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EOZ - ZINTANOINA

H EAMnvikn Opootmovdia YuAoywv — mmaviwv Noonudtwy Madnoswy (E.0.%. - SMA.NO.IMA) sival

AsutepoBabduia Opyavwon, KOWWVIKOU KAl CUVSIKAAIOTIKOU XAPAKTAPA, N OTTold EYKPIONKE UE TNV

LT apIBLL. 461/8-12-2016 Slatayn Tov Eipnvodikeiov ABNVWY Kal KATaxwpnOnke pe avEovta apbuo

841 oto BIBAI0 opooTiovsiwy Tou MpwTodikeiov ABNvwy. Eival péAog tng EBVIKNG Zuvopootovsiag i

Atouwv pe Avarmpia (E.Z.A.pe.A) & Slokeltal armo smTAUeAeS (7 HEAN) AIOIKNTIKO SUUBOVAIO HE H emaviéenza...
TPLETA (3 £TN) BNTEld. ZUPHETEXEL Ao To 2017, cOUPWVA LE TO LoXLOV BEoUIKO TTAAioIo otnV EBVIKN elvat To xdplepa
Emtporm Zmaviwv Noonudatwv Maéroswv touv KevipikoL SuvpBouAiov Yysiag (KEZY) tou :
Yroupyelov Yyeiac. Kal 0 SUvapn pagl

Baoikol okorrol kat dEoveg 6pdong tng E.O.%. - ZMA.NO.MA. sivat;

a) H kwvntomoinon kat n evéuvauwon Twv acBsvwy pe Emmavia Noonuata Kal Twy OIKOYEVEIWY TOUG, KAaBwWS Kal n evioyxuon
TWV GUANOYIKWYV (POPEWV KAl OPYAVWOEWV.

B) O cLVTOVIOUOG TNE §pAonG yla TNV EEAAEIPN TNG AYVOLAC KAl TWV SIAKPIOEWY KATA TWV ACOEVWV.

y) H evnuépwon kat n svatednromoinon tng MoATElag, OpYAVICUWY, LTTNPECIWY KAl POPEWV yia Bgpata Smaviwv Mabnoswy,
WOTE VA EVIOXUOEL TO OXETIKO BECUIKO TTAAIOLO.

8) H avaAnyn TTpwToBoLAIWY Kal SpACEWV YIa ICOTIUN EVTAEN KAl KOWWVIKR CUUUETOXK).

£) H opyavwon TapspBACEWY EVAUEPWONG KAl ELAICBNTOTTIOINGNG TNG KOWVAG YVWHNG, TWV POPEWV TWV ACOEVWV KABwE Kal
N EMUOPPWON EMOTNUOVWY, IATPWV KAl ETTAYYEAUATIWV LYEIAG og Bguata Zraviwy MNadroswv.

oT) H evioxuon tng €psuvag, TG MPOoANPng, Tng Bsparnsiag, TG ArmokaTtacTacng os 8guata Snaviwyv Nadnoswy Kal YeVIKA N
BEATIWGN TNC TTAPOXNG LTTNPECIWY LYEIAC OTOUG AOBEVEIC.

0) H ouvepyaoia pe QOPEIC TNG KOWWVIAG TWV TTOAITWY KAl ETTIOTNUOVIKEG 0OPYAVWOELG o€ EBVIKO Kat AleBVEG emimedo.

Mpokeltal yia eva SladpacTiKO HOLOEID VEAG YEVIAG ME
MOYZEIO HOKETEG Of KAHAKa 1:50 Twv O SIACHHWY EANNVIKWY

HVNUEIWY. H TIEPIYNON OTO HOULOEIO Elval UA TIPAYHATIKA
“H EANADA ZE MIKPOIPA®IA” mepueteldl T AUTO, Ol ETTIOKEMTEG  MIMOPOLV  va
avakaALYPoLV TNV (0TOPIA TWV aAPXAlwY TIOAEWV TNG
Meoonvng, tng KopivBou kat tng OAvumiag, va 8aupdcouV
aploTOLPEYNHATA TNG APXAlag EAANVIKNG APXITEKTOVIKNG KAl
va emoke@BoLV ta vnold g Podouv, tng KEpkupag, Tng
Tavtoplvng kat TG Kpntng. 1o HoLOEio auTo, ekTiBsvTal os
HAKETEG VO eK TwV Emtd Oavpdtwy tov Apxaiouv Koopou
KABWE KAl OAWV TOUC TOTIWV TIAYKOOUIAG TTOAITIOTIKNG
kKAnpovoulag tng UNESCO otnv EANGSa. Akoun, HE TNV
BonBsia NG TtexvoAoyiag, Sivetat n duvatotnta oOToV
ETTIOKETTTN va TrEPINyNOet otnv Apxaia EANGSa peoca amo pa
EVTUTTWOLAKN EUTTELPIA EIKOVIKNG TIpaypatikotntag (VR).

/78

Apdon QPION

2026



Z
%

7

N

2T0 TAQiclo Tou £o0pTacpoL NG Hpgepag Emaviwv
Madnoswv (28-2-2026), n EMnvikn Opoorovdia
ZUNOYwWV - Zmaviwv Noonuatwv Madénoswv (E.O.X.
— XMA.NO.MA), os cuvepyaoia pPE Ta TAKTIKA Kal
Apwyd ZUAOYOULG HEAN TNC KABWG KAl UE SLAAOYOULG
TTOU EKTTPOCWITOLY ATOMA TTIOL TTACYXOLV ATTO ZTTAvId
Noonuata — [aBnoslg, avarmtioooLV HIA KON
Spdon pe Tto oOvoua <«QPIQN», TPOKEWEVOL va
TPoRA&AoLV TN omoLdAIOTNTA, TNV IBIATEPOTNTA, TN
ONUAVTIKOTNTA GaAA Kal TN HovadIkoTnTta Twv
avlpwWITwV avuTWy, OTOL I OTAvia TTAénon €xel
yivel Biwpa kat Tpomog CwAS Yla Toug B1oug Kat TIG
OIKOYEVELEG TOUC,.

