZuAdoyou, eivat n
HEPLUVA yLa TNV Latpik dpovtiba twv naoxoviwv SnAasdn mpoAnyn, sidyvwon, Bepaneia anokatdotaon
k.4 Katd ouvénela dppovtiloupe yla TNV EVAREPWON TWV HEAWV HAG KAL TWV OLKOYEVELWV TOUG WG TIPOG Ta
Bépata g épeuvag, yla Tig e§eAifel autig oe kabe eminedo, aAAd kat otnpiloupe MapAAAnAa autolg HE
OUMPOUAEUTIKY yla TV CWOTH XPrion Twv umnpeciwv vyeiag (Sidyvwon K.G.) Twv pappdkwv n AAAwv
CUUMANPWHATWY SLaTpodr¢, yia Tig HopdEG KANpovoutkotnTag Twy Noowy K.4.

rvwpiloupe 6Tt Adyw G omavidtntag Kot SuckoAiag wg mPog TNV KAWLKA Kat YEVETIKA SLayvwon twv
Néowv Tou ekmpoownel o TUAOYOC pag, Kupiapxo poho mailel n €ykaipn Kot owoth (TEKUNPLWHEVN
ETLOTNHOVIKG) Stdyvwon Twv nabioswv autwy, n Stadopornoinor toug and GAAeC mapOUOLES (i6ta KAvika
yvwplopata aMd SladopeTik YEVETIKA TauTdTNTA), N CUVEXH TapakoAolBnon TwWV OTTLKWY AELTOUpPYLWV
yla tpoAndn emuthokwy, aAAd kat n mapoxr KAtdAANAwY LOTPLKWY CUMBOUAWV ylOt QrmoKatactacn tng
dpaonc (omtikd BonOfpata) f yia TNV MPoomTikn Twv BepaneuTikwy e§eAEEwWV.

Ola ta avwtépw eivat Suockolo va yivouv otnv EAAGSa eddoov Sev umdpyouv opyavwpéva Siktua
napakoAovBnong kat kataypadig twv acbeviv autwv pE OTOXO TNV mpowbnon tng EPELVAG Kal TNV
avantuén cuvepyaolwy oe EBvikO kat AleBvég eminedo.

H HAwwak ExdUAon e Qxpds KnAidog (H.E.Q.) eivar and tig mabrioelg mou ouxvotepa mpokarolv
awdvidla anwAela TG 6paong kat TuAATNTa eVIOg Vg 1 SUo eTWV — Lolaitepa 0 LYPOG eELEPWHATLKOG TUTTOG

QUTAG.

H elco8oc¢ evéc Atdpou pe XapnAr Opaon, oTo kaBeoTwE Tou voutkd tudrol (N. 958/79), eyeipel TEPAOTLES
SAMAVEC yLa TNV aoPaAOTIKA — KOWWVIKA Tou KGAuYn, and Tov KpaTiKd MPOUTOAOYLONO TIOU avEpXOVTaL OE
nood dvw tTwv 10.000 evpw eTNOiwWG, XWPIG va UTOAOYLOBEL TO EUPETO KOLWVWVIKO KOOTOG TNG tupAoTnTag.

AT ToL QVWTEPW TIPOKUTTTEL yLot GAAN [l dpopd 6t n mpoAnn 60 Kat va KOOoTIZEL Eival TPOTLUOTEPN Ao
TNV EK TWV UOTEPWV QVTIUETWIION, «Bepaneion TwV KOWWVIKWV TPpoBAnpdtwy mou cuvdEovtal He v

avamnnpia.

Aappdvovtag unodn ta avwtépw, n MN.E.A. aflohoywviag TNV EKOOUTEVTAETH (25) Kal TAEov EMELpia TNG
OTOV TOMEQ TWV TIAPEXOUEVWY UTINPECLWY LYEIQG yta Tig MabroeLg Kat Tt vOoOUG TOU EKTIPOCWEL KaL
Sedopévou 6Tl mpoodata oto vopo 4213/2013 yia tnv Awacuvoptakr MNepiBaAyn, yia mpwtn dopd
avayvwpilovrat otnv EAAGSa ta Indvia Noofjparta - Madnoelg (oto apbpo 24), avadépoupe OTL:

