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Euxoaplotieg

Oa nbsla va euvxaplotnow Oepud TOov K. Mokpr Tlewpylo yla tnv
EUMLOTOOUVN TIOU HOU £8€l€e KAl TNV UTIOMOVI TIOU €KOVE KATA T SLAPKELD TNG
UAOTIOLNONG AUTAC TNG MTUXLAKAG Epyaciag. H BornBeila tou Atav mMoAUTIUN KaBwg Kal
n kaBodrynon tou os Stapopa BEPATA OXETIKA UE T ouyypadn TNG.

ErumAéov, Ba nBeAa va ameuBUvw TG EUXAPLOTIEG LOU OTOUC YOVEIC HOU Kal
0€ OAN TNV OLKOYEVELQ HOU, OL omoiol otnpLEav TG omoudeg pou, ppovtilovrag yla
™V KaAutepn duvatny popdwaon pou.

TéAog, Ba nBela va EMONUAVW OTL LETA TNV UVAOTIOLNON QUTHG TNG TTTUXLOKAG
N METayeveéotepn emadn Hou Ue mapopolo Bépa Ba eival mo mpooeypévn kat Ba
elpal oe Béon va QVIPETWTIOW UE PEYAAUTEPN €UKOALX TAPOUOLA TIEPLOTATIKA.
Emiong, Ba nBeha va avadépw OtL OAn n Sladikacio pHEXPL TNV TEPATWON TNG
TITUXLAKA G ATAV Lo EUXAPLOTN TTOPELa XwpPLg Koupaon.



NepiAnyn

H mopamndvw mtuxlakn epyacia mpayuatevetal 1o cUvOpopo Rett. Mpokettal
yla plo TEPLTTAOKN YEVETIKN veupoavamtuélokn dlatapaxr mou epdaviletal ota
kopitola (1 : 10000 yevvnoelg kopltolwy). Emnpedlel tTnv emikowvwvia, TG KWVNOELG
TOU OWMOTOG KOL YVWOTLKEG AELTOUPYLEC auTwV Twv matdwwv. Na tov Adyo auto,
elvalt onuavtikn n AoyoBepaneio ota Kopitold aQUTA, WOTE va avamtuéouv
6e€lotnTeg emkovwviag. H emotiun tng AoyoBepaneiog Bonbdel Ta dtoua e TO
ouvépopo autd, Tou €xouv Evtovn embupia va  EMKOWVWVAOOUV, WOTE va
OUTTOKTHOOUV €vayV TPOTIO EMLKOVWVIAG.

Ta kopitola pe ouvdpopo Rett apyikd €xouv ¢uacloAoylky avamtuén Kot
€€ENEN, OuwC yUpw OTO TPWTO £T1oG¢ TNG {wNG Toug eudavilouv Ta TMPWTA
CUMMTWHUOTO TOU ouvdpOpoU Kal Tepimou ota Suo €tn yivetal n Sldyvwon Ttou
ouvépopou. MapoAa autd, &ev umapxel Oepameia ywa 1O Rett wote va
OVTLUETWIILOTEL EVIEAWG, WOTOCO €lval amapaitnTtog Kol XpriolUog 0 CUVOUAOUOG
HEPLKWY Bepamelwv omwe, AoyoBepameia, puoikoBepaneia kal epyobepaneia, yla
TNV OVTILETWITILON KATIOLWVY o Ta TtPoBARpaTa.

To U0 TEPLOTOTIKA TIOU HEAETAPE OE QUTHV TNV £pyaocia €XOUvV MapopoLa
nNAlkkia kat eudavilouv oplopéva amd To Bookd KAWIKA XOPAKTNPELOTIKA TOU
ouvdpopuou. Mo ocuykekpLuéva, Ta Suo kopitola epdavilouv tnv otepedTUTN Kivnon
ota Xépla, T ‘MAUOELS’, mpoPAnuata otnv Badion kabwg kal avwuaAieg otnv
avarnvor). Adyw Tng anouciag tng opAiag, ta dVo Kopitola €xouv avamtuéel Evav
AaAAOV eVAAAQKTLKO TPOTIO EMIKOLWVWVLAC.



MpoAoyo¢

H ouykekplpuévn epyaocia pag mAnpodopel KoL HOC EVNUEPWVEL OXETIKA HE
éva omavio oUvOpouo, TO oUvdpopo Rett. Apxikd oavadépovial KATOLEG
mAnpodopieg ya to oUVOpOHO aAUTO Kol otnv ouvéxela Mpoag Sivovtar Svo
TIEPUTTWOELG TIALSLWY TIOU €XOUV TO GUVEPOUO auTO. APol evnUEPWOOUE OXETIKA
HE To oLVOpopo Rett, otnv cuvéxela mapouvolalovtal kot avalvovtol oL U0 LEAETEC
neplntwong.

O AOyog mou He Kivnoe va acxoAnBw pe To BEpa auTto NTav OTL POKELTAL YL
ploL omavia Kol blaitepa meplimAokn YeVETIKA veupoavamtuélakn dlatapaxr Tmou
eudaviletal Kuplwg povo ota kopitola. Etol, Aoutov, 0To MPWTo KEAAALO AUTOU
TOU CUYYPOUMOTOG OITOTUTIWVOVTOL OPLOMOL Kot €vvoleg Tou cuvdpouou Rett, n
ouxvotnta eudaviong tou, meplypadry tou cuvdpoupou kot Sladopa LOTOPLKA
otoxeia, kaBwg kal n attoloyia tou. EmutAéov, meplypadeTal TWG YIVETOL N
Stayvwon kat n Swadopodiayvwon Tou ocuvdpopou Rett, kaBwg emiong
mapouotalovtol Ta KALVIKO XOPAKINPELOTIKA Tou Kal n e€€AEn tou. Télog, oto
KedAAalo aUTO TEPLYpAdETAL TO BEPATIEUTIKO TIPOYPAUHA TIOU TtapakolouBouv ta
nadLa pe cuvépopo Rett kal o cuyKeKpLUéva SlaTuMwVETAL TIwE N AoyoBepareia
BonBdel Ta atopa avtd. Qotdoo, yivetal pia avadopd oto Mavemotiuio ABnvwy
yla Tnv mpoodopd tou Kabwg emiong avadEpetal kot 0 GUANOYOG YOVEWVY HE TtatdLd
pe ouvépopo Rett.

2to Seltepo Kal teAevtaio kepdAalo meplypddovtal oL U0 TMEPUTTWOELS
HEAETNG. AdoU mapouotalovtal avaAUTIKA Ta LOTOPLKA Twv SU0 KOPLTOWV oTnV
OUVEXELQ OITOTUTIWVOVTAL TA XOPAKTNPLOTIKA yvwplopata Twv duo matdlwv Kabwg
Kall avaAuon Toug. TEAOG, SLATUTIWVETOL OVOAUTIKA TO BEPATIEUTIKO TIPOYPOLLLA TIOU
okoAoubBel n kabe plo kKABwg akOpo TPOTEIVW KAl OPLOUEVEC HEAAOVTIKEC
BepAMEUTIKEG TTPOTACELG TTOU Ba umopoucav va akoAouBrioouv.
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1.1. OpLopdg Ko EVVOLeG TOu ZuvSpopou Rett

To Zuvépopo Rett (RTT) amoteAel pio mePUMAOKN YEVETLKI VEUPOAVATTTUELOK
Satapayn, dulooxetlopevn He Ta BnAea. Aev TPOKeLTAL ylo pio ekPUALOTIKA
Slatapayn. Emnpedlel tnv emikowwvia Kal TIG KLWWHOELS TOU OCWHATOC, E€VW
ouvnBéotepa ouvdéeTal Pe Bapld vonTKA UOTEPNON KoL KLVNTLKA avamnpla.
AKkOMa, eMNPeAlel TIC YVWOTIKECG, aLoONTNPLAKES, CUVALOONUOTIKEG KIVNTIKEC KOl
OUTOVOUEG AELTOUPYIEC TOU TOLSLOU. JUYKEKPLUEVA KATOLEG QMO QUTEG TLG
Aettoupyleg pmopel va eivat n padnon, n opAia, n avayvwplong Twv atcbnoswy,
n 6wabeon, n kivnon, n avamnvon, n kKapdlakn Astoupyia kabBwg emiong Kat n
paonon, n kotaroon kot n eéPn (https://www.rettsyndrome.org/, What is Rett
Syndrome? : Rett Syndrome Association of Australia ( RASSA ).

1.2. Iuxvotnta epdaviong tou cuvépopou Rett

To ouvépopo Rett cuvnBw¢ mapouclaleTal oTa KOPLToLd, EVW TA OPOEVIKA
€uBpua pe tn Satapayn omavia emlovv. Me enutolacpud mAéov tou 1:10.000
OnAea (1:10.000 £€wg 1:15.000 OnAea / Inueiwon: autd onuaivel OTL TO
ouvdpopo eudaviletal os 1 ava 10.000 yevvnoelg kopltowwv). To ouvdpopo Rett
odeiletal og pla petaAaén tou MECP2 yovibiou Tou X XpWHOOWUATOG KAl yLa
0oUTO TO AOYO €ival 1o ocuyVvo ota Kopitola amo otL ota ayopla. Enmnpedlel e€ioou
OAeG TIG PUAEG Kal epdavileTal omopadika, av Kal £XouV Kataypadel Kol HEPLKES
TIEPUTTWOELG, Omou epdaviletal oe adéAPla, HovoluywTkoug SL8UHOoUC Kal
€abéNdla  (https://www.rettsyndrome.org/, What is Rett Syndrome?,Rett
Syndrome Association of Australia ( RASSA ).

1.2.1. To cUvSpopo Rett ota ayopla

‘Exouv moapatnpnBel kal ayopla pe avaloyo ATUTIO cUVOPOMO, OV Kal oL
TIEPUTTWOELC AUTEC £lval TTOAU omavies. Ta ayopLa AUTA YEVETIKA Ttapouctalouv
Vo tumoug, eite kapuotumo 47XXY pe peTaluywTikn petdAAaén MECP2 mou
o6nyel 0 CWHATIKO LWOoAIoUO, eite e KapuoTuTo 46XY Kal TNV (6la peTAAAAEN.
Itnv teAevtaia mepintwon avantuoostal Bapld VEOyVIKN eykepaiomdbela Kot
TO veoyva kataAnyouv mipv va pBacouv to deltepo £to¢ (Philippart et al 1990,
Amir et al, 1999).


https://www.rettsyndrome.org/document.doc?id=168
https://www.rettsyndrome.org/document.doc?id=168

‘Evag TOAU ULKPOG aplBUoG ayoplwyv pmopel va epdavioel pa SladopeTikn
HETAANQEN, TIOU €XEL WG OMOTEAEOMO HLa AlyOTEPN KATAOTPODLKA Hopdr Tou
ouvdpopuou Rett. Mapopola e Ta Kopitola mou €xouv To cuvdpopo Rett, £ToL kal
outa Ta ayopla miBavotata Ba  {joouv pEXPL TNV  evNAKKiwoN TOUG
(www.mayoclinic.org) .

1.3. Nepypadn Tou cuvdpopou

To ouUvépopo Rett amotelel pla veupohoyikny diatapaxr. Mapouoidletal
KUPLWC oTa Kopltola Kot eival yevetlkng puoswg dtatapayrn. To CUUMTWUOTO TNG
omnaviag dtatapoaxns epdavilovrol PETA amo Pl TPodavwe KOVOVLKA 1} oxedov
KQVOVLKN] QVANTUén €wg Toug €€l — oxtw HMAVEG {wNG Tou Taldlou, OmOoTE Kol
onuewwvetal pa emPpaduvon n otacwotnta twv Seflotntwy tou matdlou.
Mpokettal yia pla mepiodo omoBodpounong omou nmapatnpeitat otnv dtatapayn
oUTA KoL OTtou To TtaLdi EEKLVA va XAVEL TIG ETILKOLWVWVLAKEG TOU Se€LOTNTEC AN
KOLL TNV OKOTILLLN XPRON TWV XEPLWV TOU. XTn OUVEXELA, EpdavilovTal Kol KATIOLEG
OTEPEOTUTIEG KLVNOELS OTo Taldl, OMwG To MAUGLUO OTA XEPLA KL OPLOUEVEG
Slatapoyxég oto Padiopa. Kamowa dAAa mpoPAnupata mou spdavilovtal ota
nadld pe 1o ocuvdpopo Rett eivat n emBpaduvon tou puBuoL avamtuéng tou
kedaAloU, n eudavion S1adopwv ETUANTITIKWY KPLOEWV Kol n amodlopyavwaon
NG avaoag Kupiwg 6co eival Eumvio to matdi. Ta mpwta xpoévia tng {wng Tou
natdlovl owg va umapgel kal pLa mepiodog amopdvwong n andéoupong Kupiwg
otav elval évtova ouvaloBnuatikd, va ekveupiletal evkoAa kabBwg emiong
umopel va kAaiel amapnyopnta. Me tnv mdapodo Ttou XpOvou TA KLVNTIKA
npoPAnuata  Tou €xouv epdaviotel pmopel va  avénBouv, aAAd n
EUEPEDBLOTIKOTNTA PELWVETAL KOL BEATLWVOVTAL N OTITLKNA €MOdr) KOL N EMKOWWVIR
(https://www.rettsyndrome.org/, What is Rett Syndrome?, Rett Syndrome

Association of Australia ( RASSA ).