Ot ZUAN\oYoOL TToL cuveEpyAaZovTal yia Th §paacn avtn sivat:

« EBvIKN Zuvopootiovdia ATopwy pe Avarmpia (EZALEA)

<EAANVIKT Opootiovdia ZuAOywy — Emaviwv Noonpdtwy Maénoswy (E.0.Z. —3MA.NO.MA))
« MaveMnvia Evwon ApgiBAnoctposidomradwy (MEA) - MeEAog

. Ywpateio ATOpwV L vooo Tou Crohn kat EAkwdn KoAitida Axaiag (IDNE Axdiag) - MEAog
« EM\nvikn Etaipsia Avtippsopatikob Aywva (EA.E.AN.A.) - MENog

. MaveA\nviog SOAoyoG Tu@AoKwWPWY Movewy, Kndspovwy, TupAokwewv Maidiwy kat Didwv avtwv «TO HAIOTPOTIIO» -
MéENog

« MaveA\nVviog >Ovéeopog Maoxoviwy ano Tuyyeveic Kapdlomadeleg — MEAog

« EM\nvikn Etaipsia YmootplEng Madiwv pe Mevetika MpopAnuata «To peAAov» — MEAOG

« YUMNoyo¢ EANaSac Phelan McDermid — MgAog

« MaveMN\nviog SOANoyoG AcBevwv pe Avoooaverdpkeleg «TAAHNOS» - Méhog

H 8pdon «QPIQN>» yia 1o 2026 £XEl WG KEVIPIKOUNVLLA «ZTTavia wn Kat EKeppach — Movadika IoTopIKA ApXITEKTOVIKA Kal
(PUOIKA pvnpeia TG EAAASag s puKkpoypagpiax».

@ TNV LAoTTolnon TNG 6pAocng yia To £tog 2026, sMAEXBNKe n ouvepyaoia pe Mouoegio «H EAN\Ada os Mikpoypagpia», mou 8a
OULVBEEL KATTOLO OTIAVIO VOO A — TTABN0N LE EVA UOVASIKO IOTOPLKO,APXITEKTOVIKO/PUGCIKO pvNUElo TNG EANGSOG, ToviCovTag
TO UEYAAEIO TNCG EANNVIKNG PLONG, TNE IOTOPIAC, TNG APXITEKTOVIKNG KAL TNG TEXVNG TTOL SIAUOPPWOE TO EANNVIKO TIVEVLA OTNV
TTOPEIA TWV ALWVWV.

ZTOX0G TNG 6pAcng auThg sival va EVHEPWOEL Katl va EuatcOnToTToNOl N KOWVR YVWHIN GE OEMATA TTOU GXETIOVTAL [E TA
Imavia Noonpata - Madnosig, va yivel yvwotn i UrrapEn Toug, Ta I81aitepa XapakTnEIoTIKA TOUG, oL SUGKOAIEG oTh
Slayvwon Kal otn Osparieia Toug, KAOWGE Kat Ta TIPOBANKATA TTOU CUVEEOVTAL HE TRV KABNMEPIVH TOUG WH KAl TIPOKAAOLUV
CUXVA PALVOHEVA ATTOKAELIGHOU KAl TIEPLOWPLOTTIOINCNG.

Me TNV MPOOoTIABEIa AUTH ETMSIWKETAL I YVWOTOTIONoN OAWY TWV OEUATWY ALTWY, WOTE VA AVoIEOLV SPOUOL EMIKOIVWVIAG Kal
VA YIVOLV YEPLPEG SLACVVEECNC POPEWV KAl UTTNPECIWV YIa TNV EMALOH TOUG.
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OTWG Ol EPEVPECELG TNG APXAlag EAANVIKNG TEXVOAOYIAG avadsikvOoLV Th OTToLdalOTNTA KAl TO UEYAAEIOL TOL apPXAlou
EANVIKOU TIVELUATOC Kal OKEYNG, EXOVTAG LOVASIKOTNTA KAl TIPWTOTIOPIAKO XAPAKTHPA OTNV TTOPEia TG loTtoplag, 1ol
Kal otnv avlpwrivn Cwh €xel 1Blaitepn afla o ogfACHOC TNG IBlAITEPOTNTAG, TNG HOvVAadIKOTNTAG Kal TNG
SlAPOPETIKOTNTAG TWV ATOUWY TTOU TIACOXOULV ATTO OTTAVIEG TTABNOELG.

H &idotacn autn onuatodoTel TNV avaykn yla evav dlapkn aywva empBiwong ya €ykupn diayvworn, mpocBaocn ot
UTTNPEOIEG LYELAG, avalnTnong Bspamsiwy Kat eEAAEWPNG TWV EUTOSIWVY Yid HIa SIAPKH] TTOPEIA KOWVWVIKNG EVTAENG.