A) 510 &pBpo 24 tou vopou 4213/2013, otnv napaypado 2 avayvwpilete n Evpwnaikr Pdon dedoptvwv
ORPHANET yia ta Indvia Noorpata —Mabroelg kat otnv EAAGSa. NapdAinAa mpowBouvtat Siepyacieg oTo
mAaiolo twv Yroupyeiwv: Yyeiag, Epyaciag Kowwvikng AopdAiong kat Mpovotag kat tou IKA — ETAM yla tnv
niotonoinon kat kataypadn Twy Inaviwv Noonudtwv —Mabhoewv (0nwg mpoPAénetal otnv napaypado 5
TOU OYETIKOU GpBpou). To Yitoupyeio Yyeiag e€€Swaoe tnv urapid. Npwrt. Y1/T.MN. 0k.15906, 17/2/2014, pe
Bépa «Evnpépwon oxetikd pe Imdvia Noorhpata- Mabhioeg» (AAA:BIEBO-86A), cludwva pe v onoia
Sidovral kateuBUvoel ot umnpeoieg, o€ latpolg kot Emayyedpatieg Yyelag ywa v avalitnon
mAnpodoplwv and tnv Baon Sedopévwv ORPHANET yia ta Indvia Noorpata - Mabroelg.

B) NvwpiZovtag 6Tt To Ivotitodto Yyeiag tou Maidioy, eivat o EBvikdg Etaipog yia v EAAdSa oto Evpwnaikd
Siktuo ORPHANET kat 6Tt aroteAel To EOvikd Inpeio Emadng ya ta Indvia Noorpata - Mabrioeig wg npog
v ev Adyw Eupwnaikn Bdon SeSopévwy, n MN.E.A. botepa and oxetikry aAAnAoypadia pe Tov ev Adyw popéa
(apB.mpwt.1907, 12/6/2014, éyypado tou IYN), Stapdpdwoe tov ‘NMivaka Inaviwv Od¢BaApoloykwv
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MNaBnoswv ToU ApdtBAnoCTPOELSN Xirwva, tThe Qxpdg KnAidog, tou Ortikoy NeUpoU Kot AOLTIV Tuvbpopw
pe 1CD-10 ko ORPHACODE”, yla EVNUEPWON KOt xpnon amno UTINPEOGLES, latpoUg Kat EmayyEARQTIES
Yyeiag", TPOKELPEVOU and kool va eheyyBouv kai va kataypadouv ot kwdwol yla ta Imavia
Od¢BaApoloyika Noorpata 1oy GUVOVTWVTAL OTN XWPa KOG UE avaypadr Tou ORPHACODE kat ICD-10.

apopdwONKE, StaPpactnke NAEKTPOVIKWG OTNV EAANVLKNA OdpOaAporoyLIKn

) O oXeTkog Tivakag mov 5L
v opadomnoinong Twv Inaviwv

ETalpEia T(POKELHEVOU VA StatuniwBouv amoyEeLg Kat napatnpioELg WG TPOG
OdBAALONOYIKWY MaBroewv kat TG anddoong Twv Enet HOVIKWY 6pwv oTnVv EAAnvikh yAwooa. Yotepa anod
OXETIKY EVNHEPWON KAl ouvepyaoia, oploTikomoLBnke 0 tehkde “Mivakoag staviwy OdOOAHOAOYIKWY
MNaBroswv Tou ApdBAnoTpoELSN Xitoova, tne Qxpag KnAidog, Tou Omntikot NEOPOU KoL AotV Tuvdpopwv
pe ICD-10 kot ORPHACODE”, 0 0m0{0G ETMICUVATTETAL OTNV rapoloa EMLOTOAR yLa nepattépw aglomoinan Kat
xprion amd uTnPECIES, latpoUg Kal ErayyeApatieg Yyeiag. ZTov ev Aoyw Tivaka kotaypddovral 275 Inavia
OO pOAOYIKE Noonpata — MaBAoEL; o opadornolovvrat o€ 95 KQTNYOPLEG HEHOVWHEVWV f opadKwy
KOTNYOPLWV — OLKOYEVELWV TWV nabriCEWV QUTWV PE TOUG avtioToloug KWSIKOUG TOUG. ‘

A) H MaveMvia Evwon Ap.chBAnorpoaBonaB(bv (N.E.A.) emBupei va oUpMBAAAeEL otnV koteLBuvon
afloroinong TOU EV Adyw Tivaka, SteukoAUvovtag TS Slepyaoieg avaypadprig Twv Inaviwv
OdBaAPOAOYLKWV Noonpdrtwv — NaBAoEwWV pE ToV QUTLOTOLXO KWOLKO aplOpo (ORPHACODE kot ICD-10) ot
LOTPLKGL TILOTOTIOLNTIKE — BEBOLWOELG KaL OTOUG £10NyNTIKOUG GaKEAOUG yLa TNV nLeTOMOINoN TNG avannpiag