Ewoveg 1., 2. H kKAwikn elkova maSwwv pe Rett (https://www.rettsyndrome.org/)



https://www.rettsyndrome.org/document.doc?id=168
https://www.rettsyndrome.org/document.doc?id=159

1.4. lotopika otolEia Tou cuvdpopou

O mMpwTtog Tou TEPLEYPAPE TA XOPOKTNPLOTIKA TOU OuvdpOupou Eeival o
QUOTPLAKOG LaTpOg Dr. Andreas Rett to 1966, amod tov omoio Mmrpe Kal To OVOUd
aut) n dwatapayn. O nmawdiatpog Dr. Andreas Rett to 1954 mapatrpnoe dvVo
Kopitola mou PBplokovtav otnv aibouca avapoviAg TOU LOTPEIOU TOUu Kal
napovoialav TG (Oleg emavalapPavOUEVEG KIVAOELG HE T XEPLA TOUG. TN
OUVEXELA OUYKPLVE TO KALVIKA KOl TAL QVATTUELOKA TOU LOTOPLKA KoL AVOKAAUYE
otL Ta dVo madid potalav mapa moAv. Enetta, o latpog Dr. Andreas Rett pe tnv
BonBela tnNg voookOupag tou €uabe OTL elxe GAAa €€l Kopitola pe ta dla
CUMMTWHOTO. APOU CUYKEVTPWOE OAEG QUTEC TIG OUOLEG CUUTEPLPOPEC YUPLOE
éva Bivteo amd auvtd ta madid, to omoio talidePe oe OAn tnv Eupwrmn
TipoKeLpévou va Bpebouv kat dAAa matdld Ye tTnv dla cupntwpatoloyia. Ev tw
Hetaty, o Dr. Bengt Hagberg to 1960 cuykéVTpwoe Ta apxeia and KOMEAEG mou
€0V T CUUMTWHATO QUTA, WOTE VA TA HEAETAOEL KaL Vo ENYNOEL TO Ttepiepyo
outo ¢oatvopevo. Enetta, o Dr. Rett dnuocievoe ta eupnuatd tou o Stadopa
LaTpIKa meplodika otnv leppavia. Itnv ouvéxewa, o Dr. Rett mepléypade tnv
Statapayn avtn kat tnv dnuoocievoe ota ayyAkd to 1977 kat £€toL To cUVEpOUO
Rett Atav oTo KEVIPO TOU €VOLADEPOVTIOG OTIC LATPLKEC KOOTnteG. To 1983
dnuoolevtnke amo tov Dr. Bengt Hagberg kal toug ouvadéAdou¢ tou oto
ayyAko meplodiko Annals of Neurology, éva apBpo mou €kave YyWWOTEG 0TO UPU
KOWVO AEMTOUEPELEG Yyl TNV acBévela kot édtiaée To mMpodil Tou cuvdpduou
Rett, pe amotéheopa koL GANOL €peuvntéC va  0oxoAnBouv Kal va
T(PAYUATOTIOLO0UV €PEVUVEC TTAVW 0TO oUVOpoUo autd. OL cuyypadeis Tipnoav
TOV TIPWTOTOPO EPEUVNTH TOU GCUVOPOUOU Kal TPOCG TLUAV TOU OVoUdAleTal
ouvépopo Rett. EmumtAéov, pla opdda emotnuovwy amnod to Baylor University (
Houston,TX) kat Stanford University (Palo Alto,CA), mpoona®noav va evtonicouv
TIC autieg tou ouvdpouou. To 1999 o epeuvntng Ruthie Amir avakdAuye to
naBoAoykd yovidio MECP2 mou Bpiloketal otn Béon q28 oto xpwpoowua X UE
nepimou 200 petaAAdéelg we twpa. Mpokewtal yla pia petdAAaén oto MECP2
yovidio tou X xpwpoowpatog (LeBUA-CpG-6eopeutiki mpwTeivn 2). H petaAAaén
OPKEL VO UTIAPYEL OTO £Va LOVO O T X XPWHOCWHOTA KAl TO TOTE TO oUVOPOUO
Rett eivat n kuplapxn Swatapayxn. Emiong, 1o yeyovog otL Bploketal oto X
XpwHoowua e€nyel ylati to ovvdpouo Rett eival mo ouxvo ota kopitola
(https://www.rettsyndrome.org/, The History of Rett Syndrome).

1.5. Awoloyia

To ouvbdpopo Rett eival pia GuUAOCUVOETN, QAULYWG YEVETIKA VOOOG. €
avaloyio 80-90% Twv MEPUTTWOEWY, N avwUaAlo edpaletal ota HAKPA OKEAN
TOU X GUAETLIKOU XPWHOOWHOTOG TTOU KANPOVOUEL TO KOPITOL aTd TOV MATEPA KAl
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mou kaBopilel To ¢UAo. MPOKELTAL YlA HULA ETUKPATOUCA TPWTOEUPAVIIOMEVN
HETAANOEN. Zuykekplpéva n PeTaMaln adopd oto yovidio MECP2 (Methyl —
CpG- Binding Protein 2) mou Bploketal otn xpwuatoowulakn {wvn Xq28. To
yovidio MECP2 eival évag mapayovtag PeTaypadnG mou cUVOEETAL EKAEKTIKA UE
Ta poBuAwwpéva vnoidia CpG kat kabopilel Tn petaypadrn Stapopwv yoviSiwv.
Y€ pla o mpwipn popdn TG vooou e coBapotepn MOPELQ, TTOU xapaktnpiletal
anod epudavion SUoKoAa EAEYXOUEVWY ETUANTITIKWY Kploewv Nén amnod toug Tpeig
TPWTOUG MNAVEG TG TwNG, N YEVETIKN Heovelia adopd oto yovidio CDKLS (
Cyclin- Dependent Kinase-Like 5) mou Bpioketat otnv meploxi Xp22 (Schanen et
al, 2004).

EmumAéov, n petaM\agn pmopel va kAnpovounBel amd toug yovelg, mou
Mapouolalouv CWHATLKO ) YOVIOLOKO Hwoaiklopo. H untépa mou eival popéag
UTopel va €xeL amevepyomoinon tou X XpWHOOWHATOC Kal £€tol epdaviletal
QVETNPEQOTN N EAAXLOTA EMNPEACKUEVN. AV N UNTEPO ULOG MLKPNG aoBevoug
BpeBel va €xel pa MECP2 petaAAaén, o kivbuvog va petaBLpacel tnv peta@Alan
OTOUC amoyovoug eivatl 50%. Av n petaAlaén bev BpeBel otoug yovelg, o
Kivbuvog va petafifacel ) petdalaln otoug amoyovoug eivat 50%. Av n
HetaAaén dev BpeBel otoug yoveig, o kivbuvog petafifaocng eival undapvoc.

Mavtwg, n mopoucia pwoaiklopol otoug yoveig dev pumopel va amokAELOTEL
Onwobnmote n MPOoYyeVETIKN cUUPBOUAR Kal Sldyvwon eival anapaitntn og OAeg
T KUNOELG TTOU KATIOLO PEAOG TNG OLKOYEVELAG TtapouoLlalel petaAAaén MECP2,
aveéaptnta eav €xel Bpebel n petala&n otoug yoveic i oxL (Christodoulou,
2007).

¥-linked dominant, carrier mother

Unaffected Carrier
father mother
n ||
Y XK

B Unarfected
dilfected
1 Carmer
e u, -\-‘-H-H'"‘-L
1
Xy XX XX XY
J
d
] [ | | . | [ |

Unafiedied Unaffecied Carmier BfTecied . , '
san daughter  daughter = Elkova 3. Motifo kAnpovoutkotnta

(www.ninds.nih.gov)
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MapoAo mou to ouvdpopo Rett eival pla yevetikr diatapayr, To omoio
onuaivel OtL MpokaAeital amod €va MpoBAnuatikd yovidlo 1 yovidia, wotdoo
glval Alyotepo amo to 5% KANPOVOULKO 1) TIEPVAEL ATTO YEVLA O€ YEVLA. ZuvnBwg, n
HETAAAOEN elval TpwToEUPAVIIOUEVN KOl EXEL TIPOKANOEL KATA TNV SLAPKELD TNG
avtypadns i tou Slaxwplopol TwWV XPWHOCWHATWY, KOTA TNV SLapKela Tou
OXNUOTIOMOU TOU OTMEPUATOC KAl TILO OMAvVia Tou wapiou. Emopévwg, TO
ouvépopo Rett egudaviletal tuxaia mapd omd KANPOVOULKOUCG TapAayovtes (
www.ninds.nih.gov ).

1.5.1. H ducioloykni Aettoupyia tou MECP2 yovidiou

To emnionuo 6vopa tou yovidiou eival * Methyl — CpG- Binding Protein 2 “ kai
1o emnionuo ovuPolo eivat MECP2. To yovidio MECP2 mapéxel obnyieg yla tov
oxXnNUATIopd tnNg mpwrteivng MeCP2 mou eival Baciky ylo tnv ¢ucLloAoyLIKN
Aewtoupyia tou gykedpalou. Autr n mMpwrteivn dalvetal va glval onUAVTIKA yla
NV AEITOUPYLO TWV VEUPLKWY KUTTAPWY OTOV eyKEPOAO Kol BplokeTal og UPNAEG
OUYKEVTPWOELG OTA WPLUA VEUPLKA KUTTAPOA.

‘Epeuveg Seixvouv OTL n mpwrteivn MeCP2 nailel poAo otnv ouvdeon PeTAL
VEUPLKWVY KUTTAPWV Kal Kateuvalel aAAa yovidla amotpénovidg ta and 1o va
napayouv mpwteiveg mou Sev xpeldlovtal. Napapével aféBato moia yovidia
OTOXeVEL N PWTElVN, aAAA MBavov auta ta yovidla va gival onpavika yLa tnv
duololoyikn) Aettoupyia tou eykeddalou, WOLATEpWE Yyl TNV Snuwoupyia
ouvdeonC LETAEY TWV KUTTAPWV.

Epguvntég miotevouv OTL N mpwtelvn MeCP2 eumAékeTal otnv enefepyoaoia
poplwv mou Aéyovtat mRNA ta omoio XpnolUomolouvTaL WG TPOoXESLO oTov
OXNUATOUO TPpwTeivwy. Me v avadlataén autwv Twv Hoplwv n mpwteivn
eAéyxeL TNV napaywyn dtadopwv mpwteivwy, auth n dtadkaoia gival yvwotn
oav eVOANQKTIKI) ouvdeon. Auth n eVOAANAKTIKI) cUVEeoN €lval TTOAU GNUOVTLKN
otov gykédalo yla TNV GUCLOAOYLKN EMIKOVWVIA HETAEY VEUPLKWY KUTTAPWV
(James N. Parker, M.D. and Philip M. Parker, Ph.D. Editors ).

1.5.2. O petaAAagerg tov MECP2 yovidiou

MNeploootepeg anod Slakooes LeTaANALeLG oTo Yovidlo MECP2 €xouv Bpebel oe
Kopitola pe cuvdpopo Rett. AuTéC ot petalhalelg meplapBavouv aANayEC OTLG
Baoelg Tou DNA, sloaywyeg | Staypadégc DNA os €va yoviSlo kal aAAayEG ou
EMNPEAlOUV TO TWG TO yoviblo petatpémetal o€ TMPWIEivn. OL UETOANAEELS
oAAdlouv tnv Soun NG Mpwteivng [ MEWVOUV TO TOCO TPwTEivng Tou
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TapayetTal Zav anotéAeopa ta kuttapa Sev €xouv apkety MeCP2 mpwrteivn va
Sdeopevoouv oto DNA kal va kataolyacouv aAla yovidia. Ta yovidia mou
duololoyka pubuilovtal amd authiv TNV MPWTEIVN TIAPAUEVOUV EVEPYA KOl
ouveyxilouv va ¢tiayvouv mpwrteiveg otav dev xpetalovral. Ot PeTAAAAEELS OTO
yoviblo pnopet eniong va Statapdafouv TNV eVAANAKTIK cUVEEDH TWV MPWTEIVWV
TIOU €lval KPLoLUN ylow TNV EMKOWVWVIA PE T VEUPLKA KUTTapa. NapdAo ou autd
Ta elattwpata Slatapdocoouv TtV ¢GuCLloAoylkn Asltoupyila tou eykepAlou
napopével aBéfalo mwg oL PETAAAAEELC 0dnyoUuv OTO CUUMTWUOTO TOU
ouvdpopuou Rett (James N. Parker, M.D. and Philip M. Parker, 2005).

X CHROMOSOME

Ewkova 4. MetalAaén oto MECP2 yovidio tou X xpwpoowpatog (neBuA-CpG-
SeoUEUTIKN TMPWTEIVN 2)

1.5.3. MetaAAdagerg twv yovidiwv CDKL5 kot FOXG1

OL emotripoveg €xouv avayvwpioel petaAagelg ota CDKL5 kat FOXG1
yovidlo o€ ATopa TIOU €XOUV ATUTIAL N EYYEVEC TOo oUvOpopo Rett alAd akopa
gpeuvouVv autn tnv SuoAettoupyia.