H kown 8pdon «QPION» Ba avamtOooETAL LE TN CLVEPYASIA SLAPOPWY GLAAOYWV OTTAVIWY TTABNOEWY KABE ETTOUEVO £TOG

LIE TIPOOTTTIKI VA CLVBEEL TIG OTTAVIEG TIABNOEIG HE AAAOL EIB0LG PAIVOUEVA, AVTIKEIHEVA, KATACTACELG, OTIWG TI.X. apxaia
QAVTIKEIUEVA | AYAALATA, EIKOVEG, TIIVAKEG, {Wa, OPUKTA TIETPWHATA, (PLUOIKA PAIVOUEVA KTA.

Kevtpiko pnvupa tg E.0.Z. — ZMA.NO.MA yia Thv KIVRTOTTOINGH TWV SUVAREWV TWV GUAAOYWV, TWV ACOEVWV Kal TWV
OIKOYEVELWV TOUG givat:

«H Zmraviotnta sivat to Xapiopa aAAa kat n Avvapn pag».
EkppAdloupe TNV AMida OTL N §pAcn auth 8a AMOTEAECEL TNV APETNPIA YIA YOVIHOUG TTIPOBANATIOHOUE Kdal SIAaAoyo yla
£va TIEPITOL £TOC (LEXPL TNV EMOLEVN 8pAon), ASIOTIOIWVTAG TO LAIKO TTOL AKOAOLBEL armd ToLG CLUANOYOUG, TOUG (POPEIG,
ta MME KTA.

Ma to A.Z. Tng EAAnVIknG Opootiovdiag SuAoywy — Smaviwv Noonudtwy Maénoswy (E.0.Z. —SMA.NO.MA.)

O Mpoedpog H lev. Mpappateag

Euotpdariog XatdnxapaAaurroug Kaitn AvtwvorrouAou
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O KoAoooocg tn¢ PoSou

O Kohooodg tng Podou Atav eva dyaAua tou EAAnva 8gob ‘HAwov,
QAVEYEPUEVO OTIG apXEC Tou 3ou alwva TX. (292-280 m.X.) TTPog
TIUAV TNG VIKNG €Ml Tou AvTtiyovou armd Tov Hovapxn Anuntplo
MoAlopknTh. Htav eva amo ta Emta Oavuata tou Apxaiou Koopou.
O oXe8laopOG Kal N kKataokevn Tov KohooooL tng Podou gylve amod
Tov Xapn,yAuTTTn padnth tou Tepi@nuou Abormmou. To ayaipa
gixe LWoOC 33 PETPA, KABIOTWVTAG TO TO YNAOTEPO AyaApd TNG
apxalotnrag. O KoAoooog TTapepslve 0pBIog HOVo yia 54 xpovia,
HEXPL TO 226 T1.X., OTAV KATACTPAPNKE A0 OEIONO OTO vnol TNG
PoSov.

Zuvbpopo PeAav - Mak NTEppuve -
Phelan - McDermid Syndrome

(orphacode: 48652 & ICD-10: Q93.5)

To ouvdpopo Phelan - McDermid (1 aAwg cbvSpopo 22g13) sival pia ormavia Kal coBapn YEVETIKA
maénon, n orola o@elNeTal o Slaypadn N KAmola AAn SlaPOPETIKA SOUIK aAAayn otnv
KATAANKTIKA AKPN TOU XPWHOOWUATOG 22 oTnv Tmeploxn 22913 N os PETAMAEN oTo yovidlo
SHANK3 tou xpwpoowpatog 22. MNepypapnke mpwtn popd 1o 1998 amo tig Ap. Phelan kat
McDermid arro TI¢ OTTolEG TTNPE KAl TO OVOUd TOU.

To obvdpopo Phelan - McDermid prmopsl va TIPOKAAEOEL pitd TANBWEA AVATTTLUEIAKWY SlATapaxwV
kal TmpoBAnuatwy uvyeslag. Kabwe ta madia pe Phelan - McDermid peyaAwvouv, avamtiooouv
SlAPOPETIKA CLUUMTWHATA. TNV CLUVIPUTTIKN TOLG TASIOYNPIA Ta atopa pe Phelan - McDermid &gv
glval og B€on va yivouv aveEApTNTA ASITOVPYIKA ATOLA.

Apdcn QPION

2026

I,



OAupurmov, Naog tou OAuurriou Aiog

To OAOpmov 1 Naog tou OAvprtiov Ao (ABRva) sivat o
HEYAAUTEPOG VoG TNG Apxaiag EANGSAg TTou XTiZotayv aro
ToV 60 alwva T.X £wg Tov 20 atwva M.x.

H avéyepon tou vaoL Eekivnoe TNV TIEPI0SO TNG TLPAWVIAG
tou [leoiotpatov 1o 515 X KAl N KATAOKELH TOUL
OAOKANPWOBNKe 650 Xpovia apyoTepa LTTO TOV apxXalo
Pwuaio avtokpatopa Adplavo. O vaodg LTIECTN CORAPEG
CNUIEG KATA TNV €I0BOAN Twv EpoLAwvY To 267 M.X Kat 8gv
avaotnAWONKE TTOTE.

To HAKOG TOL VAoL £lval 96 PETPA KAl N AVATOAIKH Kdl

BLTIKA ToL TIPOcoYN €xouv pNkog 40 petpa. AiEBste 104
KOPLVOIAKOUG KIOVEG 17 HETPWV TO KABEVA, WOTOCO LOVO
15 armod AUTEG TTAPAUEVOLV OPBIEC HEXPL onpEepa. H 8Ekatn
£KTN OTNAN £TE0E OTO £6APOC KATA TOV CEIOUO ToL 1852
OTTOL TTAPAWEVEL LEXPL ONUEPA.