Miotonoinong Avamnpiag (KEMA), mou ckSibovtal TPWTIOTWG arnd

nouv kototiBevrar ota Kévipa
MaBoAdyoug,

OdBaAptétpoug N dAAeC ELOIKOTNTEG atpwv  (QPA, Noawdiétpoug, NeupoAdyoug,
EvSokpLvoAoyoug, KapS10AGyoUG KAT) Yo TLG TIEPLITTWOELG TWV cuvSpopLIKWY taBRoEwy, OV UTtNPETOUV OE
voonAeuTika tspupata tg XWPOG A Eivat LBLWTEG KA TTOU KAt enéktaon Ba kataywpolvvTal ot avtiotoLya
JULOTOMOLNTIKA avamnpiag Tou xopnyouv ta Kévipa Miotomnoinong Avamnpiog (KENA), i Ba aflonolovvratl
ard to cuotnpo HAEKTPOVIKAG suvtayoypadnong. H TIOAQIAOTNTA TWV UTIOKOLTNYOPLWV — OLKOYEVELWV TWV
saviwy  OdBoAHOAOYIKWY Noonudtwv - Mabrhcewv Tov avadépovtat oTovV nivaka, ETUTPEMEL TNV
acdpoAeTTEPN Sladopodiayvwaon Twv naBrioewy (pEow BLEVEPYELAS ELSIKOTEPWY KAVIKWY Kal £PYOLOTNPLOKWV
g€eTAOEWV) KL cUHBAAEL OUOLACTIKA -HECW TNG kataypadng Toug o€ Swadopa rAnpodopLakd cuoThpata-,
oTNV TPOOTTTIKA kataypadnig Twv agBeviv autiv oe EBvika Mntpwa (Registries) kat otnv ouMoyn

ETUSNULOAOYIKWV SeSopévwy.

E) H avagimnon OTIOLOVOHTIOTE OTOIXEIWV TIOU adopolv TIG EV AOYW KQTNYOPIEG ZMAVLWY Noonuatwv —
Nabrioswv, kabwg Kat o EAEYXOG TWV OYETIKWOV KWOIKWY, SUvatat va ylvetat otnv MUAN EvVNHEPWONG TOU
ORPHANET péow tng mpoofacng oty nAextpovikn Sievbuvon: www.orpha.net kat otnv EAAnvik MOAN

gloodou: http://www.orpha.net/national/GR-EL.

£T) Ito mAaiolo Twv avwTEPW KateuBUVOEWY, TO AlotknTikS TupPoUALo ™G MN.E.A. tapakoAel OTwe:

1) Ot ALOIKNOELG TWV YyELOVOULKWVY MNepLEPELDV TNG XWPAS (Y.ME.), v EVNHEPWOOLY OXETIKA TLG Movadeg
Yyeiag tou MEAY appodLoTnTag TouG.

2) Ot ALOIKIOELG TWV Noookopeiwv tou EZY va EVNUEPWOOLV OXETIKA TG ETTL
AdPouv yvwon Tou nivaka ot latpol kat ErayyeApaATiES Yyeiag twv O
NEUPOAOYLKWY, MoSLATPKWY KALVIKWY Kot KUpLo Aoyo.

3) H EAAnvikn OdbBaApoAoyIKn Etaipeia v EVIUEPWOEL OXETIKA Ta PEAN TNG OdpBaApLATPOUS kabwg kat
OAEG TIG ObBAHONOYIKEG Etatpeieg Tng XWPOS (NAEKTPOVIKWG) .

4) O NaveAnviog latpkdg ZUAAOYOG va EVNUEPWOEL OXETIKA TOUG latptkog ZUAAGYOUG pEAN TOU Kat autot
kot eTtéktaon Toug latpol HEAN TOUG (NAEKTPOVIKWG). ‘

OTNHOVLKEG ETUTPOTIES, WOTE VA
BaApOAOYIKWY, MoBooyKwY,
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Enionc ot appdSiol dopeig mou epmAEKOVTAL OTA mnpodoptakd cuothpata Yyeiag (IKA - ETAM, EOMNYY kau
HAIKA), tapakaloUpe 6nwg eéetdoouy v poPAedn oxeTikwv nediwv kataypadrg tou ORPHACODE twv
smaviwv Noonpdtwv — Nadrcewv, wote va eival duvati n nAektpovikr kataypadn Twv mAnpodoplwv
QUTOV ard Touc latpolc i To cUoTNHa, aAAG Kal N HET EMELta eneepyaoia Twv SeSopévwy amd Toug
(8louc kat Ta cuvapuodia Yroupyeia.