OL emOTAUOVEG ME BAon TNV MEXPL TwPA EPEUVA, TILOTEVOUV OTL AUTEG OL
TIEPUTTWOELG UIMOpPEL va mpokaAouvtal amd peplkn diaypadn yovidiwv. Akoua,
elvatl mBavov va mpokaAouvtal Kat and LeTaAAdgelg oe AAAa onpeia tou MECP2
N amnod enutAéov yovidla mou dev €xouv akopa avayvwplotel. MNa autd to Adyo,
ouveyilouv va Paxvouv yla eMUTAEOV TETOLEG TIEPUTTWOELG TTOU Ba prmopouvcayv va
BonBrioouv otnv cuykeKpLUEVN €peuva ( www.ninds.gov).
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1.6. Aradopodiayvwon

Tig meploodtepeg Ppopeg matdld pe to ouVEpopo auTto dlayvwlovral AdBog wg
OUTIOMO, E€YKEDOALKN) TOPAAUGCNH 1 KATOLL KN OUYKEKPLUEVN avamtuélakn
kaBuotépnon.

1.7. Aldyvwon

H Statapaxn auth eival avayvwploln ano tnv nadikr nAkia. To cuvépopuo
Rett emiBeBatwvetal pe pia amdn g¢€taon aiparog, adol £toL avayvwpiletal n
HetaMaén tou MECP2 yovibiou. Qotdoo, emeldny n HeT@AAaén auth oTo
OUYKEKPLUEVO yoviblo amo povn tng Sev eival opketh yla va Slayvwotel To
ouvdpopo Rett 810TL N petaAAaén oto MECP2 yovidiou eudaviletal kot oe GANEG
Slatapayéc. Ma tnv dlayvwaon tou cuvépopou amaltteital eite n dtayvwaon g
HETAAENG HE poplakn Olayvwon, €ite n CUUMANPWON TwWV SLOYVWOTIKWY
KpLTNPLwv, HE pia KAWVIKN dtayvwon mou Baociletal og onuadia Kal CUUMTWUATA,
Ta omola €xouv mapatnpnbeil oto matdi. EmumAéoy, ivat Suvatodv va StayvwoTel
Kall Le Toug SU0 TPOTOUG.

M'evikad uTtapyouv Técoepelg pEBodot dtayvwonc tou cuvdpopou Rett. Apxika
umopet va xopnyelBet to Test WeeFIMC, Vineland Adaptive Behavior Scale, Rett
Syndrome Behavior Questionnaire. Emiong, umdpxouv Tivakeg €AEyxou Tou
TIEPLEXOUV ETAPKA KOl avaykaia Kpitypla taflvopnong twv  Stddopwy
dawotunwy. AKOUQ, HEOW TNG TIAPATAPNONG TNG CUUMEPLPOPAG TwV TALSLWV
OUTWV HECO OTO KOLVWVIKO TOUG TtepLBaAAov. TEAOC, UTopel va paypatonoln0et
tautomnoinon tn¢ petalAaéng MECP2 yovidiou, al\d auti n péBodog dev pmopel
va xpnotwuomnotnBet wg Baon yia tnv dStayvwon (www.ncbi.nlm.nih.gov).

To oUvbpopo Rett pmopel va mapouclactel pe plo gupesia KAlpoka
avannpiloag and Ara éwg Bapld. H mopeia tou cuvdpduou eaptatal anod Tov
Tumo mou eudavilel to kaBe maldl. Etol eav dvo kopitola ¢ 6Lag nAkiag pe
v 6la petdAagn tou yovidiou, pmopel va esudavidouv kamoleg SladopEg
(https://www.rettsyndrome.org/, What is Rett Syndrome?).

1.8. Ta KAWVIKG XOpOKTNPLOTLKA TOU CUVEPOLOU

To MPWTO XAPAKTNPLOTIKO OTOLXELO TOU cuvOpouou Rett gival n epudavion

TOU OTOUG MPWTOUG 6 — 18 wRveg TG Lwng Tou Tatdlov, HETA amd €va GUCLOAOYLKO

ouvnBwg TOKETO Kal adou nén £€xel eéehxBel n mpoPAemopevn PuxoKvNTIKNA

avantuén tou matdlol. ApXIKA oL PUXOKLVNTLKEG AELTOUPYLEG avaoTEANOVTOL KOl OTN

OUVEXELX UTIOOTPEGPOUV. AAAO KALVIKO CUUMTWHA E(vVaLl N XOPAKTNPLOTIKI) OTAON TWV

14


https://www.rettsyndrome.org/document.doc?id=168

XEPWWV TOU TtaLdlov mou ta «&€vouv» cav va elval KAelbwpéva 1 aAAWG KAvouv

KLV OELG YVWOTEG WE «TTAVONG». Mo ouykekpLluéva n Avotplokn Etalpeia opilet ta

€€N¢ kpLtrpla yla tnv Stdyvwon tou cuvdpouou Rett.

>

>

>

Metd amd é€vav ouvnBwG ¢UCLOAOYLKO TOKETO KAl ML OPXLKA
duactoloyikr) avamtuén tou mawdiol, akohouBei petafd tou 6°° Kat
tou 18%Y pAva ¢ Lwhg Tou matslol avaoToAf TwV AELTOUPYLWV TOU
KOLL OTN CUVEXELX XAVOVTOL Ol KATAKTNOEVTEG LKAVOTNTEC.

H neplpetpog tng KeDAANE KATA TNV YEVVNON TOU €lval GpUGLOAOYLKH.
H avamtuén te semBpadivetal petafd tou 5% pAva kat tou 4°°
€TOUG.

H avamtuén tng opliag ouvnbwg emiBpadlvetal 1) o oplopéva
TALSLA AVAOTEAAETAL. ZUXVA N OMALa eAAElTEL TEAELWCG.

Ta madid pe cuvépopo Rett epdavilouv oTEPEOTUTIESG KIVAOELG HE T
XEPLQ, TLG KIVAOELG «TTAUCELG» TIOU Tpaypatonolovvtal 6to VoG Tou
Bwpaka TOUu TV 1 oto UPo¢ Tou otopatoc. Ot
EMAVAAAUPBAVOUEVEC QUTEG KLVIOELG TWV XEPLWV CUVOSEVOVTOL LE TIG
PUBULKEC KLV OELG TOU QVWTEPOU KOPHULOU.

Eniong, ta madid autd epdavilouv TMVEUUATIKA KoL pabnolakn
kaBuotépnon.

Ta madld avta epdavilouvv apfefatdtnta Badlong Le avolktda nodia.
Juxva eAAeinel tedeiwg n ikavotnta Badiong xwpic BonBela.

Yroyia Stdyvwong pExpL NAKia 2 — 5 eTwv.

QoTtO00, UTIAPYOUV KOL L0 OELPA OO CUUMTWHOTO, Ta ontoia Sev Bpilokovtal

mavta ota madld pe to ouvdpopo Rett, aAAd otav umdpxouv umoBonBouv otnv

Stayvwon tng dtatapaxng. Auta ta deutepelovTa CUPMTWHATA Elval Ta €EAG:

>

>

v

YV V V V

Avwpalieg otnv avarmvor, duomvola, KPATNUa TNG AVOIVONG Kal
KOTATOCN TOU aépa.

Avwpalieg tou EEG, onwg emiBpaduvon g Spaoctnplotntag Tou
omnioBlou eykedpalou, LOVTEAQ ETUANTITIKNAC HopdNG, Helwon Tou REM
Umvou (ovelptkng paong).

EruAnmtikeég kpioeig (8 otoug 10 aoBeveig), StatapayxEg Tou UMvVou.
MANUUEAAG QLUATWON TWV AKPWV (KUOVO €wg €puBpo XpwHa TWV
KATW AKPWV Kal TwV matovowv €€ attiag tng Kakng kukAodopiag tou
aipoatog).

Tplypog Twy Sovtiwy Kat SUCKOALO 0TNV KATATTOON).

YkoAlwon (kapmuAn tou orovduAou).

EruBpaduvon tng avamntuéng.

Auénuévog HUIKOG TOVOG, UTtEpTOVIa, KUPLWwG O ATopa LeEYaAUTEPNG
nAwiag (M.A. FewpyakoénouAog, 2008.)
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Ewkoveg 5., 6. H otepedTUMN Kivnon ota X€PLa, YVWOTH WG «TTAUCELGY
(https://www.rettsyndrome.org/)

1.9. H £§€Ai&n tou ocuvdpopou

To oUvdpopo Rett e€elicoetal oe téooeplg dpaoelg 1 otadia (Hagberg kat
Skjeldol, 1994)

2tadio 1. @aon tng enioxeong

310 otdadlo auto emiBpaduvetal n KNtk €EEAEN Kal umopel va ¢pBdAoeL
HEXPL TNV MANRPN avaotoAn. Ot Nén amoktnBO&vteg yVWOELS, TIou €ixav ¢ucLloAoyLKa
eykatootabel  péxpl Twpa, umootpédouv Pabulaia. Me TOV  KOPO, N
TapOTNPNTIKOTNTA Kol n Spaoctnplotnta tou matdlol pelwvetal. To maidt Seiyvel
eh\dyloto evdladEpov yla ta maxvidla Tou Kal n OnTIKA LKAVOTNTA TIapoUCLAlsTal
HEWUEVN Ot OUYKPLON ME TA OUVOMNALKA Tou. H avénon tng mMePLUETPOU TNG
KedbaAg tou ouykpltikd emPBpadivetal. H ¢pdaon auvty Slapkel PEPLKOUG UAVEG
(Hagberg kat Skjeldol, 1994).

Stabio 2. DAaon TG UTOOTPOPIC

To o160 autd apyilel petafd tou 1°Y kat 2°° étouc. Xapaktnpiletol and pa
Yevikn kaBuotépnon tng avamtuéng. Ol KATaKTNOEVTEG LKAVOTNTEG, OTWG N XPNon
TWV XEPLWV KoL N OMWAla, xAavovtal. Zuyxpovwg epdavifovtol oL XOPOKTNPLOTIKES
OTAOELG TWV XEPLWYV, OMWE KWVAOELS MAUONG, OTUPLHATOC KAl XELPOKPOTAHATOG. H
maAwvdpopnon autr umopel va gival Spapatika atpvidia r} aAlote va epdaviletol
BaBulaia. Ta madld pe TO OUVOPOHO QUTO TAPOUGCLAIOVIAL KOWWVIKA KOl
CUVOLODNUOTLKA TIEPLXOPAKWUEVA KOL OTTOMOVWHEVA, €XOUV €AAXLOTN €madn UE TO
neptBarlov kat Eadvikad epdavilouv Tn dpdon Twv Kpouywv. AmO TG TEpLypadEC
TWV YOVEWV TelVEL KAVELG va TtapadexBel OTL Ta Kopitola o€ autd to otadlo XAavouv
TNV KavoTNTa va avtilapBavovtal Ty Kataotaon cav cUVolo Kat va Staxwpilouv
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ta epebioparta. O Lindberg (1994), oXeTIKA LE AUTA TNV EIKOVA, MIAA yLa SLATOPAXEG
atoOnolakng avtiAnyPng kat oAokApwaong. Tovilel «TO LNVULLATO OO TO CWLA TOUG
Kal Tov €€w KOOUO daivetal OTL TOUug TPOoKAAOUV Katarmieon Kal clyxuon avti va
Toug petadépouv AoylkéG TAnpodopileg». AUTEC oL SlatapaxeG odnyouv KATOTE,
opXLKa o€ eopalpévn Slayvwaon OTL TPOKELTAL VLA TIPWLMO AUTLOMO. € auTr Tt daon
eudavilovtar €€ alou eykedaAikol omaocpol. To otddlo 2 Slapkel OPKETEC
eBOOUASEG 1 KAl LN VEG.

2tadio 3. @aon tng emutédbwong

To otddio autd eykabiotatal petafy tou 2°° kat 10°Y étouc. Metd tn
paydaia maAvépopunon Twv AELTOUPYLWY, Ttapatnpeital ota madld autd pa ¢aon
OXETIKAG NPEULAC. T QUTLOTLKA XOPAKTNPLOTIKA TtepLopilovtal, n cupmnepldopd Toug
BeAtwwvetal, avtdpouv oe ehadpd epeBiopata kat apyilouv Alyo va KAaive.
Apxilouv eniong va deixvouv evdladEpouy yla ta cupPBaivovta oto meplBaAAov Toug
£€T0L WOTe n GAON TNE MAPATNPNTLKOTNTOC EVOAAACOETAL E TN GACT TOU EYKAELGUOU
OTOV €aUTO Ttoug. Emiong, n kavotnta emikowwviag mapouotdlel BeAtiwon.
JUyXPOVWG OHWG Slatnpolvtal To YVWOTA CUUMTWUOTO, ONMWG O TPLYMOC TwV
S0VTLWYV, OL OTEPEOTUTIEG KLVIOELG KOL OL ETUANTITIKEG Kploelg. EmumA€éov evioyueTal n
anpadia, 6nAadn n veupoloywknl avikavotnta TtNng Olevepyeiag paBnuévwy
OKOTIOUUEVWVY KLWVAOEWV N XELPLOHWYV Ttapd TN Slatripnon TN KwnTlkotnTag, Omwe
kat n ata&ia, dnAadn n veupoloykn Statapaxn tng dtadikaciag kat tng Sladoxng
TWV KWVAoEWV Tou epdaviletal oe aocuviblotn avaotoAn. E€dposlg mapatnpouvtal
ouxva otn ¢aon aut) Kabwg Kal emPApuUVON TwWV OTEPEOTUTIWV KLVIOEWV TWV
Xepltwv. OL adpéc kwnoelg Siatnpolvial okopn kot emidewvwvovtol Bpadéwg
(Hagberg kat Skjeldol, 1994).