>uvSpopo Bardet-Biedl

(orphacode: 110 & ICD-10: Q87.8)

To obLvdpopo Bardet-Biedl (BBS) sival pia VOOOG TWV KPOOOWV HE TTOALCLOTNUATIK CLHHETOXN. O
EMIMOAACHOG, oTnVv Evpwrn vmoAoyiletatl petagy 1/125. 000 kat 1/175. 000. To oLVSPOUO AUVTO
XAPAKTNPIWETAl armo  €vav oLVOLAOHO KAWIKWY OCUMMTWHATWY:  TTAXLVOAPKIA, HEAAXPWOTIKN
ap@BAnoTposIdomadsla, HETA-AEOoVIKN TTOALSAKTUALG, oLV8poLOo TTOAUKUOTIKWV
VEPPWV,LTTOYOVASIOUO KAl HAONOIAKEG SUOKOAIEG, TTIOMEG ATTO TIC OTTOIEG EUPAVICOVTAL APKETA XPOVIa
HETA TNV €vapgn Tng vooou. Ot KAWVIKEG EKSNAWOEIG TTOIKIANOLY, GAAA Ol TIEPIOCOTEPOL ACBEVEIG
EKSNAWVOLV TNV TAEIOVOTNTA TWV KAIVIKWY CUUMTWHATWY KATA TN SIAPKELA TG VOOOU.

H peAayxpwoTikn apgpIBANCTPOEISOTABEIA Elval TO HOVO OTABEPO KAWVIKO COUMTWHA HUETA TNV TTASIKN
NAia. To BBS propsl €mong va cuVBEETAl HE SIAPOPEC ANEG EKONAWOELC OTIWG O CAKXAPWSNG
8laBNTNG, N LTIEPTAON, N CLYYEVNG Kapdlomadela Kal n vooog Hirschsprung. To supL KAWVIKO pacua
Tou Tapatnpsital oto BBS cuv8EETaAL E ONUAVTIKA YEVETIKN ETEPOYEVELQ.
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Avaktopo t™n¢ Kvwoou

& To Avaktopo tng Kvwool otnv Kpntn amoteel
== ONUAVTIKO UvNpeio Tou MivwikoL ToATopoL. H
© TIEPLOXN KaTolkeltal amd ™ NeoABwkr emoxn
i (yupw oto 7000 1.X.). To TPWTO TTAAATL XTIOTNKE
mepimou to 1900 T.X., TAvw O TTAAAIOTEPOLG
1 OolKIOpOUG.  AUTO TO  TIPWTIO  QAVAKTOPO
| kataotpdenke yOpw oto 1700 X, Adyw
=8 oeopoU.

STn 6£0n ToL aveyEPONKE Eva SEVTEPO AVAKTOPO, TTOL YVWPLICE TNV AKHA Tou PeTaEd 1700 kat 1450 m.X. To maAdTt mepAappave
TIANB0G SWUATIWY, SIASPOLWY, OKAAEG KAl AKOUA KAl £Va LEPALAIKO CLCTNHA, SEIXVOVTAG TO LYNAO ETTIIMTESO TEXVIKWY YVWOEWV
TwWV MivwITwv. XpNoIHELE WG KATOIKIA TWV NYEUOVWY TNG Kvwaoo.

SOUPWVA PE TN pLBoAOYIA, 0ToLG AaBLPIVOOLE TOL TTAAATION COVLOE 0 MIVWTALPOG, HIOOG AVEPWTTOG KAl HICOC TAVPOGC, O OTTOI0G
TEAIKA VIKNONKE armo Tov npwa Onoga. O apxITEKTOVAG TOL TTAAATIOL Kdl Tou AaBUPIVBoL ATAV 0 HLBIKOG Aaidalog, Evag aro
TOULG HEYAADTEPOULG HNXAVIKOUG TNG ApXaloTNTAC.

STa pEoa touv 150V awwva T.X., TO AVAKTOPO KATACTPAPNKE Eavd, £ite AOyw £I0ROANG Twv Axalwy, £ite eEaltiag evog loXLPOL
oslopoL. Mapd TIG KATACTPOPES, TO AVAKTOPO CLVEXIOE VA XPNOILOTIOLETAL, AANA Sev ETTAVAABE TTOTE WG KEVIPIKN KATOIKIA, UE
TNV TEAIKN TTAPAKL VA CNUEIWVETAL YOPW oTo 1375 m.X.

H apyatoloyikn €pevva oto MaAdtt tng Kvwool Eekivnos oTic apyxeg tou 2000 alwva Lro TNV kabodnynon touv BpstavoL
apxatoAoyouv ApBoup ERave.

>uvépopo Noonan
(Noonan syndrom)

(orphacode: 648 & ICD-10: Q87.1)

Mia omavia, eEQIPETIKA HETABANTH, TTOAVCLOTNHATIKY Slatapaxn Tov XapakTneletal KLuPIwS aro
BpaxL —avaoTnua, IBlaltepa  XAPAKTNPIOTIKA TOL  TIPOOWTIOU, OULYYEVEIC KAPSIOTTABELEG,
HLOKAPSIOTTIABELA KAl ALENHEVO KIVELVO AVATTTLUENCG OYKWVY OTNV TTASIKA NAIKLA.