Z) Ot acBeveig péAN fj un g M.E.A. Ttou aoxouv and Indvia OdpBaApoloyikd Noorjpata — NabnoeLg, va
avalntovv and Toug Oepamovieq — owkoyevelakoug latpolg toug (OdBoApidtpoug, MaBoAodyoug,
Mawdtdtpoug KAT) va avaypadouv toug kw8ikou¢ ORPHACODE oTal TLOTOMOLNTIKG YYEiQG TOU TOUG
xopnyouvrat.

H) H N.E.A. oe ouvepyacia pe to lvotitoUTo Yyeiag tou Nawsoy, v latpk Etatpeia ABnvwv, v EAAnvik
OdBaApoloyikry Etatpeia, kabwg kat dAAoug gmLoTNHOVIKOUG GUAANGYoUG, dopeig kat MKO, npowBei
£VEPYELEC EvaloBnTonoinong, EvNHEPWONG Kat emudpdwong Twv latpwy katl Twv EnayyeApatiwy Yyeiag, o€
Bépata aflonoinong tou ORPHANET (uéow nuepibwv, ouveSpiwv, oepvapiwyv kAT).

©) O mivakag Twv Inaviwv OpOaApoAoyLKWY Noonudtwy - NaBroewv, EXel SUVALKO XOLPOKTAPQ, EXEL TNV
SuvatdtnTa avapoépdwong Kal CuUmARpwong, YEYOVOG TIOU ETUTUYXAVETAL HEOW TNG Satumwong
napatnprioewy kat andpewv mpog tnv M.EA. kat E.O.E.. O ev Aoyw mivakag eivat avapTnpeévog otnv
otooeAiba tn¢ N.E.A. www.retina.gr kat amoyelg Suvatal va amootéAlovtal oto email: pea@retina.gr.
Erionc TpOTEIVETAL N QVAPTNON TOU OXETIKOU Tvaka TNV lotooeriba t¢ E.O.E. i GAAWV EMUOTNHOVIKWY
dbopEwv TPOC EVNHEPWOT TWV ETIAYYEAUOTLOV LYELDG, TWV acBevwV, KoL EVPUTEPQA TWV TIOALTWV.
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_ AIA _ Disease Name Ovopacia AcBéveiag H Ap1Buédg Orpha ICD-10
15 | Behr syndrome Zuvdpopo Behr ORPHA1239 Go8
Oculocerebral dysplasia ; : .
16 | Behrens-Baumann-Vogel syndrome Z0vdpopo Behrens-Baumann-Vogel (Og8aApikr) SuoTrAacia) ORPHA2705 Q11.2
17 | Cockayne syndrome Zovdpopa Cockayne
171 Cockayne syndrome Z0vdpopo Cockayne ORPHA191 Q87.1
17.2 Cockayne syndrome type 1 Zuvdpopo Cockayne Tutrou 1 ORPHAQ0321 Q87.8
17.3 Cockayne syndrome type 2 Y 0vdpopo Cockayne Tutrou 2 ORPHA90322 Q87.8
17.4 Cockayne syndrome type 3 20vdpopo Cockayne Tutrou 3 ORPHAS0324 Q87.8
17.5 quﬂhmmnam PARTRTHCS IO SyTRinme Zovdpopo - ouptrAeypa Cockayne (XpwaTikr) Znpodeppia) ORPHA220295 Q82.1 Q87.1
18 | Cohen syndrome Zuvdpopa Cohen
18.1 Cohen syndrome ZUvdpopo Cohen ORPHA193 Q87.8
Frydman-Cohen-Karmon syndrome
Blepharophimosis - ptosis - esotropia - syndactyly - Zovdpopo Frydman-Cohen-Karmon ORPHA2057 Q87.8
18.2 short stature
183 Dennis-Cohen syndrome Z0vdpopo Dennis-Cohen ORPHA1651
Camero-Lituania-Cohen syndrome
Holoprosencephaly - craniosynostosis Z0vdpopo Genoa ORPHA2163 Q04.2 Q75.0
18.4 Genoa syndrome
18.5 Lowe-Kohn-Cohen syndrome Zuvdpopo Lowe-Kohn-Cohen ORPHA2408 Q87.8
Proteus-like syndrome
ORPHA2969 Q87.3
18.6 Cohen-Hayden syndrome s0vdpopo Cohen-Hayden
Fraser syndrome .
i Cryptophthalmos-syndactyly syndrome T0vdpopo Fraser ORPHA2052 Q87.0
19.2 Fraser-like syndrome ORPHA2051 Q87.8
20 | Mucopolysaccharidosis BAevvoTroAUOaKXapIBWOEIG
20.1 Mucopolysaccharidosis BAevvotroAucakyapidwaon ORPHA79213 MWMW E76.1E76.2
20.2 Mucopolysaccharidosis type 1 BAevvotroAuoakxapidwon 10TT0U 1 ORPHAS579 E76.0
Hunter syndrome BAevvotroAuoakyapidwan T0TToU 2
20.3 Mucopolysaccharidosis type 2 Zuvdpopo Hunter ORPHASE0 E76.1
Night blindness - skeletal anomalies - dysmorphism .
3ol (Hunter-Thompson-Reed syndrome) Z0vdpopo Hunter-Thompson-Reed ORPHA1390 Q87.8
Oculo-reno-cerebellar syndrome (Hunter-Jurenka- .
—_ Thompson syndrome) Zovdpopo Hunter-Jurenka-Thompson ORPHA2715
Mucopolysaccharidosis type 2, attenuated form BAevvotroAuoakyapidwon TUTrou 2, £§a08evnuévn Hopen
20.6 Hunter syndrome type B ZUvdpopo Hunter 1itToU B DREHASREI0E E761