2tadio 4. @aon ti¢ KvNTIKI G eEMOEIVWaTnG

To otddo autd eykabiotatatr petd to 10° €roc. e autd Sieuplvetat
TIEPLOCOTEPO TO KEVO TNG CUUMEPLPOPAG Kal TNG emadns. H cuxvotnta Twv Kploswv
HELWVETAL Kol Ta madd deiyvouv BeAtiwon ¢ pabnolakng tkavotntag. OL adpég
Kwnoelg embelvwvovtal epdavwe. H aduvapia, n e€aobévion, n okoAiwon Kal n
OTIAOTIKOTNTA UTIOXPEWVOUV TIOAAA maudld o€ akwnoia kat ta odnyouv otnv
avarnnpwkn kapékAa (Hagberg kat Skjeldol, 1994).

1.9.1. To npocdokipo {wng

Enedn n Sdatapayn dev eival laitepa yvwoth Kot LoTopkd nTav SUoKoAo
va kataypadel, bev umdpxouv MoAAEG TTANPOdOPLEG KAl EPEVVEG yLaL TO TIPOOSOKLUO

{wng.
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JUUPWVA UE KATIOLEG EPEUVEG, OL EPEUVNTEG TLOTEVOUV OTL TOL Kopitola He
ouvSpopo Rett €xouv wg MPoadokipo {wNG ePLItou HEXPL TNV dekaEeTia TwV €ikoal,
WOTOO00 UTIAPXOUV KOL TIEPUTTWOELS YUVOLKWY HE TILO ATILO. CUMTITWUATA TTIOU €XOUV
{noeL kaAda péEXpL TNV Uéon nAkia. Méxpl auth tnv otyun, Sev eivat duvatov va
yivouv Baoiueg umoBEoelg yia 1o mpoodokwpevo Lwng mépa anmd TNV nAKia Twy
ocapavta ( www.reversrerett.org.uk).

1.10. Atuneg popdég Tou cuvdpopou

Ou atunecg popdéc mep\apPAvouv KATAOTACELS iTe NMLOTEPNC €ite PapUlTePNG
KALVIKNC €lKOVAC Kal eEEALENG oo OTL TO TUTILKO cUvdpopo Rett (Hagberg, 1995).

» TG NTUEC HopdEG, Ta Kopitolwa ekdNAWVOUV ML AlyOTEPO OSPAUATIKN
uTooTpodn TWV KWVNTIKWVY KL TIVEUUOTIKWY AELTOUPYLWY TOUG, OMWG Kal
NMLOTEPN VONTIKN uotépnon (Hagberg, 1983).

» It Baputepeg popdég Sev mapatnpeital apxikn i Stapeon mepiodog tng
duololoyikng avamtuéng. Amo tnv oapxn N KAWIKA E£KOVO TOU TadLou
TEPAAUBAVEL CUYYEVI UTTOTOVIA KL VEOYVLKOUG OTIACUOUG.

» Oplopéva kopitola vdiotavral pla mo Babuaia vnmootpodn, mou apxilel
HMETA TO TPLTO £TOC KAl XAVOUV TNV OKOTIOUWUEVN Kivnon Twv XEPLWV Kol
QVATTUOO0UV OTIOCHOUG. QoTo00, Slatnpolv KAToLa LkavotnTa opAlag Kat
Badiong (Zappela et al, 2001).

1.11. OpAMEVTIKEG MTPOTACELG

Avotuxwg dev umdpxel Beparmeia yla tov oUvépouo Rett. Ymdpyxouv Opwg
UTTOOTNPLKTIKEG TIPOTACELG KATAAANAEG yla TNV BonBela auTwy TwWV ATOUWV. AUTEC
OUUBAAAOUV PEPLKWG OTNV QVTLUETWIILON KATIOWWV oo Ta TPOPARUATA Kol TLG
ovannple¢ maoxoviwv maldlwy, Xwpei¢ autd va onuaivel OTL pmopouv  va
epappooBoulv oe 6Aa. Auto Ba e€aptnOel amd TNV OLKOYEVELAKI) TOUG KATAOTAON Kol
Ba Bapuvel BEPBata n yvwun Twv e8IKWV cUPBoLAwWY. OnMwodAMoTE, OKOTILOC Elval
0 OUVOUOOUOC UEPLKWY OTTO QUTEG XWPILC auTto va odnynoel os umepOeparneia Twv
nadwwy (MN.A. FTewpyakomnouAog, 2008).

1.11.1. Baowkég Oepaneieg o€ madia pe ouvépopo Rett
QuoloVepaneia

H ¢puoloBepaneia pmopei va maifel onpavtikd polo otn BeAtiwon tng Lwng
Twv aocBevwv dla Blou. H duoloBepanceia neplapPfavel umoBonbnon Sladopwv
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KLVAOEWYV, OTWG N €prucn, n €yepon ano tnv kablotikr 6€on, n Badion, n £€6paon
Kal n €yepon 1 OKOUN KAl OOKNOELG OmoduUynG KOTAYUATWY. IKOTOC TNG
duoloBepaneiag eivat n datipnon NG Kwnukotntag. Onwodnmote ol dtadopeg
oaoknoelg e€atoptkevovrtal (M.A. lewpyakomouAog, 2008).

Noyodepaneioa

O otoxo¢ tnGg AoyoBepameiag eival kupiwg n  avamtuén &eflotnTwy
emkowwviag. Eival onuavtikd to matdl va avtiAngBel ot pmopet 10 dlo va
EMNPEAOCEL TO TEPIBAAAOV TOU Kal va eVOUVAUWOEL TNV LKAVOTNTA £KPPaonG TwV
QVayKwv Tou. TEXVIKA LECA TIOU XPNOLUOTIOLOUVTAL Elval yLo TOPASELY O SLAKOTITEG
EVWHEVOL PE PWTLOTIKA, padlodwva, KaBwe Kal Ta matyvidia eivat moAl Bondntika.
Me autd oakopn kot motdld e MPOPANHA OTIC KLVNTIKEG SeELOTNTEC UMTOpOUV va
ehéyéouv 10 meplfallov Ttouc. Ta maldid Kot oL eVAAIKEG pe oUvdpopo Rett
S16aokovtal WE Vo KAVOUV TIG SIKEC TOUG ETIIAOYEC OTWG Tapadelypatog xapn,
avaueoa oe Sladopa dayntd, emKOWWVWVTAG HE To PBAéupa i deixvovtag To
{NTOUUEVO QVTIKELUEVO HE TO XEPL, PBeATIwWVOVTAC £TCL TOV CUVIOVIOMO XEPLOU —
patou.

0co avadopd TNV opAia, HETA Ao TNV TAALVEPOUNGCN TIOU TtapouoLaleTal
oTa TPWTA XPOVLA, N LKAVOTNTA OUIALOG UELWVETOL O MEUOVWUEVEG AEEELC N
ouM\oBéc. Etol n AoyoBepameia €xel WG OTOXO KUPLWE TNV YEVIKOTEPN EMLKOWVWVIN
TOU Maldlov. H avTtIANITKN KOVOTNTO TWV aTOUWV UE ouvdpopo Rett eival katd
TIOAU avwTepn amod tnV ekGPAOCTIKY TOUG LKAVOTNTA, £T0L SUCAPEDTEG AVTLOPAOELG
ouunepLPopAg Umopouv va anodeuxBoulv OTavV UTAPXEL TPOTIOC ETUKOLVWVIAG TWV
OVAYKWV A EMBUULWY TOU OTOMOU HE TO TEPLBAAAOV TOU. ZNUAVTLKO €lval OTL Ta
atopa pe cuvdpopo Rett £€xouv €vtovn emBupia VoL ETILKOLVWVOUV.

H mwo ouvnBilopévn popdn enkovwviog ota dtopa pe cuvdpopo Rett ival n
BAsppaTIKA EMIKOWVWVIiO. AAOL TpOTOL EMIKOWVWVIOG Elval Stapéoou:

»  AVTIKEWWEVWV Kl CUUBOAWY
AyyLlypaTtwyv

ElkOvwv Kal ypopUATWY
Mwakwv A€ewv

Xpnong Twv patlwv

YV VV VY

HAekTpovikoU umoAoyLotn

A\

Juokevwv e€aywyng Tng pwvng
Epyodepanceia

H epyoBepameutiki mapeuPacn Bonba 1o moadi va PELWOEL TIG OTEPEOTUTIEG
KWVNOEL, TWV XEPLWV KOLV VO TIC UETATPEYPEL O AELTOUPYLKEG. Ta ATOHO HE TO
ouvépopo autd ouvnBwg Tapouctalouv  Swatapayxn TG AleOnTNPLAKAC
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oAokAnpwong kat gudavilouv amTik Kol OKOUOTIK OHUVTIKOTNTA. Méow Twv
SpaoctnplotTwy atentnplakng oAokAnpwong to matdi unopel va Bonbnbel wote
va avtiAngBel to cwpa tou (ocwpatoyvwoia) kat tn B€on Twv LEAWV TOU CWHOTOC
TOU OT0 Xwpo (mpooavatoAlopog xwpou — Slodektikotnta). EmimAéoy,
ETUTUYXAVETOL O TIEPLOPLOMOC TNG €€APTNONG TOU TtaLdlol otnVv KaBnuepLVr) Tou
Spaoctnplotnta kot n BeAtiwon tng autevepyeiag Tou oto ¢aynto Katl otnv Evéuan,
KaBw¢ emiong kal otnv ektéAeon Twv adpwv Kol Aemtwv Kwvnoswv (M.A.
lewpyakomoulog, 2008).

Innodepanceia

Mepimou 10 % Twv aoBevwv xpelalovtal tnv macio oav Acknon ylo tn
Sdlatrpnon NG LooppoTiag Tous. MMopoUV PE AUTAV VA EAQTTWOOUV TNV KLVNTIKA
Toug afefatdtnTa Kal va BEATIWOOUV TN OTACH CWHOTOC, TO CUVIOVIOUO Kal TNV
looppomia toug. H mopeia odnyel oe S16pBwon Twv otepedTUNWV B€oswv Kal
KLVIOEWV TWV XEPLwVY, adoUl oL acBeVEIG TTPEMEL VO XPNOLULOTIOLOUV T XEPLO TOUG E
AoyLkO TpOmo yla va e€aodaAioouv TNV LOOPPOTILA TOUG OTn PAaxn tou aAdyou. H
Bepamneia aut cUPBANAEL emtiong otn xaAdpwon Twv madlwy Kat otn BeAtiwon g
TIAPOTNPNTIKOTNTAC TOUG, EVW TOUC TAPEXEL CUYXPOVWG NOLKA LKavomoinon oOtL
umopouv va katopbwaoouv (MN.A. lewpyakonoulog, 2008).

AAec Jeparneiec

MNa ta modla pe cuvépopo Rett cuvioTwvtal EMIONG KAl AAAEG EVAANAKTLKEG
N CUMMANPWHOTIKEG Beparmeieg, Onwg pouaoikoBepaneia, udpoBeparmeia, Bepancia
amaoxoAnong, urntofonBoupevng emikowvwviag, Aoyomnaldeia k..

Ta madld pe to cuvdpopo auto xpelalovtal va €xouv Tpwipn €kBeon oe
mayvidla pe pouotkn. EmumAéoy, ivat avaykaio va CUPHUETEXOUV TA ATOUO QUTA OE
SpaotnplotTnTeC KATAAANAEG e TNV nAKia Touc.

Ta atopa pe ouvépopo Rett pmopouv va mapakoAouBrioouv OAOUG TOUG
TUTOUG TWV OXOAeiwv. To oXoAlkd meplBarlov xpeldleTal va TOug TPOoodEpPEL
Wdlaitepa kivntpa (M.A. lewpyakdémouAog, 2008).

1.11.2. H povuotkn w¢ péco Bepaneiag oe madia pe cuvépopo Rett

O AXoG Kal N HoUOLKA €Xouv TIOAU KaAn emidpacn ota Atopo pHe cUVOPOUO
Rett. e pla €pesuva mou mpayuatornouibnke o€ mawdld nAwkiog 4 ewg 6
napatnpnOnke OTL n pouoikoBepamneia BonBael Ta dtopa autd. Mo CUYKEKPLUEVQ,
n Oeparmneio aUTA HE TNV HOUOLKN Tipaypatonooutay yia 30 Aemta tnv efdopada yla
To KaBe matdi. Tic ouvedpiec auTEG TIg Kateéypaav oe Bivieo Kot £XOvTac Kol TV
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neplypadr, mapatipnooy mOco cuxva Kol yla moon SlapKela kpatayav ta maldld
KATL o€ pla ouvedplia.

Ynnpée pia BeAtiwon 35% oto va akolve pouoikn, 33% oto va mailouv
nouotkn, 13% oto va tpayoudave, 11,7% otnv yAwooa kat 20% oto va yivouv ta
matdld auTA TIO KOWWVLIKA Kot va aAAnAemiSpouv. To peyalutepo o€ SLAPKELD
KPATNUO TIOU ONUEwwOnke oe pio mepimtwon ntav n BeAtiwon amd 2 oe 12
SdeutepOAenta kot o€ pia AAAN amnd 7 oe 80 deutepOAenta. H ocuxvotnTa MIACLUOTOG
Tou €mBUPNTOU QVTIKELWEVOU ypryopa auéndnke amo 3 otig 41 ¢opég. Onwg
TIAPATNPOUHE KoL OTLG SUO0 TIEPUTTWOELG €XOUUE BeATiwon, woTdoO OTNV MPWTN N
€€ENLEN elval pkpn).