H ocuxvotnta spgpaviong touv cuvdpopou Noonan (NS) oTIG YyeEVWNOEIG eKTIpATAl HETAEL 1/1000 Kat
1/2500.
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Naodg tou lMoosibwva, Souvvio

O Naog Tou [Moosibwva OTo AKPWTAPIO oLVIO elval
APIEPWHEVOC OTOV Begd TNG BdAacoag. XTIoTNKE TEPITOL
UETAEL 444—-440 m.X., katd TNV mepiodo Ttouv MepikAr. H
TormoBscia Tou ATAV OTPATNYIKAG onuaciag, Kadwg To
AKPWTHPLO ZOLVIO ATTOTEAOVOE ONUEID EAEYXOUL TNG EICOSOL
oTO AlHAvt TNG ABRvag Kal ATav KPIOIWo yla Tov adnvaiko
otolo. O vaog sival KATAOKEVACUEVOG O SWPIKO PLBLIO, HE 6
kloveg otnv mpoocoPn kal 13 ota TAAQyld, OULUVOAKKA 34.
TOUPWVA PE ToV LU0, o ABnvaiog Bac\ldg AlyEag Mecs Ao
£VaV YKPEUO KOVTA oToV vad otn 8aAacod, TMoTeLoVTAG OTL O
YOG TOL, Onogag, £ixe OKOTWOEl, YyEyovog ToL Kablotd TNV
TIEPLOXN CLLBOAO TOCO TNG TPAYWSIAG OGO Kl TOL BAPPOUC.

ZuoTnHATIKN ZKAnPodspia
(ZvoTtnuatiko ZkAnpodspua)
(orphacode: 801)

H Zuotnuatikn ZkAnpodsppia (ZKANPOSEpUaA) sival €va OTMAvIo, XPOVIO, AUTOAVOOO PEVUATIKO
VOONHA, TTOL XAPAKTNPIZETAL ATTO AYYEIAKN SLOAEITOLEYIA, PAEYHOVH KAl TIPOOSELTIKN vworn. H
VOOOC UTTOPEL VA TIPOORAAEL TO SEPUA KABWGE KAl CWTIKA ECWTEPIKA Opyavd, OTTIWE TOLG TIVEVLIOVEG,
TNV Kapdld, TOUG VEPPOUC Kal TO YAOTPEVIEPIKO OLOTNUA, EMNPEACOVTAG ONUAVIIKA TN
ASITOLPYIKOTNTA KAl TNV TTOIOTNTA CWNG TWV TTACXOVTWVY. ATTAITEL £yKaAlPn S1Ayvwon, CLOTNUATIKA
LATPLKA TTAPAKOAOVLBNON KAl TTIOAVETTIOTNOVIKA (pPOoVTISA.

O emmoAAcpOG ekTipdatatl mepirmou os 1-9/100.000 yia To eVIOTOHEVO okANpoSepua kat os 1/6.500
EVNAIKEC yld TN CLOTNUATIKN OKAPLVON. MPocBAaMoOVTAl KLUPIWG Ol YLUVAIKEG (avaioyla guAoL /A
mieptrou 4:1).
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AyaAua tou Aia, OAuvurria

To AyaAua Tou Ala otnv OAvpmia Atav éva ard ta Emta Oavuata tng
ApXaloTNTaG KAl ArMOTEAEL €va Ao TA TIO HEYAAOTIPETT Kal Stachua
ayaAuata g apxalag emoxng. ‘Htav tomoBstnuevo otov vao tou Ala
otnv OAvumia. To dyaApa dnuovpyndnke amo Tov eEAPsTIKO EAAnva
YAUTTTN De18ia, YOpw oto 435 mX. O deidiag XpeldoTnke 8 xpovia yia
va SnUIoLPYNoEl To ayaApd. ‘Htav ¢Taypévo amod  Xpuoo  Kal
EAEPAVTOBOVTO, O XPLUOEAEPAVTIVO PLBUO. To LYPOC TOL AYAAUATOG
ATav mepimou 13 PETPA, VW 0 BpOvog Tou Ala ATavV SIAKOCUNKEVOG UE
OKAAIOPATA, TTOAUTIHOUG ABOLG Kal €Rsvo. To AyaApda armoTeAoVoE
oLLBOAO TNG LTTEPTATNG BEOTNTAG TOL APXCAIOL EAANVIKOU TIAVOEOU.
Tov 40 awva p.X., To AyaAUd HETAPEPOBNKE oTnNV KwvoTavtivouTioAn
LE €VTOAN Tou Pwpaiov avtokpdropa @sodooiov B. To 462 u.X., T0
AYAALA KATACTPAPNKE KATA TN SIAPKEIA TTUPKAYIAG OTO TTAAATL TOL
Aavcou otnv KwvotavTivourtoAn.

>uvEpopo eAAsippatog 1p36

(orphacode: 1606 & ICD-10: Q93.5)

To oLVEpouO eNAelppATOG 1p36 Oswpsital €va amo TA THO KOWwdA oLVSPOUA ULTTOTEAOUEPIKOL
HUIKPOEAEIUHATOG Kal xEL mimtwon ~1 otig 5000 ysvwnoelg JwVTavwy YEVVHOEWY, EVW AVTIOTOIKA O
«KABAPOGC» UIKPOSITAACIAOHOC 1p36 SV EXEL AVAPEPOEL HEXPL OTIYMNC.

