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MaveMivia Evwon Znaviwv Madioewv
Greek Alliance for Rare Diseases

H MaveAdijvia 'Evwon Xmaviwv Mabrioswv (M.E.X.MNA) eivar o pévog
popéag, pn kepdookomikd cwpateio, cUMOywV acBeviv omaviwv
mabricewv ald kal pepovwpévwy acBevav. Eivar avayvwpiopévo pélog
tou EURORDIS, tou Eupwriaikot Opyaviopou yia tig Zrnidvieg Nabrioeig
KAl CUPPETEXEI O ONEG TIG OXETIKEG Spdoelg Tou cuvtoviovtal and
autdyv, og eupwrdaikd emimedo.

2t xwpa pag umdpxouv mepimou 1.000.000 dtopa mou Jouv pe
>ndvieg MNabrioeig, o1 omoieg avépxovtar otig 6.000-8.000. H M.E.X.MA
motelel 6T N EVNUEPWON TOU EMOTNHOVIKOU Kal EUPUTEPOU Kolvou
OXETIKA PE TIG omdvieg acBEveleg gival MPWTAPXIKAG onuaciag Kkai oty
mpoomdBeia tng autr ekdidel ogIpd EVNUEPWTIKWY EVIUTIWV YIa OTIAVIEG
nabriceig wote va cuvdpdpel otnv 6co To duvatdv €ykaipn Sidyvwon
KaOWG Kal T CWOoTH AVTIPETWITION TOUG.

To évtumo autd avagépetar oto Xuvdpopo TG Olwdoug
XKkAnpUvoewg, yvwoTtr Siebvag wg Tuberous Sclerosis Complex, piag
TMoAucuoTNAtIKAG véoou ylia tnyv omoia teAeutaia yivovtal €peuveg Kal
KAIVIKEG SOKIPEG yia VEa @dppaka.

MaveMivia’Evwon Znaviev Mabicswv (M.E.L.MA)
TnA: 210 7660989 & 210 7600289

Fax: 210 7660991

TipoB€ou 99-101

162 32 ABrjva




T gival n o{wdng okArjpuvon);

H OCwdng ZkArpuvon (O.X.) eival pia moAucucTtnuatikh YEVETIKA
Siatapaxr mou xapaktnpifetar amd moAAamAoug kalorBeig Sykoug
(6%oug) otov eyképalo Kal Ta TMEPICOOTEPA OPyavad TOU CWHATOG.
Ta yoviéia TSCI 4 TSC2 eival ta péva mou Bewpoulvtal unevbuva yia
v Olwdn ZkAnpuvon. H OX éxel ekupwpevo emmolacpd 1:6.000
yevvioelg. Eival yvwotr kar wg vécog tou Bourneville fj epiiloia kai
S1e6vidg wg Tuberous Sclerosis Complex (TSC). To évopa OCwéng
2KArjpuvon mpogpxetai amo tnv Aé&n 6fog mou onpaivel dykog. O1 6ol
autoi avamrtiooovtai Kal Je TNV mdpodo twv Xpdovwy acBectomnololvtal
(cKkAnpaivouv) yeyovog mou Sikaiohoyei kai tov 6po: Odwdng ZkArjpuvan.

MNoia eival ta xapaktnpioTtikd tng vooou;

Neukég Seppatikég KnAideg

Bpeeikoi omacpoi

EmAngia

Aiavontikij kaBuotépnon
Xapaktnpiotiké eEdvOnua mpoowmou
‘Oykol og didpopa Spyava

Apdptwpa apgiBAnotposidoig
Mabnoiakég Suokolieg

Aiatapaxég oupmepipopdg

Autiopdg k.4.




MNwg yivetal n didyvwon;

To XUpmieypa OCZwdoug XkArjpuvong umopsi va Slayvwotei avd
mdoa otypr], ouviiBwg avaAdywg PE TA CUMPTT@HATA TIOU UTIGPXOUV.
O xpdvog tng didyvwong Umopei va molkiAel amd tn yévvnon PEXpI
omoladnmote otypr TG evAAIkngG Jwng. Ymdpxouv moM\oi acBeveig
mou Sev gpgavifouv MPSPAnUa, MoAEG popég pdhiota dev yvwpifouv
ot mMdoxouy. Xe TEToleg MepIMTwoel§ n Sidyvwon yivetal Tuxaia ge Ttnv
avayvwplion tng vooou oe otevo ouyyeviy. Avtifeta umdpxouv acBeveig
pe Bapiég exdnAwoeig kal ToAU coBapd mpofArjuata.
O1 ouvriBeig e&etdoeig Tou xpeidfovtal va yivouv yia tnv didyvwon
g O eivar:
E&€taon tou S€ppatog katw and umepIddeg pwg TPog avalhitnon
UTTopEAaVWHATIKOY KNAIGwV (Aeuk®v KnAidwv)
A&ovikry (CT) rj payvnukr (MRI) topoypagia yia va eAeyxBsi n
Umap&n umepmAaciwv otov eykéParo (6Lwv)
HAektpoeykegpahoypdpnua (HEI- EEG) yia va yivel €é\eyxog yia
EMANTTIKESG KPIOEIG
Kapdiohoyikdg ENeyxog
Yrepnxoypdenua ve@pwv kai AAMwv e§etdoewy e@’ doov xpeidletal