To oUvbdpopo Rett eival pia acBévela otnv omola oL PuXOKIVNTIKEG EMOOCELG
UTIOTPOTILAlOUV HE TO TEPACHA TNG NAKiOG, OAAG wotdco olpdwva HE Ta
OTTOTEAECLLOTO TNG TTAPATIAVW £PEUVAC N Bepameia Pe POUOIKN €lval KATAAANAN yLa
TO ATOMA QUTA KoL OUTEC oL ouvedplieg elval pla mTuxn tng Oepameiag mou Ba
umopovoe va aflohoynBel (James N. Parker, M.D. and Philip M. Parker, Wigram T.,
Lawrence M., 2005).

1.12. H emkowvwvia, n padnon kat n opthia o madid pe cuvépopo Rett

Ma ta modLd e To CUYKEKPLUEVO oUVOpOUO N KaAUTeEpn duvath mkovwvia
Kuplw¢ Baoiletal oto BAEUUA Kal OTN Hipnon. ZUpdwva PE KATOLOUG YOVEIG UE
matdld pe to cUVOPOUO AUTO KABWE KAl ApKETOUC L8IKOUG Ttatdaywyoug, Ta matdld
oUTA TOPoUcLAlouV KALLAKWTA poARpata pabnong.

O Hagberg (1995) napadéxetal Opwg OTL eivat oAU duokoAo va StamiotwOel
N akplBng kataotaon tng padnotakng toug avantuéng. O Lindberg (2000) Bewpet 6Tl
TO MEPLOOOTEPA AT T KOPLTola TTou €Xouv To cuvdpopo Rett £€xouv TNV Lkavotnta
va katatdooouv dlddopa avtikeipeva. H tkavotnta Katatagng Kot talvounong Twy
OVTIKELUEVWY €lval PeydaAng onuaoiag ywa tn AQYn, avadluvon kat Siadoon Twv
mAnpodopLwv Kal Tnv atedntnplakrni oAokAnpwon touc. Eniong, o Lindberg e€€dppaoe
v amoyn OTL ta modld oUTA UIToPoUV va TAELVOUNOOUV HOVOV YVWOTA TOUC
ovTIKelpeva uTtd ouvnBelg ouvOnkec. EmutAfov, avayvwpilouv Ta TPAYUATA TIOU
TOUC avAKOUV Kal Ta &exwpilouv amd outd Twv GA\wv maldlwy, wotoco
SuokoAevovtal otav xpelaletal va katatafouv dtadopetika mawxvidia. Evag Adyog
mou ta maldld autd SuokoAeVovtal oe pia TETola Ttafvounon, eivat emeldn
napouaotalouv TMPOPANUa otn HetaBiBacn KekTNUEVNG TEPAC KATW amd VEEG
ouvOnkec. Meta Blag emiong Kataypaddouv TV ekTéEAeon SLapopwV XELPLOUWY TIOU
emdelkvoovtal yprnyopa 1 emavolopBavovtal omavia. Qotdco, HUMOpPoUV va
OUYKPOTHOOUV TNV ELKOVA EVOG AVTIKELLEVOU KOL VA TNV AvayVwpiloouy LETA.
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Qg enti To mMAeioTov, Ta Kopitola pe cuVOpopo Rett dev SlaBETouv ekppaoTIKO
A6yo. AvtiBeta, SLaTNPOUV HUEPIKWG TNV LKAVOTNTOA TNG KATOvONong TnG OuLALlag
(Zappella et al, 2001).

Je éva Tétolo otadlo TNG vooou, eival dUOKOAO va yvwpllel KAvelg TLg
OTOUIKEG TOUG LKAVOTNTEG YLO TNV ETIKOLVWVLAKA oUUTEPLdOPA TouG. OMwaodAMoTE N
evtunwon mou 6ivouv ta matdld autd eivat otL dev Swabétouv emadn yua
gTUKowvwvia. Mavtwg, 6ev umapxel apdLBolia OtL n emkowwvia vdiotatatl Bapla
apvnTkn enidpaon. Emi mA€ov, oL KLVNTIKEG SUOXEPELEC TTOU b avilouV TA ATOMA UE
TO oUVEPOUO AUTO gUMOSIlouV TNV EMIKOWVWVLAKN Lkavotnta (De Bona et al, 2000).

1.13. Zuvéneleg Ka ETUTAOKEG TOU cuVSpOoU Rett

To oUv6popo Rett obnyel oe pia St Biou Bapld CWHATIKA KL TIVEUMOTIKN
kaBuotépnon kot avamnpio. Na autd to Adyo, ta dAtopa mou eupdavilouv to
oUVSpoOUO aUTO €xouv avaykn ocuvexoUG PBonBelag kal umootnplEng amo tpita
atopa. Ot ETANMTIKEG KPLOELG TTOU TIOPOUGCLATOVTAL CUXVA OTA ATOUO QUTA UIOpPEL
vV TIPOKAAEOOUV OALOOAUATA KOl TPAUHATIOHOUG, yla autd to Adyo amalteital
OUVEXNC emaypuTvnon. EmutAéoy, ol KWVNTIKEG SuoxEpeleg, n aBEBaln kal aotadng
Badlon, n auénuévn umepTovia TWV LUWV Kot n oKOAlwon, 06nyoUV o€ TEPLOPLOUEVN
KLVNTKOTNTA KOl PETA KaTtaAnyouv ta matdld avtd oe akwnoia. Oco avadopd tnv
oMl TwV TTaLSLWY QUTWVY, TAPATNPOUUE OTL SV UTTAPXEL OHAAR OVATITUEN TNG KoL
yla outo To AOyo umapxet SuokoAia oTnv emikolvwvia He To mepLBaAlov. AuTtol ival
opLopEvoL amod Toug Adyoucg Tou kaBlotolv Tnv autévoun kat aveéaptntn dapiwon
aduvartn.

H emBiwon twv atopwv pe ouvépopo Rett mou n KAWLKA Toug glkOva ival
otaBeponolnpuévn umopel va ¢bdcouv otnv evnAikiwon. Ev toutolg, n ocuxvotnta
Tou aiwdpvidlou avattioAoyntou Bavdtou eival auénuévn ota ATOUO OUTA Of
oUYKpLON MPE Ta dtopa NG dlag nAkiag mou dev £xouv To oUVSpPOpO auTO. MOAAEC
dopég o Bavarocg eival kapdlakng atttodoyiag kot opeiletal o kapSiakn appubula.
ITIC OTMAVIEC TIEPUTTWOELC OYOPLWV HE avaloyo ocUVOpopo, n TpoOyvwon eivat
Baputepn (Kerr et al, 1997).

1.14. H npoodopad tou Maveniotnuiov ABnvwv otn HEAETN Tou ouvdpopou Rett

To Epyaotniptlo latpikig Mevetikng tou Mavemiotnuiov ABnvwy amoteAel onueio
avadopac yla TNV LoPLOK LEAETN Tou ouvépopou Rett. Mo cuykekpLlUéEva N LEAETN
niepAapBavet:
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» Edappoyn PCR yla Tov moAAamAaoLlaopo tTwy e€wviwv 3 kat 4 tou yovidiou
MECP2 kat tTnv amokaAun eAAELUUATWV.

» Edappoyn texvikng ECMA (Enzymatic Cleavage Mismatch Anallysis) yia tnv
amok@AuvyPn mBavwv aAAoWoEWV Katd pNkog twv eéwviwv 3 kat 4 kat
avaAuon NG mpwtotayols &oung tou DNA (sequencing) ywa tnv
TAUTOTMOLNGCN KOL TOV XOPAKTNPLOMO TWV HETAAANAEEWV.

» Avixveuon $opEwv OTIG OLKOYEVELEG TWV 00Bevwy Apeca Otav aviyveuBbel
HETAAAOEN oToV 0oBevN.

» Tpoyevvntikog EAeyxog e pehétn tou DNA tou epfpUou Mou amouoVWVETaL
and kuttapa tpodoPAdotng r kUTTtapa opviakou uvypou (http://iatriki-
genetiki.med.uoa.gr).

1.15. ‘Evwon yovéwv Kot PpiAwv atopwv pe cuvépopo Rett - « Ayyelotl Mg »

And 1o 2011 Asettoupyel otn xwpo Ha¢ o veoocuotato¢ cUAAoyo¢ Evwon
YOVEWV Kol piAwv atdépwv pe ouvdpopo Rett pe to dvopa « Ayyelol Mg » . TeAel
UTO TNV oumpéAa tng MaveAnviag Evwong Inaviwv Madnoswv ( www.pespa.gr ).
IKomog Tou eival n odatpkn Bonbela Twv acbevwy Kal yovéwv touc. H €8pa tou
Zwpateiov sivat n ABAva (Adumpou Katowvn 17). H wotooeAiba tou cuAAdyou eival
www.rettgreece.gr KaL ylo €mKOwwvia UTApXeL N nAektpoviky &levBuvon

aggeloi_ghs@hotmail.com kot tnAédwvo emkowwviag : 213 0146293 — 694
5084723.

To OWHATEO AUTO €lvol AVOYVWPLOUEVO OTMWC TPOKUTITEL amo ta PBBAla
KATAXWPNOEWG AVOYVWPLOUEVWY CwUatelwy, e tnv anodaocn 7403/01/12/2010
Tou Npwtodikeiou ABnvwv Kal €xeL kataxwpnBel ue AptBud Mntpwo 28627.

To owpateio « Ayyelol G » lval pn KEPSOOKOTILKO Kall OKOTIOG TOU €lval n
avaAnyn kabe Spaoctnplotntoag mou Ba BonbriosL dtopa e ZUvSpopo Rett kot Toug
YOVEI(C TouC.

EvOelkTikd HeTall Ttwv SpaotnploTTwy TOU owHateiou avadépovtal Kal ol
0KOAOUOEG:

» H owot mAnpodopnon alAd Kol UTOOTAPLEN YOVEWV KOl TIPOCWTIWY TOU
£€XOUV TNV ETUHEAEL OTOUWVY HE oUVSpopo Rett.

» EvBappuvon katl otiplEn atopwv pe cuvdpopo Rett, wote va aflomoljoouv
OAE£G TOUC TIG SUVATOTNTEG.

» Emomteia kot mopoxy Ponbelag o€ VOULUOUG ETMLUEANTEG QATOUWY UE
ouvSpopo Rett, Ta omoia dtopa oTEPOUVTAL YOVEWV.

» Emiong, n ¢dpovtida kal n Bonbela yla TV €vialn Twv AtOPwWY HUE cUVEpPOUO
Rett 010 KOWWVLKO TtEPIBAAAOV.
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H éykupn mMAnpodopnaon Kot eVUEPWON TOU KOLou.

H evtomion kat dtekdiknon Twv SIKAULWUATWY ATOUWV e ocUVSpopo Rett.
H i6puon kat n Aettoupyia oxoAeiwyv, epyaotnpiwv KoL AEoXwWV.

H evioxuon Twv EMIOTNUOVIKWY EPEUVWV KaL TWV TIPAKTIKWVY EHapLOYwWV.

YV V VYV

TENoG, N opyavwaon KOWWVLKWY EKSNAWCEWV LE OKOTIO TNV eTSlwEn oTOXWV
Tou Zwpatelouv (http://www.rettgreece.gr).

Agyefion
wns
y <l

%c WwAON AM“"Y.*

ATTEAOI THZ

ENNZH FONEON & ©IAON ATOMON ME ZYNAPOMO RETT
AZITIKH MH KEPAOZKOMIKH ETAIPIA
www.rettgreece.gr

Av apmrds Sev Ba o evoxfnost
mov osv pzﬂaiw iore

Av ¢ _agmrds dev 9a or evoxiost
mov dev (TOpw & TEpTATIIOW . . .
Av ¢ _agarrde Sev a o evoxfnost
mov Sev pmopis a oe agkafidow - . .
Egur opwe o aprdw

an:dXsch svoxdei

mov sloat &aqopmd; ATo pEWR . . .

Egur 6 agamio pe ™ v
; ™ kapdias pov
E/Jk'l o armu pe ™ ﬁi\a{.m
™¢ govxv'vg pov
rat oe aﬂvféxopa ... 8OV}

Ewkova 5. To pun kepdookorikd owpateio « Ayyelot Mg » (http://www.rettgreece.gr)
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-KepdAaio 20-

MeAetn llepimtwoewv
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2.1. NAnpodopisg LoTOPLKWV

H mopouoca epyacia oto Kepahalo autd acxoAeital pe tnv UeAétn Suo
nepuTtWoewv. Mapakdtw Sivovtal MAnPodopieg yla T ATOUIKA LOTOPIKA Twv U0
KOPLTOLWV KOl TIapoucLAZETaL N KAWVIKA TOUG €LKOVA. TN CUVEXELQ, TOPOUCLALETAL TO
AoyoBepameuTIKO MPOYPAUUA TIOU TIPAYHATOTIONONKE 0TIG U0 MEPUTTWOELG KABWC
€TLONG KAl KAmolol AoyoBepameutikol LeANOVTIKOL OTOXOL.