- e —— i A .
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_ Disease Name

Ovopacia AgBéveiag

Ap1Bpég Orpha ICD-10
27 | Legius syndrome Z0vdpopo Legius ORPHA137605 Q85.0
28 | 17911 microdeletion syndrome ORPHAS7685 Q85.0
29.1 nm%vﬂm_muﬂwmea hereditaria Néoog Norrie ORPHA649 H35.5
29.2 Atypical Norrie disease due to monosomy Xp11.3 Artutn véoog Tou Norrie Adyw Hovoowpiag Xp11.3 ORPHA261501 H35.5
30 | Paget disease Noéoog Paget
30.1 Extramammary Paget disease E§wpacrTiki Néoog Tou Paget ORPHA2800 C44
— w::ﬂ:ﬂo:n ommﬂvﬁ%ﬁﬂﬁﬂﬁmw: Paget disease of bone MuotréBeia pe éykAeiota owpdna, véoog Tou Paget Twv 0oTwVv Kai HETWTTOKPOTAPIKK Gvola ORPHA52430 G71.8
30.3 Juvenile Paget disease Neaviki Néoog Paget ORPHA2801 M88.0 M88.8 M88.9
30.4 Paget disease of bone Ooarikil Néoog Paget ORPHA280110 M88.0 M88.8 M88.9
305 Paget disease of the nipple Néoog Paget g BnArg ORPHA180275 C50.0
30.6 Spastic paraplegia - Paget disease of bone Zmaomki TaparmAnyia - N6oog Paget twv ootwv ORPHA329475
30.7 Venous thoracic outlet syndrome DAeBIKS oUVBpop0 Bwpakikrg e€6d0u ORPHA357131 G54.0
- WMMW«U,‘”MGSm Z0vdpopo Patau (Tpiowpia 13) ORPHA3378 ww“ w Q91.5Q01.6
321 Refsum disease Néoog Refsum ORPHA773 G60.1
32.2 Infantile Refsum disease Bpegiki Néoog Refsum ORPHA772 G60.1
33 | Sandhoff disease Néoog Sandhoff
331 Sandhoff disease Néoog Sandhoff (FayyAiooidwon GM2) ORPHA796 E75.0
33.2 Sandhoff disease, adult form Noéoog Sandhoff, evijhikn Hopdn ORPHA309169 E75.0
333 Sandhoff disease, infantile form Néoog Sandhoff, maidikr poper ORPHA309155 E75.0
33.4 Sandhoff disease, juvenile form Néoog Sandhoff, veavikr Hopen ORPHA309162 E75.0
34 | Tay Sachs disease Néoog Tay Sachs
34.1 Tay Sachs disease Néoog Tay Sachs (FayyAiocidwaon GM2) ORPHAB845 E75.0
34.2 Tay-Sachs disease, B variant, adult form Néoog Tay Sachs, TapalAayr B, eviAikn popen ORPHA309192 E75.0
34.3 Tay-Sachs disease, B variant, infantile form Néaoog Tay-Sachs, mapalhayr B, Taidikr poper ORPHA309178 E75.0
34.4 Tay-Sachs disease, B variant, juvenile form Néoog Tay-Sachs, TapahAayr B, veavikr poper ORPHA309185 E75.0
e Tay-Sachs disease, B1 variant Néaoog Tay-Sachs, Tapaiiayr| B1 ORPHA309239 E75.0
. | e Awﬁmwﬂ«mﬁwﬂmmmﬁmn oy YEMEMe | ¥ ovBpoo Warburg-Thomsen ORPHA3214
36 | Micro syndrome (Warburg micro syndrome) ORPHA2510 Q87.0
37 | Walker-Warburg syndrome Zovbpopo Walker-Warburg ORPHA899 Q04.3
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_ A/A