Nwg avupetwmidetal n vocog;

Auctuxwg péxpl otiyprg dev undpxel opiotik Bgparmeia yia thy OX
aM\d umdpxel Oeparmeia yia évav aplBud oupmWPATWV TG Kai ol
acBeveig mpénel va mapakoAouBouvtal TAKTIKG WOTE TA CUMPTTWUATA
va yivovtal eykaipwg avuAnmtd kal va avtupetwmidovral KatdAAnAa.




Moia épyava tou cwpatog ennpedlovrai;

Kapdid

Ta kapdiakd pafdopuwpata (kahoriBeig dykol tng kapdidg) evdéxetal
va gival £&va MpWIJo CUPTITWHA TOU CUPTIAEYHATOG 0{kd0oUG OKAIPUVONG.
Mepikég popég propei akdun kai va avamtuxBouv oto €uppuo. Zmaving
mpokalolv TPSPANpa Kal GUXVA UTTOXWPOUY, KATd TETOIO TPOTIO WOTE
va @aivetal 6t e§agavifovtal kabwg to maidi peyalwvel.

2mopadikd, eival amapaitntn n 1aTPIK TApEUPacn HE PAPPAKEUTIKA
okeudopata wote va pubpiotei pia Siatapaxr tou kapdiakou pubuou.
Axdépa mo omdvia eival amapaitntn n Xelipoupyikr eméupacn mMpog
amoKatdoTaoch TG AIPatiKiG Porg Tou ogeiletal o éva paBdoplwpa
Kal amaITeital TaKTiKn TapakoAoubnon.

Eyképalog

EmAnntikég Kpioeig

To 90% twv maoxdéviwv pe OX epgavifouv emAnmtikég Kpioelg. Eival
mOavé n aitia Twv emMANMUKOV KPIOEWV va &ival ol UTEPTTAACIEG-
olidia oto @Aoid Tou eyke@dlou. Ta emAnmTIKA emelcodia Pmopei va
Eekivijoouv oe omoladrmote nAikia, aMd ol epIccdTeEPOl TAOXOVIEG
gugpavifouv Kkpioeig emAnpiag katd tnv maildiki nAikia. ZuviiBwg
Eekivouv pe v Hop@r) PPEPIKOV OMACPWY ota MPWTd Suo Xpdvia TG
{wrig Tou maidiov.Aiapkoulv pévo Aiya Aemrtd kar ekdnAwvovtar pe kAdua
Kal pe Tivaypa tou Koppou Kal twv drkpwv. Mepikég gpopég ol omacuof
ekhapBdvovtal AavBaopéva wg koAikoi. Zripepa umdpxouv SiaBécipa
(PUPHAKEUTIKA OKEUAOUATA, Ta omoid €ival amoteAeoPATIKOTEPA OTOV
ENeYX0 TWV PPEPIKWY CTIACHWV. | 2




Moia épyava tou cwpatog enmpeddovrai;

P Eivar Miydtepo mbavd kdmolog va epgpavicel EMANTTKEG KPICEIG yia
TPWTN Popd Katd tn Sidpkela g eviAikng {wrig Tou. Ydpxouv ToAAd
SlapopeTikd €idn KpicEwy, EV® UE TO MEPACHA TOU XPOVOU Ol KPICEIg
pmopei va aAAd&ouv, va yivouv TepIoodTePO 1} AIYOTEPO OUXVEG, N
akoépn Kai va octapatrjoouyv.Aev gival mdvta duvatd va eheyxBoulv OAeg
ol Kpioeig ou €xel €évag mdoxwv pe OX. Ymdpxouv moAAd SiaB<oipa
QVTIEMANTTTIKA OKEUAONATA KAl PHEPIKEG (POPEG TIPEMEl va SoKIpaoTolv
Siapopetikd okeudopata akopn Kai CUVOUACHOi AUT®Y Kal SIaPopETIKEG
S60o¢eig wote va Ppebolv ekeiva e To KAAUTEPO amMOTENECA.