2.1.1. lotopwké Mapyapitag

H M. yevwwnbnke 3 Maptiou 2004 pe ¢uololoyikd Ttoketdo. Htav 38
eBdouadwyv pe Bapog 2500 gr, unkog 47 cm, mepipetpog kedpaing 33 kat APGAR 10.
MpOKELTAL YL TO MPWTOTOKO TSl TNG OLKOYEVELQC.

H eétaon Apgar (Amykap) xpnoluomoleital yla tTnv afloAdynon tng YEVIKNG
uyelag Twv veoyévvntwy oto 1 Aenmtd kal ava ota 5 Aenmtd Petd tn yévvnon tou |
www.iatronet.gr ).

To teoT mrpe 1o OGVoud tou amod tnv Virginia Apgar mou to enwvonoes to 1952
Kal BonBa tov maidiatpo va afloAoyroel TOCO KAAAQ AELTOUPYEL O OPYQAVIOUOG TOU
veoyévvntou ( www.iatronet.gr ).

EKTLHwVTOL TTEVTE TOUELG: N KapSlak ouxvoTnTa, N AvVamvor], 0 LUikog TOvVog,
N OVTOVOKAQOTLKA avianokplon oe epebiopata kal n xpold tou Sépuatog. Kabe
Topéag Pabuoloyeital oe pia kAlpaka amd 0 €wg 2 kat oL aplBuol autol

aBpoilovtal. H upnAotepn duvatr BabuoAoyia sivat 10 ( www.iatronet.gr ).

Méxpt 15 unvwv bev mapatnpnbnke timota to maboloyko. Eixe koAn
ETIKOWVWVia Ue To TepLBaAlov, apakoAouBouoe, émalle pe ta mawvidia Tng Kal
€heye kamoleg Ae€oUAeC. Kivntikd pumopouoe va kabioel oe edpaia B€on, katddepe
va KAVeL kamola Bripota aveEaptntn aAAd &V HMOUCOUALOE TIOTE.

ITn OUVEXELA APXLOE va PNV €XEL TTOAU KaAn BAeppatikn emadn, dev €delxve
dlaitepo evlladépov os MpoOowma Kol avTiKeipeva, dev éleye Ta AEE€eLg Kal eixe
opxiloel pla otepeotumia pe To otopa. Emiong, ekeivn tnv mepliodo Apxloe Kal n
nmapakoAouBOnon tng and tnv odpBaAuiatpo, omou mapatnpidnke de€LOC cuyKAivwy
OTPABLOUOC, AOTIYUATIOUOC KAl UTIEPUETPWTLA KAl oTa SUo patdakia. Ano 24 louviou
2006 dpopeoe yuaAla.

OL avnoUuXleG OXETIKA E TA KLVNTLKA KoL KUPLWE ETLKOWVWVLOKA TtpoBARuata
TIou Ttapouctactnkav avadepOnkav apxkd otov maldiatpo, o omolog mapatipnoe
g Slatapoyn EMIKOWWVING HE OPKETA TTOAUTTAOKN Hopdr Kol TapEMeUPE TOUC
yovei¢ oe maitdoveupoldyo. Tov OktwPplo tou 2005 £€ywve sloaywyn oto Maidwv
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MevtéAng Omou mpaypatonodnkayv pla oelpd e€etaccwv. H apyikn Sltdyvwon nrav
JuxokLvnTIkn KabBuotépnon.

Ta amoteAéopata amo TG EETACELG VL0 AKOUOTIKA TIPOKANTA SUVOLKA KoL
Kapuotumou ntav d¢uololoyikd. To mpwto eykedpaloypadnua mou E€ywve NTAV
duololoyko. H payvntiky topoypadia (MRI) tou eykedpdlou mapouciaoe
OUUMETPIKEC €0TIEG AUENUEVNC EVIAOEWG ONUATOC OTNV TEPLKOWALOKN AEUKN ouoia
Tow KOl TAVW amo TO OMoOL0 TUAUO TWV CWHATWY TWV TAAYLWV KoWlwv. Hra
Aéntuvon Tou omicBlou TUAUATOC TOU CWHATOC ToU UeGOAOPLlou metahou. Mmopel
va odpeihovtal o teAkég Lwveg puelivwong mou dev €xouv maboloyikn onuaoia,
ATLEG OAAOWWOELS TNG TEPLKOIALOKAG AeukopaAakia¢ (PVL) 1 apxopevn
amovueAivwaon aAAng attioAoyiag.

H payvntikn topoypadia (MRI) tou eykepdlou elval n TEXVIKA TNG
OTELKOVIONG HECW TUPNVIKOU HOYVNTIKOU OUVIOVIOHOU, TIOU XPNOLUOTIOLEL TIC
HOYVNTIKEG LBLOTNTEG TOU TupHVoG Tou udpoyovou, o omoio¢ Sleyeipetal amo
NAEKTPOUAYVNTIKN aKTWVOROALQ cuXVOTNTAG TNG TEPLOXNG TWV PASLOKUUATWY, TIOU
napayetal and nnvio, To onolo mepBaAAeL tnv kepaAn (Richard S. Snell, M.D., Ph.
D., 2010).

H texvikn tnG amelkoviong PECW TIUPNVIKOU HOyVNTIKOU GUVTOVIOMOU TIoU
XPNOLLOTIOLEL TIG HAYyVNTIKEG LOLOTNTEC TOUu TUPLVOC Tou USPOyoOvou, O oOmoiog
Sleyelpetal amd NAEKTPOUAYVNTIKY OKTWVOBOALD ouxvOTNTAC TNG TEPLOXAG TWV
PaSLOKUUATWY, TIOU TTAPAYETAL Ao TNVio, To omolo MepPLBAAEL TNV KEPAAN.

H mepikodtakn Aeukopahakia (PVL) mpokettat yia po AN tou eykepaiou
KOL TILO OUYKEKPLUEVA €lval n mAEN tNg AEUKAG ouoiag oTlG MAEUPLKEG KOWieG (
www.iatrikionline.gr ).

To AekepBplo tou 2005 €ywve e€€taon yla to cuvdpopo Rett oto epyaotrplo
LOTPLKNG YEVETLKAG TOU Voookoueiou MNaidwv Ayia Zodia pe pebodoug eAéyxou DGGE
kot SEQUENCING ota £€6via 3 kat 4 Tou yovidiou MECP2 €6eite etepoluywTtia yia TN
HETAAAOEN T158M (c. 473 C<T)

And Tto ZemtéuPplo tou 2005 €xoupe NN Efekwvnosl TPOYpPAUUQ
epyoBeparneiag oto kévtpo EEEALEN Ttou madouyidatpou tnc. Ekel mapakolouBel
epyoBeparneiec kat mapdAAnAa tnv mapakolouBoloe Kal avamtuéloAoyoc.

Amo to NoguPBplo tou 2005 £xel kKaAUtepn BAspUOTIKA €madr), EXEL LELWOEL
TN OTEPEOTUTIA PE TO OTOMA OAAG €XeL TTOAU €vtovn emBupia va BAlel ta xépla tng
oto otopa. Kwntikd ouveyilel va kdBetal aveéaptntn oe edpaia B€on, pumopel va
huelvel oe tetpamodikry B€on ylwa QPKETO XPOVIKO OSlaotnua xwpic Oopwe va
UMOUCOUAQEL Kal UMopel av kpatnBel amd kamou va onkwBel ota yovata f va
uetadepbel otnv edpaia B£on Sivovtag wOnon amnod Ta xepAKLA TNG MPOC TA oW Kol
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OTn CUVEXELX TIAAYLO KABLopa. H xpron Twv Xeplwv €lval TEPLOPLOUEVN KoL UITOPEL
VO KPATAOEL QVTIKEIMEVA VLA ULKPO XPOVIKO Slaotnua. IXETIKA Ue Tn Statpodn Tng
bev mapouaotalet Wdlaitepa mpoPfAnuata. Asv xpetaletat va aA£BeL To daynto g yLa
va To pael aAAd wotoco SuokoAeVeTAL oTNV TTOAU oKAnpn Tpodn.

To AsképPplo tou 2005 Eekivnoe kal mpoypappa duoikoBeparmneiag. Exel
opxioel va eival kaAutepn ot petadope BEcewv Kal KAvel Tpoomabesla va
onkwBel ano ta yovata oe 6pOla Bon. Me pkpn Bonbela otav ival ota yovata
Byalel kuplwg To apLOTEPO TOSL (TG MEPLOCOTEPEG POPEG TEVIWHEVO) KL CNKWVETAL
o0pBLa. Emiong Otav VIWOEL OTL XAVEL TNV LOOPPOTILA TNG UIMOPEL va KpatnBel pe ta
XEPAKLA TNG AKOMA KL OTav Xpelootel va BAAel apket Suvapun oAAd OxL yla TTOAU
wpa.

To ®eBpoudplo tou 2006 pmopel va meplopioel TNV MPoooxn TG LOVo o€
£€Va OVTLKELUEVO KOL VA TO TILACEL KUPLWE E TO APLOTEPO XEPAKL AAAQ VA TO KPATHOEL
yla Alyo. Elval KoAUTEPN EMLKOWVWVLAKA KoL £XEL opXioeL va AégL kKATtoleG CUAABEG.

Tov Anpilio tou 2006 €xeL apxioel va Mailel TEPLOCOTEPO LE TA TTOLXVISLA TNG
KOl YEVIKA VO TILAVEL TIEPLOCOTEPO LE TA XEPLA TNG Yyl Alyo MEYAAUTEPO XPOVLKO
Slaotnua. Mmopetl va macel povn tng To Gaynto Kot va To GTACEL OTO OTOUA OTIOU
pe Alyn BonBela to Saykwvel Kal To LacAeL kavovid. Exel KaAUTepn LooppoTia Kat
KAVEL KoL Brpata povn tng. Qotdco, £X0UV KAVEL TNV €UPAVION TOUC KATIOLEG
€VTOVEG KPOUYEG.

Tov AUyouoTo tou 2006 £XEL LELWOEL OPKETA TN OTEPEOTUTILA E TA XEPLA TNG
Kall Twpa Balel Kuplwg To aplotepo. Eniong, Eekivnoe to SUPERAMIN pia tnv nuépa.

To ZemtéuBplo tou 2006 ApxLoe Kal MPOYpAUUa pouolkoBepamneiag, omou
npoomnaBolV va XpNGOLUOTOLOUV TLG KPAUYEC WG LECO ETKOLVWVIOG.

Tov OktwPplo tou 2006 Eekivnoe tic ubpoBepameie¢ dvo dopég TNV
eBéouada oe éva AANo KévTpo. EXEL HELWOEL Alyo TG KpAUYEG OAAG €XEL apXioel va
KAVEL UTIEPTIVLEG.

Tov NoéuBplou tou 2006 peTd amod kamola enelcodia mbavov Kploewv €yLve
n eloaywyn tng oto MNaidbwv MNevtéAng omou yivetal eykedaloypddnua oto omoio
mapatNPAONKOV ALXUEG QMO TNV APLOTEPN KEVIPLKA Xwpo Kal emPpdaduvon tou
Slaypappotog otav to maldi £Kave UTIEPTIVIEC Kal TTOAAQ Ttapacotta. Tote Eekivnoe to
DEPAKINE pe teAwkr) 66on 300ml. Ekeivn tnv mepiodo dev eixe moAL koA anddoon
oTLG Beparmeieg TNG.

To AsképBplo tou 2006 PETA QMO TIG YEVIKEC £EETAOCELG TIOU E€ylvav Ta
QIMOTEAECHOTA TWV EMMESWY NTAV APKETA XAMNAAQ KL £TOL TNG avénoav tn Bpadivi
600n og 200ml evw n mpwivn apapevel 150ml. Opwg cuvexLoe va KAVEL KpLOELG Ko
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™G avénoav kat tnv mpwivy 66on oe 200ml. Katda tnv SldpKela Twv Kploswv
dalvetal va pn xavet Tnv emadr tng Ke to MePBANAOV Kal yevid xapaktnpilovial wg
OPALPETIKEC. TUVEXLIEL VO KAVEL UTIEPTIVLEG KOl EXEL APXLOEL KLVNTLKA VO TTOLPOUCLALEL
ataéia mou ylvetal To €évtovn HETA amnod KAmola kpion.

Aut ™ mepiodo n €EEAEN otnVv Kivnon Kal OTNV ETKOWVWVIA TIAPAUEVEL
otaBepn kat Sev €xeL TOAU KON CUUUETOXN OTLC Bepamelec. ITIC EMOUEVEC EEETAOELG
Ta enineda napapévouv o xapnAd emnineda Kol EKave Véo eykedpaloypadnua to
omolo mapouciaoe tnv dla elkova. Qotdco NG €kavav Kat aAAn avénon tng Tou
dapudkou ™G UE pia akoun 6oon twv 100ml to peonuépl. H tehkn 660n tng
nUeEPNoilwg eivat 550ml.

Ano tov Madptio tou 2007 apyxilel va mapoucldletal umeptovia otnv
TLOSOKVN LK) TIEPLOCOTEPO OTO apPLoTEPO TOSL aL and Tov Anpidto tou 2007 apyilet
va XpnoLuomoLel vapBbnka VUKTOG.