_ Disease Name

Ovopacia AoBéveiag

Ap18pég Orpha ICD-10
49.3 Peters plus syndrome Avwpalia Peters e ouvBpopiki ékgpaon ORFRVeR w14
Von Gierke disease
Glycogen storage disease due to glucose-6- Noéoog Von Gierke ORPHA364 E74.0
5o | Phosphatase deficiency
51 | Fabry disease No6oog Tou Fabry ORPHA324 E75.2
52 | Cystinosis Kuarivwan ORPHA213 E72.0
53 | Tyrosinemia Tupooivaipieg
53.1 Tyrosinemia type 1 Tupoaoivaiyia ToTTou 1 ORPHAB882 E70.2
53.2 Tyrosinemia type 2 Tupooivaipia TGtrou 2 ORPHA28378 E70.2
533 Tyrosinemia type 3 Tupooivaipia Totrou 3 ORPHAB9723 E70.2
53.4 Transient tyrosinemia of the newborn Mapodikr) Tupoaivaiyia Tou veoyvou ORPHA3402 E70.2
54 | Alkaptonuria AAKETOVOUpia ORPHAS56 E70.2
E85.0 E85.1 E85.2
Amyloidosis Apulosidwon ORPHAG9 E85.3
55 E85.4 E85.8 E85.9
551 AL amyloidosis Apulogidwon AL ORPHAB85443 E85.8
55.2 Amyloidosis cutis dyschromia Apuhotidwan / duoypwyia ORPHA319635 E85.4+199.0 *
- Mﬂﬁwﬂﬁww waoB_:m_.; beta2-microglobulinic Apuhotidwaon (autoowpikn £mMKparoloa b2) ORPHA314652 E85.1
55.4 Dialysis-related amyloidosis Apulogidwon axengopevn pe didAuon ORPHAB85446 E85.3
55.5 Familial amyloid polyneuropathy Oikoyeviig apuAoeglBIKr TTOAUVEUPOTIGBEIQ ORPHA85447 E85.1
55.6 Familial primary localized cutaneous amyloidosis OIKOYEVIG TTPWTOYEVIG EVTOTIONEVT APUAOEIdWON ORPHA353220 E85.4+ L99.0*
55.7 Familial renal amyloidosis OIkoyeviG VEQPIKT apUAOEIdWan ORPHAB85450 E85.0
_— ”.mm::w:w_ renal amyloidosis dus to Apolipoprotein Al Oikoyevig Ve@piki apuloeidwan Adyw atroArotrpwreivng All ORPHA93560 E85.0
_— ﬂmm::wﬁw_ renal amyloidosis due to Apolipoprotein All Oikoyeviig vepikr| apurogidwon Adyw armoAirotrpwreivng All ORPHA238269 E85.0
s Mnuh_w_mﬂmﬂmﬂ_ smyloklosis dus to fbrinogen A slpha- Oikoyevrig ve@pikr) apulogidwaon Adyw ivwong A ORPHA93562 E85.0
55.11 Familial renal amyloidosis due to lysozyme variant ORPHA93561 E85.0
55.12 Familial transthyretin-related amyloidosis ORPHA271861
55.13 Gelatinous drop-like corneal dystrophy ApuAoeidikn duoTpoia Tou KepaToEIdoUg ORPHA98957 H18.5
55.14 | Hepatic amyloidosis with intrahepatic cholestasis Hrratiki apulocidwon ORPHA102069 E85.4
55.15 Hereditary cerebral hemorrhage with amyloidosis KAnpovopikr aipopayia pe apuloeidwaon ORPHAB85458 E85.4+ 168.0*
_— MMMM_%N cerebral hemorrhage with amyloidosis, KAnpovopikr aipopayia pe apurogidwan, Apktikol T0TTOU ORPHA324723 E85.4+ 168.0*
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Ap1Buég Orpha ICD-10