YneprAaoieg eyke@diou

AcBeveig pe OX evdéxetal va £XOUV UTIEPTTIAACIEG OTOV EYKEPAAO TOUG.
NoAU omdvia, kdmolol TAoXoVIEG PMTOPET va £XOUV €va UTIOEMEVOUNATIKG
olidlo ouviibwg oTo KEVIPO TOU EYKEPAANOU, TOU OUVeXi(el va
avantiooetal apyd Kal UTOPEi va amokAEIOel TV TTAPOXETEUCH TOU
eykepalovwtiaiou uypol otov eyképaho (uSpokégpalog). Autoi ol
Sykol ovopddovtal uroemevoupatikoi ylyavtokuttapikoi dykol rj SEGA.
Epgavifovtal og 10-15% twv maoxdéviwv pe O kar ouvriBwg étav autoi
eival maidid 1} veapoi eviihikeg. H mapakwAucn otnv mapoxEteuan tou
gykepalovwTiaiou uypou, propei va mpokaléoel ooBapég kepaAalyieg,
puikry aduvapia, €ueto KAM. Kal TOTE Xpelddetal dpecn 1ATPIKA
avupetwmon. [Mibavy tomobétnon eidikwv PaAfidwv amokabiotd to
mPSPAnua.

Méxpi mpotivog, n pdévn Oepameutikry emAoyr| yia Toug acBeveig pe
avanrtuoodpevoug SEGA rjtav n xeipoupyikr) agaipeon. Ymd €peuva
Bpioketal £va véo @apuakeutikd okelacpa to omoio £€5ei&e va peiwvel
1o péyebog twv SEGA, emdeikviovtag Oepameutikd Spelog oToug
ouykekplipévoug acBeveig. EmmAéoy, n Oepaneia katdpepe va PeI®OEI
ONPAvTIKA TNV CUVOAIKH OUXVOTNTA TwV EMANMTK®V Kpioewv. H véa
Oeparneia €xel (6N eykpiBei otig Hvwpéveg MoAiteieg, evw avapévetal
va eykplBei otnv Eupwmn evtdg tou 20I1. >




Moia épyava tou cwpatog ennpedlovrai;

» KaBuotepnuévn avdamtugn - diatapax€g oupmepipopdg:

MoM\oi mdoxovieg pe OX avamtiooovtal Qucioloyikd, aAAd opicpéva
maidid apxifouv va epgavifouv kabBuotepnpévn avamtugn étav apxifouv
ol EMANTTIKEG KPIOEIG Toug Kal kaBwg peyalwvouy, dev oupPadifouv
pe ta dMa maidid g nAikiag Toug og opICPEVOUG TONEIG avdmTugng.
O M\dyog kal n emKkoIvwvia eival CUYKEKPIPEVO! ToEiG OTTou propei va
xpelaotei for|Beia 600 to duvatdy vwpitepa.

‘Eva peydho mocootd twv acBeviv pe O €xouv @uaioloyikd Seiktn
€UPUIAG, OE OPICPEVEG TIEPITITWOEIG HTTOPEI VA CUVUTIAPXOUV PHaBnolakég
Suokolieg, didomacn MPOCOXI|G, UTTEPKIVITIKOTNTA, Siatapaxég Umvou
KATT.

Emiong éva peydho mocootd twv maoxoviwv pe O mapoucidlel
eAappd €wg Bapid vontiki kabuotépnorn, autioTIKEG Siatapaxég Kai
avamrtu&iakég SuokoAieg. XToug eviAIKEG TTAOXOVTEG EKTOG TV AANWY
ouvriBwg epgavifovtal dyxog, KatabAITTIkEG diatapaxég Ka.

Neppoi

Yuxvd ol mdoxovieg pe OX avamtlooouvV OTOUG VEPPOUG TOUG
ayyelopuoAimwpata (ovopdlovtar AMLs) 1 kUoteg. Xuvrifwg &ev
mpokalouv mpofArjuata 1} cupmt®pata. Ta ayyelopuoNm@pata Pmopei
va avarrtiooovtal oAU apyd katd tn Sidpkeia tng maidikng nAIKiag, aAAd,
eav e§akolouBrijcouy va avamrtiooovtal, urrdpxel kivduvog aigoppayiag.
Edv 6vtwg epgaviotolv cupmwpata, gival mbavé autd va yivel otny
epnpPeia | Ta mpwta xpdvia tng eviihikng {wrig. Epdoov evtomotolv
UTTEPTIAACIEG OTOUG VEQPOUG, O YIatpdg Oa mpayupatomoijoel TG
ouvrifeig e&etdoelg (QMEIKOVIOTIKEG, QIPNATOAOYIKEG, BIOXNUIKEG Kal
oupoloyikég e§etdoelg) yia va anogacioel Tnv Bepareia mou amnarteital
onwg m.x. emepPfatik aktivoloyia (gpPoliopdg) KA. Xpeidletal
mapakoAoUBnon Kai Taktikog €Aeyxog yia TNV €yKaipr avUPETWIION
twv mpofAnudtwy. Aiciodo&ia mpokalei To yeyovog ot n €peuva e Ty
BoriBeia tng yevetikrig Mpoxwpd otnv avdmtugn VEwv @appdkwy JepIKd
amé ta oroia Bpiokovtal oto oTddIo KAIVIKOV SOKIPGY.