Tov I6vio tou 2007 n pkpnl M. €kave ylwo mpwtn ¢opd evéoel Bottox
(Dysport) kat ota 6Uo mMOSla aAAd pe peyalutepn 660n oto aplotepd. MEeTd TIg
EVEOELG T TTOSLA TNG XOAQAPWVOUV PKETA Kal £ToL elvat KaAUTepn otn Badion.

To entéuPplo tou 2007 daivetal va UTIAPXEL APKETA HEYAAN BeATtiwon otnv
ETMIKOWVWVIA, oTo Tavidl, oto ¢ayntd Kol VYEVIKA OTI( TEPLOCOTEPES
Opaotnplotnteg. OL otepeoTuUTie €xouv HelwBel apketd alld €xel apxioel va
XTUTIAEL TO SEL XEPL TNG OTNV KOLALA TNG.

ITig 28 ZemteuPpiov 2007 n M. €xeL €va atuxnua Kot TNV SLApKELA TNG
duokoBeparmneiag TG Kal dSnuovpyeitatl KATaypo XapnAd otnv kvaun oto &gl tng
TodL kal £tol TV mopakoAouBel kat opBomedikoc. Tng £BaAe yuo o 6Ao to modt
yla 15 pépec kat yio 20 pépeg ixe yopo pexpl to yovato. Otav £Byale to yuo amnod
TO TOS6L TNG ATAV o€ KAAN Katdotaon aAAd eixe apxloel ekelvn Tnv nepiodo va €xel
€vtovn BAaloomnodia oto apLotepod TG MOdL.

Ta mawdld oto mAaiolo ™G Pucololoylkig avamtuéng, sival mbavwyv va
napoucotdcouv allayég ota modla toud. Mo cuykeKpLlUéva, cuxva n mAaturodia
ouvodeUleTal Amd HOVIUN KATW otpodr TOU TEAUATOG, OTOU TO £0W 0PUPO TEDTEL
XOUNAOTEPQ ATTO OCO TIPETEL KAl £TOL SNULOUPYELTOL LA KATAOTAON N omola Aéyetat
BAatoomodia (http://www.onmed.gr ).

Tov NoéuBplo tou 2007 tng aAafav tO ¢Pappakd tng oe DEPAKINE
Chronosphere pia 66on twv 500 mg kaBwg kat cuveyilel pe to SUPERAMINE. Emtiong
gekivnoe va naipvel kot to FOLINATO pe % amd to xamt nuepnoiwg.

Tov lavoudplo tou 2008 mpaypatomoliOnkav eEETACELG alaTog Kal oUpwV
yla Tov EAEyX0 ooteomopwonG. Ta amoteAéopata twv efetdccewyv dev €8elav oOtL
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UTIAPXOUV CNUAVTIKEG SlatapaxEg, OUwE N Brrapivn D NTav apketd xapnAn kat €tol
gekivnoe to AQUASOL, To ormoio eival cUUMARPWHA, KAl CUYKEKPLUEVO SUO OTAYOVEG
TNV NUEPQA YLO TPELG UAVEC.

Tov Mdawo tou 2008 Adyw UTEPTOVIAC KoL OTLG U0 TTOSOKVNULKEG UE TIOAU
auénuéva avtovakAaoTikd Bewpnbnke amapaitnTto va xpnowlomolel vapdnka
VUKTOG Kol ota dUo modia.

H €§€A€n tng M. TOCO KLVNTIKA OCO KOl ETIKOLWVWVLOKA €ival apkeTA KaAR
XwpPIl¢ wotdoo va €xel KaTapEPEL Vo KATAKTNOEL TO AOyo Kat tn Badion. Amo tov
lavouaplo tou 2009 oL epyoBepaneieg TnG yivovtal Pe kawvolpyla epyoBepamneltpla,
HE TNV omola elxe MOAU koA emadn Kal cuvepyacia.

Tov OePBpoudplo tou 2009 £kave €EETOON OOTLKNAG TTUKVOTNTOG OTO IVOTITOUTO
Yyeiag tou Nadlov. To cuPMEpACUA TNG EEETACNC ATAV TTWE N OOTLKI TIUKVOTNTA TNG
Ooduikng Moipag tng ZmovOuAlkng ITAANG NTaV EAATTWUEVN, WC EML HEYAAOU
BaBuou ooteomopwon.

Tov Madptio tou 2009 peTA amod TEPLOTATIKA TOOVWV KPlOEWV €KaVE
NAEKTPOVIKO eykepaAoypadnua ( HEF ) 6mou To CUUMEPOCUO TOU SLaypAUMOTOC
EYPAYOPONC HE TO MATI OVOLXTA WE EMANTITOYEVH Spaoctnplotnta omo 2
avefaptnteg meploxeg O6efld kaL aplotepd. 2tig 16 Maptiou 2009 Eekivnoe
napAdAAnAa pe to DEPAKINE to LAMICTAL 5mg uod xamdakt kaBe Bpadu kal kabe
SU0 gBdouadeg Tng avEavav TNV 00N KOTA ULOO XATIAKL TNV nUEpa. T 20 Maptiou
2009 enavelaPe TIG EETAOELG OLLLOTOC KOL OUPWV yLa TNV OCTEOTOPWON.

Tov Mdatwo tou 2009 €yive to taéidL oto Aovdivo 6mou mpaypatonolionke eva
pavteBou He Toug ylatpoug oto Great Ormond Street Hospital. H ewova tng M. Atav
TIOAU KOAN TOOO KLVNTIKA 000 KAl ETMIKOWVWVLAKA. ZUUPWVNOOV UE TO TIPOYPAULO
Twv Bepamelwv mou akoAouBel n M. oto omitt kabwg Kot yla TNV GAPUAKEUTIKA

aywyn.

ZTi¢ 24 louviou tou 2009 ékave eloaywyn oto Maidbwv MevtéAng ylati n M.
€KOAVE QKOO KPLOELG KL £TOL N YLATPOG TNG TPOTELVE Vo oTtapatroel to LAMICTAL kat
Val TO OVTIKATAoTHoouv pe To TOPAMAC 15mg €va xarmt to mpwi kat éva 1o Bpddu
£VW OUVEXL{E KOVOVLIKA va Ttaipvel kal to DEPAKINE.

H M. 6pwc ouvexLle va mopouolalel Kploelg aAAG woTOCO Mo RTLag LopdnG.
Tov loUAwo ¢ avénoav to TOPAMAC ot duo xamia to Bpadu. Itg 28 Auyoluotou
Tou 2009 £ylve maAL eloaywyn oto Maidwv MNevtéAng yla eéetdoelg aipatog kot HET.
TeAwkd ¢ €kavav véa avénon tou TOPAMAC oe duo xama to mpwi kat 6uo To
Bpaddu yla va pmopécouv va eAéyéouv KaAUTEpPA TNG KPLOELG TNG. Metd amo Suo
Bdopadec kat oupdwva He TIG 08NYLEC TNC ylaTPoU AOYW EMLUOVAG TWV KPloEWV N
660n tou TOPAMALC yivetat 30mg to mpwi kat 45mg to Bpadu.
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H koatdotacn t™¢ M. peTd TG OSloKOMEG NTav TOAU KAAUTEPn OTnV
ETUKOWVWVIO OAAQ €lxe mapoucldosl kal BeAtiwon otn PAdLON. CUYKEKPLUEVQ,
Umopouoe va otaBel aveédptntn yla MEPLOCOTEPO XPOVIKO Sldotnua oAAd Kal va
KAVEL KAmoLla BrApata povn ¢ evw Ue pia pikpr BonBeta amo to Eva XEpL EKAVE Kal
HEYAAEG AMOOTACELS. Ekave TOAU KaAr Xprion Twv XEPLWV TOC0 oTo matyvidl 6co Katl
oTo ¢aynto evw cUVEXLlE TNV otepeotumtia pe to Se€l Tng xépL. Emiong, eixe apxioel
va A€l TePLooOTEPEC AEEELG Kal CUANBEG.

To ZemtéuPplo tou 2009 oto ATTKO NOCOKOUELO €KAVE WETPNON OOTLKNAG
TIUKVOTNTAC KABWG Kal BLoxnuko €Aeyxo. Me BAaon Ta amoTEAECUATA TWV EEETACEWV
oTa omola MapouUCLACTNKE TIPOPANUA 0OTEOTMOPWONG KAl £TOL TNG TPOTELVAV VO TNG
au€noouv TNV MocoTNTA YOAAKTOKOUKWY TIPOTOVIWVY otn dlatpodn TNG KoL va Yivel
enaveetaon UETA amo €va xpovo. Emiong €ywve €€€taon tng omovSUAKNG oTAANG
anod tov opBomedikd ,xwpl¢ wotdoo va mapatnpnBel kATl WSlaltepa avnouxnTko
amAd o€ kamnoleg B€oelg n M. mapouoiale AdBog otdon cwUATOC.

IXETIKA Me TIC Oepameieg NG, TNG £€Xouv TPOooBEocel kal pia wpa TNV
eBSopada AoyoBepaneia pe otoxo va Pondnbel meplocdtepo emikowwviakd. Ot
TIPWTEC MPOOoTtABeLleEC adopoUV TNV AVOYVWPLCT TIPOCWITLKWY OVTIKELUEVWV UE AEEELG
( .. moTNPL, XTEVA ) KOL N €MAOYH QUTWV TWV OVTLIKEWWEVWY £ite Pe TO PAEUUQ elte
HE KAmolwa Kivnon. 2tnv epyoBepameia  acxolouvtal He Bépata  OMwG
anevalocbntomnoinon yevikA oTto cwpa aAAd KUPLwWG OTO OTOMA, OOKNAOELS yla TN
BAeppatiki emadn pe tn Bonbela Sladdpwv OMTIKWY Kol OKOUOTLKWY EPEBLOUATWY,
KaBwg Kal BEpata oxetika pe t Stadkaoio tou ¢payntou, 6mwe n cUAANYPN Ue
KOUTAAL AuTo mou mpoPAnpatilel oAU Toug yoveig tng M. ko epmodilel onpavTika
TV poodo NG eival oL oTepeOTUTIEG TTOU €XEL, SNAadr) Tou yTuTtdsl To Seki TNG XEPL
OTNV KOWLA TNG KAl TO apLOTEPO XEPL TO KPOTAEL YLO LKPO XPOVLKO Sldotnua aAAd
BEAEL IEPLOCOTEPO VA EXEL TNV TTAAAUN TNG KAELOTH.

Tov OktwPplo tou 2009 n M. cUpdwva HE TOUC YOVEIG TNG KAL TOUG
BepameuTEG TNG, £XEL KAAN €LKOVA TOOO OTO OTITL 000 Kol oTI Bepameiec. Qotdoo,
ouvexllouv Ta TEPLOTATIKA HE KpLlOoelg mou eival mo nmac popdng. OL Kploelg
daivetal va eivol meplooOTEPO OPALPETIKEC XWPIG £viova EMELCOSLO ATIVOLAG.
JUpdwva E TOUC YOVEIC TNG, otnV apxn Kamolou enelcodiouv tn¢ Sivouv tTnv mutida
NG KAl £TOL oTapatave tnv €€EALEN TNG Kplong. Tng Eavaékavav Bloxnuikd EAeyxo Kat
enineda ta onoia ATav TeAka Alyo xaunAd 86.3.

Itg 11 NoeguPpiou tou 2009 mpayuatomoliOnke maAL pavtefol He TV
ylatpd tnG Kol €ywve nAEKTpoviko eykedaloypadnua (HEF), oto omoio ¢dvnke va
umapxel SlEyepon Oe CUYKPLON HE TO TPONYOUMEVO KL £TOL TNC €KOvVAV KL OAAN
avénon oto TOPAMAC oe 45mg to mpwl Kat 45mg to Bpadu evw to DEPAKINE
mapopével ota 500mg to Bpadu.
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To AeképuPplo tou 2009 €nabe n M. pla MOAU €vtovn Kplon mou odnynoe
otnv avénon tou DEPAKINE oe 600mg to Bpddu. IXETIKA HUE TNV MPO0dO NG,
KLVNTIKA Tapouciale otaowuotnta. AoxoAndnkav opketd kot €dwoav peyaAltepn
MPOooXN Ot Xépla TNG yla va amoduyouv tBavéC ouykappelg Adyo tng
otepeotuTiag kabwg at otn duokauia mou epudavilel yevid 0To CWHA TNG.

To ®OePBpoudplo tou 2010 ta amoteAéopata Twv efetdoewv £6e€av Alyo
uPnAnN T ya ta enineda 101,3 al\d wotoco Sev €kavav kapia aAdayn otn doon
tou DEPAKINE. Emiong, mpaypatonow)nke éva pavtefou pe tnv . Nanapaciieiov,
to HETl eypriyopong He Ta PATIO avolyTd, £0€l&e emANTITOYEVH SpAOTNELOTNTA LE
TIPOEAEUON QMO TNV QPLOTEPN KEVIPLKA TEPLOXN) HE EMEKTOON HETWTLAIN HE
SpaotnpldTNTa N omoila KATA TOMOUC YEVIKEUOTAV yla Alya SeutepOAemta. 2TIC 26
@OeBpovapiou tou 2010 &ekivnoe to KEPPRA pe teAkn 66on 300ml to mpwi kat
300ml to Bpadu kat tnG peiwoav to TOPAMAC os 30mg to mpwi kat 45mg to Bpadu.