Ol aoBevelg TTOL TTAPATTEMPONKAV yla YEVETIKA agloAoynon spgpavidav AvartuElakn Kabuvotepnon,
Nontikn KaBuotepnon Kat Slakpitd SUOHOPPIKA XAPAKTNPLIOTIKA. ‘'ONoL €iXav eva €LVPL PAIVOTUTTIKO
(PACHA. Y€ OAEG TIG TIEPUTTWOELS Ol TIPONYOVEVOL TUTTIKOL KAPULOTUTTIOL NTAV APVNTIKOL.

H avahvon Array-CGH amokahuie acBevelg pE SIAUECO MIKPOEAEIUMA 1p36 Kal 8Vo acBevelg He de
Novo apolBalo SIMAACIACHO SIAPOPETIKWY HEYEOWV. AUTEC NTAV Ol TIPWTEC AVAPEPOUEVEG «KABAPECH
TIEPITTWOELG HIKPOSIMAaotacpoL 1p36. Atyol armod Toug ACOEsVEIG TTOU TTACKOLV ATTO TO CUVEPOHO
HIKPOEAEIUHATOC 1p36 BPEBNKAV EMIONG VA EXOULV EMIMAEOV TTABOYEVETIKEG AVWHAAIEG. Ta supnuata
del 3g27.1; del 4921.22-g22.1; del 16p13.3; dup 21921.2-921.3; del Xp22.12, evéexstal va cLUBANOLY
otov ooBapo PAWVOTUTIO TWV ACOEVWY, EVEPYWVTAC WEG TIPOCOETOl TPOTTOTOINTEG TWV KAIVIKWV
EKONAWOEWV.

EEetAloupEe KAl OLYKPIVOLIE TA KAIVIKA ELPNAMATA KAl TA gvpnpata g osipdg CGH twv acBsvwy pe
TTPOAVAPEPOEIOEG TIEPITTWOELG, UE OTOXO VA OPLOOETNOOVIE PE CAPNVELA TTIIO AKPIBEIC CLOXETIOELG
YOVOTUTTOU-(ALVOTUTIOUL Yld TO cLVSPOopO 1p36.
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Naoc tn¢ Agaiag, Aiyiva

O TPWTOC vaog XTIoTnKe Tiepimov to 570 m.X. armd
aoBeoTOANBO, AANG KATACTPAPNKE Ao TTLEKAYLA
yOpw oto 510 m.X..

3TN B€0n TOL AVEYEPONKE 0 SEVTEPOC KAl CNUEPIVOG
VaOG, KATAOKEVACUEVOG ATTO HAPHAPO YOpw oto 500
mX., TNV €rmoxn mou n Alylva avarmtuoootav we
LOXLPN VALTIKA SLvaun.

Katd tn mepiodo tng Pwpdikn Autokpatoplag, o
VaOG OULVEXIOE va AEITOLPYEL, av Kal n ohpacia Tou
HEWONKE oTadlakd. Me Tnv  EMKPATnon Tou
XPLOTIAVIOHOU, EYKATAASIPONKE KAl TA OIKOSOUIKA
TOL LAIKA XPNOLUOTIONONKav oe AAAA KTipLa.

PstivofAactwpa

(Retinoblastoma)

(orphacode: 790 & ICD-10: C69.2)

Mia omravia o@BaAMLKN VOOOC TTOL AVTITPOCWITEVEL TNV TIIO OLXVH EVEOPOAAULIA KaKonBEela ota
madia. Eval pa armsiAnTikn ya tTn Cwr veorAaocia aAAa sivat SuvnTika ACIUN KAl UIToPEL va sivat

KANPOVOUIKN 1 U KANPOVOUIKN, LOVOUEPNG N AUPOTEPOTIAELEN.

To petivoBAdactwia (RB) £xel cuxvotTnTa gppaviong mepirmou 1/15-20.000 otnv Evpwrm.
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H Movn =npomotdauou (ABwc) 18pLBNKe armod tov povaxo Mavio
Zvporotapiviy Tov 100 aiwva. SOPPwWVaA Ue AAAN EKSoXH, TO Gvoud
TOL HLOVACTNPLOL TIPOEPXETAL ATTO TIC EAANVIKEG AEEEIG «ENPOG» Kal
«TTOTAU, dNAadn «EnNpod motdur. Katd tn Bulavtivh mepiodo, Tto
HovaoThpl EAABE ONUAVTIKEG SWPEEEC Kal OTAPIEN amo HEAN TNG
AUTOKPATOPIKNG OIKOYEVELAG, OTIWG Ol ALTOKPATOPEG Pwuavog A’
Aekarmnvog kat Kwvotavtivog ©. Tnv €moxn autn, To HovaoThpl
SlAKPIVOTAV Yld TOV TTAOUTO KAl TNV EMPEON TOUL.

H povr @NoEevel TTOAA TTOAUTIUA KEIUAALD, AVAUESA TOUG TEUAXIO
ToL Tipiov ZTavpoL Kat EIKOVEC TTov armodidovtal otov Aylo AoLKA.