e Ehlers-Danlos syndrome due to tenascin-X deficiency ORPHA230839 Q79.7
597 Ehlers-Danlos syndrome type 7A Z0vdpopo Ehlers-Danlos 1itrou 7A ORPHAQ9875 Q79.6
59.8 Ehlers-Danlos syndrome type 7B Z0vdpopo Ehlers-Danlos timmou 78 ORPHA99876 Q79.6
Y mwﬂ_wﬁwmwﬂmm_om syndrome with periventricular ORPHAB82004 Q79.6
59.10 | Ehlers-Danlos syndrome, arthrochalasic type ORPHA1899 Q79.6
59.11 Ehlers-Danlos syndrome, cardiac valvular type Z0vBpopo Ehlers-Danlos KapdioBaABidikou TUTTOU Om_uI>muomﬂ, Q79.6
59.12 Ehlers-Danlos syndrome, classic type Zuvdpopo Ehlers-Danlos khaaikou Titrou ORPHA287 Q79.6
59.13 Ehlers-Danlos syndrome, dermatosparaxis type ORPHA1901 Q79.6
59.14 Ehlers-Danlos syndrome, fibronectinemic type ORPHA75501 Q79.6
59.15 Ehlers-Danlos syndrome, hypermobility type ORPHA285 Q79.6
. m\w_wa-om_:_om syndrome, kyphoscoliotic and deafness ORPHA300179 Q79.6
59.17 | Ehlers-Danlos syndrome, kyphoscoliotic type ORPHA1900 Q79.6
59.18 | Ehlers-Danlos syndrome, musculocontractural type ORPHA2953 Q79.6
59.19 Ehlers-Danlos syndrome, periodontitis type ORPHA75392 Q79.6
59.20 Ehlers-Danlos syndrome, progeroid type ORPHA75496 Q79.6
oot m”_wqm-om:_om syndrome, spondylocheirodysplastic ORPHA157965 Q796
59.22 Ehlers-Danlos syndrome, vascular type ZUvdpopo Ehlers-Danlos ayyeiakol 10tou ORPHA286 Q79.6
59.23 | Ehlers-Danlos syndrome, vascular-like type ‘ ORPHA230845 Q79.6
59.24 Ehlers-Danlos/osteogenesis imperfecta syndrome ORPHA230857 Q79.6
60.1 Kniest dysplasia AuoTrAacia Kniest ORPHA485 Q77.7
60.2 Lethal Kniest-like dysplasia ORPHA2347 Q77.8
61.1 Marfan syndrome Zuvdpopo Marfan ORPHA558 Q87.4
61.2 Marfan syndrome type 1 Z0vdpopo Marfan t0mrou 1 ORPHA284963 Q87.4
61.3 Marfan syndrome type 2 Zovdpopo Marfan timou 2 ORPHA284973 Q87.4
614 Neonatal Marfan syndrome Neoyviké olvdpopo Marfan ORPHA284979 Q87.4
62 | Sotos syndrome Zuvbpopo Sotos ORPHA821 Q87.3
63.1 Werner syndrome Zovdpopo Werner ORPHA902 E34.8
63.2 Atypical Werner syndrome ATutro oOvSpopo Werner ORPHA79474 E34.8