Moia épyava tou cwpatog enmpeddovrai;

Aéppa

Yndpxel évag aplfudg deppatik@v eKSNAWCEWY TTOU oXeTi(ovtal

pe tnv OX:

® Aeukég deppatikég knAideg (umoxpwpatikég KnAideg mou ovopdlovtal
urtopeAavwpatikég KnAideq), e181kd ota dkpa Kal oTov KOopUo, gival
HEPIKEG POPEG OPATEG aATS TN YEVVNON XWwPi§ va TpokaAoUv Kavéva
mpSBAnpa.
EEavOnpa oto mpdowmo (ovopdletal ayyeioivwua) UTopEi va apxicel
va avamtioostal Katd tnv maidikg nAikia pe T HOPPH HIKPWV,
epubpwyv otypudtwy yipw amé tn putn, Ta PAyould Kal TO TIyouvl.
Mepikég @popég ival Mo epgavi katd tnv e@nPeia kabwg n fin ta
EMOEIVWVEL

® Ivideig mAdKkeg oTto PETwrIO.

® [1Adkeg koAaySvou Tou gpgavifovtal otnyv omicbia 0oQUiKr XWPA.

® Mikpég meplovixieg umepmAaoieg (ovoud{ovtal ovuxaia Ivopata n
dykol tou Koenen).

Ymdpxel moikidia Ogpameidv (cupmepidapfavopévou tou laser) yia to

€&avOnua tou mpoowrou Kkal mpérmel va avaldntndei n oupPoulr evog

Seppatoldyou edv to e§AavBnpa mpokalei evoxAroeig otov acBevi.




MNoia épyava tou cwpatog enmpeddovtai;

Mvedpoveg

Y& OpICUEVEG TIEPIMTTWOEIG Yuvaikeg acBeveig pe OX mapoucidlouv
OUNTTTWPATA  pIAG  VOOOU TwV TIVEUPOVWY  Tou  ovopddetal
Aepgayyeiopuopdtwon (i LAM) pe v ekdnlwon Sidxutwv KUCTIKGOV
BAaBwv otoug mveUpoveg.

Yrnepmiacieg tng OZ pmopei va umdpxouv oe ToAd dMa Spyava
TOU OWMATOG, 6mou Sev mpokalouv cuviiBwg mpoPArjuata. Evééxetal
va UTIGPXouv UTEPTIAACIEG OTO Amap, OTo MAYKPEAG, ot OMArva,
OTO YAOTPEVIEPIKS oUoTNUA Kal ota ootd. Emiong eivar ouxvég ol
uTEPTTAAOIEG TV OPOAAPWV Kal EVOEXETAI VA UTIGPXOUV UTIEPTTAACIEG
otd oUAd Kal OTIG 080VTIKEG KOIAGTNTEG.

O¢gpaneia

KaBwg péxpr orjpepa dev undpxel pidiky Bepameia tng véoou eival
mOAU onuavtikr n mpoAnyn, n €ykaipn didyvwon kai n Bepameutiki
QVTPETOMON TwV emMMAOK®Y. To péMNov eival aiciddofo pe v
€&ENIEN tng levetikrig emotrpng n omoia 6a Pondricel 1Siaitepa otnv
€peuva yia véa @dppaka ( pepikd dn dokipdlovtal ota epyactripia
1l Bpiokovtal oe KAIVIKEG SOKIUEG) YIa TNV OPICTIKY AVIIPETWOMION TNG
TTOAUCUCTNHATIKIG QUTHG VOooU.

O To «keipevo eykpibnke and v emotnpoviki emtporr tne M.EZ.MA.
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EAAHNIKH ETAIPEIA OZQAOYSX EKAHPYNZIEQS
TUBEROUS SCLEROSIS ASSOCIATION OF GREECE

MaveMivia Evwon Znaviwv Mabhoewv
Greek Alliance for Rare Diseases

O MAnpogopieg
Nn.E.x.NA.
A. 210 7660989
A. fax. 210 7660991
Kiv. 6974 003282
gr-pespa@otenet.gr
www.pespa.gr