Movn =nporrotapuou (A6wg)

Zuvbpopo NARP: ZUvEpOO VEUPOYEVOUG MUIKNAG aduvapiag-atagiag-
HEAQYXPWOTIKNG ApPpIBAnocTpostditidag

(NARP syndrome: Neurogenic muscle weakness-ataxia-retinitis
pigmentosa syndrome)

(orphacode: 644 & ICD-10: E88.8)

To ovuvépopo NARP (NevpomdBela, Ata&la kKal  MeAayxpwoTikn ApPIBANCTPOsISoTABsELq)
XAPAKTNPIZETAL ATTO UEYAAN PAVOTUTTIKN METABANTOTATA KAl OLVNBWE EKSNAWVETAL CAPWS OTN VEAPN
evnAIKN Zwr. Ot EKENAWOELG O0TNV TTPWIHUN TTASIKA NALKIA CLXVA TTIEPLYPAPOLY HAONCIAKEG SVOKOAIEG,
avartuElakn KaBuoTEpNon Kal ata&ia, EVw Ta OPOAAMIKA CNUELD, N EYYVLS VEVPOYEVNG MUIKN aduvapid
HE QuoBnTnplakn vevpomadsla, cuvnOwe avartvooovtal otn 8sVtepn Sekastia tng wng. Ot
OPOANUIKEG EKENAWOELG €lval LETABANTEC KAl KLUAIVOVTAL ATTO TTIPWIKN AUPIBANCTPOLISOTTABEI TTOU
EUPAVICEL  €IKOVA  OTIYHATWY  «AAATOTIITEPOL»  EWG  MEAAYXPWOTIKN  apPIBAnoTposidordadela,
Bpadukapdia OTIG KOPES, VUOTAYMO, OPOAALOTIANYIA, VOXTEPIVA TUPAWOT KAl ATTWAELA OTTTIKOUL TTESIOU.
ANA XAPAKTNPIOTIKA UTOPEL VA TIEPIAAUBAVOLY BPaXL AVACTNHA, EMANTITIKEG KPIOEIG, AaTpo®id TNG
KOPTIKOVWTIAIAG 0800, KATABAWN, avold, amvold LTTVOU, ATTWAEL AKONG I KAPSIAKES APPUBUIEG.

H Slaxeipton kat n Bsparsia ival HOVO LTTOOTNPLKTIKI KAl UITOPEL va TTEPIAABAvoLV OEIVO avOpaKIKO
VATPLIO N KITPIKO VATPLO yla ofela embelvwon Tng oEEwong, AavTIoEEBwWTIKA Beparieia, Beparesia
ETTANTITIKWY KPIOEWV HE KATAAMNAA aVTIOTTACHWSIKA, Bsparsia dvotoviag. Ot TTaoyXovTteg XpetalovTal
JUXOAOYIKN LTOOTAPIEN KAl Ba TPEMEL va TAapakoAovBouvtal TIEPLOSIKA armd  VELPOAOYOUC,
0POAAUIATPOLG Kal KAPSIOAOYOULC YIa TNV TTapakoAovdnon tng EEAIENC TNG VOCOU.

H maykoopia mMKpATnon sivatl ayvwoTn, AAAA Umopel va ekTipunBet os 0,8-1/100.000.
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KaBs6pikog Naog tou Ayiou Avspsa, Matpa

O KaBedpikoc Naog tou Ayiouv Avdpea otny MAtpa sival aplepwUEVos otov ATooTtolo Avépea tov MpwTOKANTO, TTOAIOLXO TNG
moANc. O Amdotolog Avbpgacg knpuEe otnv Matpa kal oTavpwdnke ekel yOpw oto 60 puX. O TOMOG ToL papTLPIOL TOL
BewpnBnKe 1EPOG Kal oTn B£0n auTh XTIOTNKE vaog Tov 50 aiwvd, o ormoilog KAataoTpdaenke tov 110 aiwva. O VEog vaog
avey£pONKe Tov 130 alwva Kal XpnotUoTiolOnkKe HEXPL TO 1843, OTav KATACTPAPNKE ATTO OEICHO.

H kataocksun tou oLyxpovoL KaBsdpikoL NaolL Tou Ayiou Avdpea Eekivnos To 1908 BAocsl oxedlou TOL APXITEKTOVA
AvaoTtdolov MeTa&d Kat oAOKANPWONKe Tto 1974. STov KABeSPIKO vad GULAACCOVTAL IEPA KEIAALL, OTTWG TO KEPAAL Tou Ayiou
AvSpéa Kal Bpadopata ToL OTAVPOL CTOV OTTOI0 CTAVPWONKE.

Avoooloyikn Awatapayn - PAsypovwdng Evtepikn Nocog —
ApBpitida - Zuvdpopo Yrrotpomalovowv AoIHWEEWVY
(Immune Dysregulation-Inflammatory Bowel Disease-Arthritis-

Recurrent Infections Syndrome)

(orphacode:238569 & ICD: K52.8)

M omavia VOoOG aVOCOAOYIKNG OSUOASITOLEYIAC HE  AVOOOAVETTAPKEIA  TTOU
XapaKTNPIZETAl Ao ocoBapr), TTPOOSEVTIKN PASYHOVWEN VOCO TOUL EVIEPOL OE BPEPN HE
TTAVKOAITI®Q, TIEPITPWKTIKN VOCO (EAKWON, CLPLYYLA), LTTOTPOTIACOVOEG AVATIVEVOTIKEG,
OUPOYEVVNTIKEG KAl SEPUATIKEG AOLHWEELS, apBplTida Kat LPNAO KIVELVO AEUPWHATOG
B-KLTTAPWV.