6a | Corneal dystrophies
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Ap1Buég Orpha ICD-10
Autosomal dominant limb-girdle muscular dystrophy ORPHA265 G71.0
74.4 type 1C Muikr BuoTpogpieg Akpwv - AUTOOWIKWG £TTIKpaToUv T0TToU 1C
Autosomal dominant limb-girdle muscular dystrophy ORPHA34516 G71.0
74.5 type 1D Muikr) SuaTpogieg dkpwv - AUTOOWIKL)C ETTIKPATOUV TUTTOU 1D
Autosomal dominant limb-girdle muscular dystrophy . . ORPHA34517 G71.0
74.6 type 1E Muik} 5uoTPOIES AKpWV - AUTOTWRIK(C ETTIKpaTOUV TUTTOU 1E
Autosomal dominant limb-girdle muscular dystrophy ‘ . ORPHA55595 G71.0
74.7 type 1F Muikr| duaTpogieg dkpwy - QAUTOOWUIKWG £TTIKPATOUV TUTTOU 1F
Autosomal dominant limb-girdle muscular dystrophy ORPHA55596" G71.0
74.8 type 1G Muikr duaTpogieg dkpwy - QUTOOWIKWG ETTIKPATOUV TUTTOU 1G .
Autosomal dominant limb-girdle muscular dystrophy . ) ORPHA238755 G71.0
74.9 type 1H Muikr duaTpogieg dkpwy - AUTOOWUIKWG ETTIKpATOUV TUTTOU 1H
75 | Congenital glaucoma Zuyyevég yAalkwpa ORPHA98976 Q15.0
Neonatal diabetes - congenital hypothyroidism -
congenital glaucoma - hepatic fibrosis - polycystic ORPHA79118
76 | kidneys Neavikog diaBrAng - ouyyevig umoBupsoeiBioude
77 | Idiopathic infantile nystagmus IB10TraBig veoyvikég vuoTaypde ORPHAB51 H55
78 | Karsch-Neugebauer syndrome - ORPHA2329 Q87.2
79 | Lowry-Wood syndrome ORPHA1824 Q87.5
80 | Tremor - nystagmus - duodenal ulcer NuaTtaypdg pe ouvBpopikég EkBNAWTEIC OTO TTETTTIKG ORPHA3350
Autosomal recessive cerebellar ataxia-pyramidal MapeykepahidikA aTagia aUTOOWHIKOU UTTOAEITGHEVOU TUTIOU WE GUVEPOHO 0GBAALIK
81 | signs-nystagmus-oculomotor apraxia syndrome Qdmn,m_o% flamag ; i 2 it ORFHASB3420 Sl
Brachydactyly - nystagmus - cerebellar ataxia ORPH
; A1246 Q87.8
82 | Biemond syndrome Tuvdpopo Biemond
.E<m:__m neuronal ceroid lipofuscinosis - Batten ORPHA79264 E75.4
83 | disease Néoog Batten
84 | Behget disease Néoog Behget ORPHA117 M35.2
g5 | Neurotrophic keratopathy NEUPOTPOPIKA KEPATOEIBOTIGBEI ORPHA137596
g6 | Retinitis pigmentosa MeAayxpwoTiki ap@iBAnoTposidorddeia
86.1 Syndromic retinitis pigmentosa MeAayxpwoTiki) ap@iBANoTpoeBoddeia pe guvspopikn éxgpaon ORPHA98661
86.2 Primary ciliary dyskinesia - retinitis pigmentosa Mpwrotrabrg duckivnoia Twv KpOTTwY - HEAayXpwaTiKr ap@IBANCTPOEIBOTTABEIQ ORPHA247522
86.3 Retinitis pigmentosa MeAayxpwoTiki ap@IBAnNCTposISoTd0EIa ORPHA791 H35.5
86.4 Posterior column ataxia - retinitis pigmentosa OrrioBia pueik aragia - peAayxpwoTiki ap@IBAnoTposidotrdbeia ORPHAB8628 G11.1 H35.5
86.5 NARP syndrome Z0vdpopo veupoTraBeiag, pe aragia kai HeAayXpwaTiki ap@IBANCTPOEISOTTABEIa ORPHA644 G31.8
Congenital bile acid synthesis defect type 4
Liver disease - retinitis pigmentosa - polyneuropathy - ORPHA79095 K76.8
86.6 epilepsy
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_’>\> _ Disease Name Ovopacia AcBéveiag ~ Ap18udg Orpha ICD-10
Septo-optic dysplasia ORPHA3157 Q04.8
88 | De Morsier syndrome Y0vdpopo De Morsier
g9 | Baraitser-Winter syndrome YOvdpopo Baraitser-Winter ORPHA2995 Q04.3Q15.8
9o | Pigment-dispersion syndrome ZUOvdpopo dIaaTropdag XpwaoTikhg ORPHA26823
91.1 Aniridia Avipidia ORPHA77 Q13.1
91.2 Isolated aniridia Mepovwpévn avipidia ORPHA250923 Q131
g2 | Central cloudy dystrophy of Francois Auvotpogia pe kevTpikr) B6Awan Tou Francois ORPHA98972 H18.5
93 | Cerebroretinal vasculopathy Eyke@aAiki-ap@iBAnoTposidiki| ayyeiomadeia ORPHA3421
94 | Von Hippel-Lindau disease Néoog Von Hippel-Lindau ORPHA892 Q85.8
95 | Age-related macular degeneration HAikiakr| ek@UAIon wxpdag knAidog ORPHA279 H35.3