Apdon QPION
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Nnoi tn¢ Zavropivng

To vnol TG Zavtopivng ival £va aro Td TTo EVIUTTIWOLAKA HEPN TOL KOOUOUL. Ot TTPWTOL KATOIKOL ATav ot MpogAAnveg (3000 1m.X.), TTou
ovopaoav To vNol STpoyyLAn AOyw TOL OXAHATOC ToL. ApyoTepa, ol DOIVIKEG TO ovopacav KaAAoTn, TToL CHUAIVEL «TO TTIO OLOP(PO>.
To 1115 m.X., ol AWPLEIG ATTO TN STTAPTH, LTTO ToV BACIAd ©rpa, KATOIKNoAV 0TO VROl KAl To ovopacav TEpa.
Katd tn ®paykokpartia (1200 p.X.), To vnoi mmpe To 6voua Santa Irina, amo éva WKpo EKKANCAKL 0T ©npaocid, Tou £8woe TNV TEAKN
ovopacia Tavtopivn. XNUEPA, TO vnol £xel TANBLOWO TTepimoL 10.000 KATOIKOULG Kal TIpwTeLoLoA Ta dnpEA.

>uvbpopo DiGeorge
(DiGeorge Syndrome)
(22911.2 Deletion Syndrome)

(orphacode: 567 ICD-10: D82.1)

MpokaAsital amo tn dlaypapr THAKATOC TOL XPWHOOWHATOG 22.

Ermpeddst tnv avamtuEn Twv T-ASUPOKLTTAPWY, TO KAPSIAYYEIAKO OULCTNHA, KAl HUMOPEl vd
TTPOKAAECEL VONTIKI LOTEPNON KAl SBUCHOPPIEG TOL TIPOCWTTOUL. MPOCOETA KAWVIKA ELPNHATA UTTOPEL VA
TTEPNAUBAVOLV YAOTPEVTIEPIKEG AVWHAAIEG (EVTEPLIKN SLOAsITOLPYIA, ASIATPNTOC TIPWKTOG), ATTWAELA
AKONG, VEPPIKEG AVWHAAIEG (VEQPIKN AYEVEDIA), O8OVTIKEG AVWHAAIEG (LTTOTTAGCIA adapavtivng) Kat
OKEAETIKEG AVWHAANEG (okOoAlwon, paiBolrmrornodia). Malnolakeg SUOKOAMIEG KAl  avartuElakn
KaBuoTepnon slval oXedov mavta apoLoes. WUXIATPIKEG ACOEVELIEG (AYXO0GC, KATABAN, oXIOPPEVELQ)
Kal N VOoOoG ToL MNApKIVOOV glval CUXVOTEPEG ATTO O,TL OTOV YEVIKO TTANBLOLO.

H mmaykoopa ouxvoTtnTa EUPAVIONG KATA Tn Yevvnon ektiuatatl o 1/4.500-1/10.000.

Apdon QPION
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Emribaupog

H Emidavpog (MeAomdvvnoog) nuidetal yia To Bavpdcto apxalo B£atpo TNE Kal To lEpd ToL OoL TNG IATPIKAG - ACKANTIOU. 18pUBNKE
Tov 60 awva mX. H Emidavpog Atav &va onuaviiko BepareuTiKO KEVIPO OMOL ackoLVTIAv SIAPOPES HOPPEG Bepareiac,
OLUTTEPIAAUBAVOEVNG TNG LEPOBEPATTEIAG KAl TNG XELPOLPYIKNG. AvBpwriol Epxovtav 8w amo OoAn tnv EAAASa yla Bsparsia kat
BOPNOKEVTIKEG TEAETEG. To B£aTpo TNG EM&avpou, Tou XTioTnke Tov 40 aiwva m.X., nuloTay yld TNV dkKoLOTIKH TOL Kal UITopoVOE va
(PINOEEVNOEL TTEPIOCOTEPOLG Ao 14 XIANGSeG Osatéc. Oswpeital eva amd ta KAAUTEpA dlatnpnuéva apyaia Bgatpa Kal amod ta
KaALTEPA Selyuata apyaiac €ANNVIKNG APXITEKTOVIKNG. ZNUEPA £EAKOAOLOEL va XPNOILOTTOLETAL Yid BEATPIKES TTAPAOTACELC KAl

@eoTIBAA. H Emisavpog mrepihapBavetat otov Katdhoyo Maykoouag KAnpovouag tng UNESCO.

>uvbpopo Barth (Barth syndrome)

(orphacode: 111 & ICD-10: E71.1)

To ocuvépopo Barth (BTHS) sival piua cuyyevng avwpaAia Tou HETABOAOUOL TWV PWOPOATISIWY TTOL
xapaktnpidstar armo dwatatikn puokapdioradeia (DCM), OKEAETIKN HULOTIAOEIA, OLBETEPOTIEVIQ,
KABLOTEPNON AVATTTLUENG KAl 0PYAVIKI oEvoupla.

H ouxvotnta sugaviong sktipdatat os 1/454.000, svw n ouxvotnta sugaviong os 1/140.000
(NoTioduTtikn AyyAia, Notia Ovalia) €wg 1/300.000-1/400.000 yevvnoeslg Cwvtwv veoyvwy (HMA). To
BTHS smnpsadst Kuplwg Av8psq.

H okeAeTIKN (KLUPIWG €YYLG) HLOTIABEIA TIPOKAAEL KABLOTEPNUEVA KIVNTIKA 0poonud, LTToTovia,
ocoBapn AnBapyo n Suvoave&ia otnv Aoknon. YTAPXEL TAON Yyld LTTOYAUKAIMIA KATA TN VEOYVIKN
meptodo. To 90% Twv acOsvwv sppaviovy Na £we ooBapn StaAsimovoa f MoV oLSETEPOTTIEVIA
He KivBuvo onatpiag, coBapnc Baktnpelakng onPng, OTOUATIKWY EAKWV KAl EMWELVWY OVAWV.
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