211G 20 Ampihiou tou 2010 to véo HET tng M. eypriyopong He MATLO QVOLXTA,
€6elle emAnmroyevy Spaoctnplotnta amd TO apPLOTEPO nuLodalplo  KEVTIPO-
BpeyUaTIKA. € OXEON UE TO PONYoUpEVo uTpée BeAtiwon. H ewkova tng M. ntav
KAAUTEPN KoL CUPGWVA HE TNV yLaTpo TS TNV Bondnoe o autd to KEPPRA kal €tot
™C €kave GAAN pla pkpn avénon otn &6on kat n M. maipvel 300ml to mpwi Kat
400ml to Bpdadu. H 66on tou TOPAMAC pewwbnke oe 30mg to mpwi kat 30mg To
Bpadu.

Tnv mepiodo ekelvn n AoyoBepameltpla O ouvepyacioa HE TNV
EpyoBepamneltpla cUUMARPWOAV TO ATOULKO EKTIALOEUTIKO Ttpoypappa tng M. padl
LE KATIOLOUG OTOXOUG Kal Ta péoa mapEpBaong.

AlIZOHTHPIAKH AEITOYPTIA:

H M. mapouctdlel opUVTIKOTNTA OTNV TIEPLOXH TOU OTOMATOC TNG. ZTOXOG
elval va yivel mpoomnaBela §16pBwong TG pUBULONG TOU CUYKEKPLUEVOU CUCTHUOTOC
KOl EUTTAOUTIONOC Tou SlattoAoyiou tnG KaBwg AOyw TNG OQUUVIIKOTNTAG Tng Sev
TPWEL OPKETEG TPOPEC (TT.X. PpoUTa, OKANPEC TPOPEC ).

NEYPOMYIKH EZEAIZH:

MpooTateuTIKEG avTLOpAoEeLS. Zuve)iletal n mpoondBeia yia tn BeAtiwon Twv
TIPOOTATEUTIKWY OVTIOpACEWYV KUPIWG TIPOG TO EUMPOG Kol dlatripnon Ttwv
TIPOOTATEUTIKWY OTO TAAL KOl T(POC TA THoW.

AOvapn kot avroxn. Xuveyiletal n mpoonabela yla avénon tng duvaung Kot
NG AVTOXNE KUPLWE TNV WHLKACS {WVNC KoL TWV AVW AKPWV.
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TOMEAZ NPOZAPMOZTIQN ANTIAPAZEQN:

H M. mpoomaBel va oxeSLA0EL KaL va EKTEAECEL Kivnon OMWE Vo AMAWOEL TO
XEPL KOLL VO TTOTOEL KOUUTTL Ao Ty vidL. Oa e€ooknBel oto mépaopa anod Sltadopeg
B€0oelg, OTIC OTPOdPEC KOpUOU Se€Ld KAl APLOTEPA QATAWVOVTOC XEPL YLl VO TILACEL
QYQTINUEVO QVTLIKELPLEVO KABWGE KOl OTO TEPACA LEONG YPAUUAG.

WYXOAOIKOZ TOMEAZ:

‘Ekppaon. Npoonabeila va pipeital cupBoAikoug nxoug mou Ba cuvdéovtal
LE OUYKEKPLUEVEC Opaotnplotnteg, va ekSnAwvel ocuvalobrnpata Ue ekpAOELS
TMPOOWTOU, va {NTAEL QmMAWVOVTAC TO XEPL 1 XPNOLUOTIOLWVTOG KOLWvr €oTia
T(POOOXNC, Va ETAEYEL AVAUECO 0 SUO AVTIKELPEVA.

INQZTIKOZ TOMEAZ:

Mpoooxn. NpoomaBela va MAPAUEVEL CUYKEVTPWUEVN OE pla SpaotnplotnTa,
VaL QVTOTTOKPLVETOL OTO KAAECUA TOU EVAALKAL.

Katavonon. MpoondBeia va katavorosl anAo Ae€AoyLo ( T.x. OxL, Un, TEAOG,
TAAL), Katavonon dpaotnplothtwy {wng

2T11¢ 25 Matou tou 2010 n M. £€kave HET to omolo mapouciacs emAnmrIoyevi
SpaotnploTNTa am To APLOTEPO NULoPAiplo KUPLWG OTNV Kpotadlkn TEPLOXN HE
aA\ote GAAn eméktaon oto uTtdAouno nulodaiplo. Etol Tng €yve kat AAAn avénon
tou KEPPRA ota 400ml to mpwi kat 400ml to Bpddu kol peTd amod Tpelc LEPEC N
6060n tng ye 500ml to mpwi kot 500ml to Bpadu.

2ti¢ 13 louAiou tou 2010 1o HET katéypade emhnmroyevy dpaotnplotnta
OTO apLOTEPO NULODALPLO KPOTAPLKA, CUYKPLTLKA UE TO TiponyoUpevo HEF auto ntav
BeAtiwpévo. Tehka ouvéxloe pe DEPAKINE, TOPAMAC kat KEPPRA 500ml mpwi kot
600ml to Bpadu.

OL Bepamneieg Tng M. ouvexilovtav KOAVOVIKA LE LOVN OAAOYT) OTO KOUUATL TNG
epyoBeparneiog mou yivovtav mia o KavoUpyLo KEVTPO.

It 3 XemtepuPpiou tou 2010 €kove UETPNON OOTIKAG TIUKVOTNTAC HE TN
uEBodo amoppodnong SutAng Séoung kol evépyelog dwrtoviwv (DXA) pe
anmotéAeopa HEoNG 00TIKAG Tukvotntag (01 — 04) 0,364g/cm. Ze cUyKpLon PE TNV
TiponyouUevn e€€taon mapatnpndnke avénon tnNg 0oTIKAG UKvOTNTAG otnv OMIX
ata 20,4 %. Emiong €ywve Kal aktwvoypadia omovOuAikng othAng e Bacn tnv omnola
SlamiotwOnke otL dev mapouaoiale n M. kamolo mpoAnua.

Jtug 28 ZemrtepPpiov Ttou 2010 to HEM «kotéypage emAnmroyevi
SpaotnplotnTa anod To aplotePO nuodaiplo kEvtpo — Bpeypatikd. Metd amod auto
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to HEl éywe véa auvénon tou KEPPRA 600ml to mpwi kat 600ml Bpadu, evw
napapévouyv ol idleg 66oelg oe DEPAKINE kat TOPAMAC.

211G 19 OktwPpiou tou 2010 €kave Evav OppOVLKO EAeyxo, Hia Ro (AP) dkpag
XELPOC YL TTPOOPLOUO 00TIKAG NALKIAG KABwWG Kol €va UTIEPNXO UATPAC — WOBNKWV E
amoteAéopata ou aflohoynOnkav w¢ pucloAoyLKa.

2t 25 lavouapiou tou 2011 to HEl tng M. katéypayge Svo eneloddia
emAnmToyevolg SpaotneLoTNTAG. 2T Mia TOUAAXLOTOV TEPIMTwOon TO €MELOOSL0
ATAV OUVOSEUOUEVO Kal amd KAWIKA palvopeva AL e TIPOEAEVON TNV APLOTEPN
kpotadikr meploxn. Q¢ CUVEMELX TwV eNelcodiwy, €ywve MAAL avénon oto KEPPRA
700ml to mpwi kat 700ml to Bpadu, to i6lo €ywve kal oto DEPAKINE kot oto
TOPAMAC 45mg to mpwi kat 45mg to Bpadu.

H M. ouvéyLle va KAVEL EMELCOBLA KPS SLAPKELAG KOl EVTAONG KAl £TOL OTLG
27 Amplkiou tou 2011 petd amd HEl 1o omoio mapoucioce MAAL EMANTITOVEVN
Spaotnplotnta, apxwoav otadlaky Heiwon tou TOPAMAC kat €&ekivnoav to
LAMICTAL pe otadiakn avénon, to DEPAKINE kat to KEPPRA mapapévouv ot iSleg
dooslg.

Tnv mepiodo ekeivn Apxloe va APOUCLATEL TAON YO EUETO XWPIC auto va
ouvbuadletal mAvto UE TNV wpa Tou dayntol 1 KAmowa AAAN OCUYKEKPLUEVN
Spaotnplotnta. Ta enelcodla autd dpxLoav va yivovtal 1o €viova Kol Tilo cu)Vd.
2T1¢ 26 Maiou tou 2011 éywve eloaywyn tn¢ M. oto Maidwv MevtéAng 6mou Peta amno
g€€taon amo tov yootpeviepoAoyo, Eekivnoe to LAPRAZOLE 15mg kaBe mpwi.

H ouumnepidpopd tng M. cuveéxle va elval apkKeTA KOAN ETKOWVWVLOKA OAAG
napouaiale kKamoleg SUCKOALEG oTNV Kivnon Kal MePLOcOTEPO otV Badlon. Ita xépLa
Sev napouaiale onUAVTIKEC AAAOYEC EVW CUVEXLLE TNV OTEPEOTUTILA e TO Oe€l XEpL.

Tov louvio Tou 2011 tng dAAaav tnv SUPERAMINE pe tnv AMINOCER.

YT1¢ 6 louAiou tou 2011 €ywve odpBOaApoAoyikn e€€taon, OMwG Kal KaBe xpovo
xwplic va mapouoialovtat dtadopéc (As€log opBaApoc unteppetpwria 4D, aplotepog
0dpOaAUOC uTtepuETpWTTiA 4D KOl UTIEPUETPWTILKOG OLOTLYUATIOUOG EvavTL ot 180).

Tov Auyouoto tou 2011 otapatnoe to LAPRAZOLE yiati dev dpavnke va €xel
KAmoLa evoxAnon.

2T1¢ 16 Auyouotou tou 2011 €ywvav BloxnUIKEG €ETAOELC KOOWG Kal LETPNON
OO0TIKNG TUKVOTNTACG HE TNV HEB0SO (DXA). H TLu ooTikAg ukvotnTag nTav — 3,9 kal
oL g&etdoelg Atav oe koAd emineda. Etol cupdwva pe tig odnyieg tng €Ldkov
OUVEXLOOV TNV TpooTtaBela al€NoNG TwV YAAAKTOKOULKWY TIPOIOVIWV otV Slatpodn)
™¢ M. kaBwc kat va §o0el éudaon otnv puoikoBepareia ot yeVIKA otn Kivnon Tng
M.
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Tov emtéuPplio  tou 2011 apyxloe  Bepamneieg  (AoyoBepaneia,
duoikoBeparneia, epyobepaneia, moiva) oe éva GAAO KEVTPO amokataoctaonc.. H
glkova NG M. eixe BeAtiwBel 6oov adopa tnv Badion tnc.

2.1.2. lotopko Erlpravvag

H EL. yevvnOnke otig 26 Auyouotou 2003 pe KooapLkr) Topn, Aoyw mepLEALEnG
TOU PwpPoU. MpOoKeLTal ylot EEWOWMATLKI) YOVLLOTIOINON KAl QMOTEAEL TO TPWTOTOKO
matdi tng olkoyévelag. H kinon Atav TEAELOUNVN KoL TO VEOYVO yevvnOnke pe Bapog
2400gr.

Tov No€upplo tou 2003 Aoyw ouyyevég e€apBpwpa Loxiou voonAelTnKe OTO
voookopeio AyAaiag KuplakoU , og nAwkia 2,5 pnvwv tomoBetnbnke vapbnkag oto
loxio tou matdlov ywa 3 prveg. H EL yevwnBnke pe iva otn yAwooa, n omoia
adalpédnke. Mpokeltal yla pia iva mou cuvdéel TNV YAwooa e To KATw datvio.
MpayuotomolOnke €ktoury XaAlvol OTOUG TIPWTOUG MNAVEG TNG YEvwwnong Tou
niodLov.

ErutAéov, €xel mpaypatomnolnBel otnv EL €€€taon yla aKOUOoTIKA TPOKANTA
SUVAULKA KOl KOPUOTUTIO KOL TA QTOTEAECUATA TOU QKOOYPAUUATOG avadEpouv
Kwowon. To matdt Kavel otNPLENG KePaANG Kal TIEPTIATAEL UE UTIOOTHPLEN OO EVOC
€ToUG. Tnv Tepiodo ekeivn katadepe va kABeTal Xwpig utootipLén. Ztnv nAlkia tou
€VOG €TOUC €Aeye 5 AEEELC (MO, UIMOUTA, YLayLd, TTAUE, OXL).

IT¢ 6 AekepBpiou tou 2005 eonxOn oto voookopeio Maibwv Ayiag Zodiag
yla va eheyxBel n yeviky kabuotépnon mou mapouctdlel to moadl. Ze nAwkia 27
unvwv n EL eixe Bdpog 9190gr/ < 3" Ekatootiaia Béon thg KOUMUANG avamtuéng ,
ufikog 77cm/ < 3" Ekatootiaiag Béong NG KOmMUANG avamtuéng Kot MEPIUETPO
kepaAnc 46,5 cm / 3- 10" . And tnv veoyviki nAia tou mouSol avadépetal
SuokolAlOTNTA Kal yla auto 1o Aoyw, n EL Bploketal oe aywyn kat maipvel 5mi
DUPHALAC kaBnpuepva.

ZUpudwva PE TouG Yoveig, To moudl Tpwel Alyo Kal KAVEL CUVEXELA EUETOUC.
ErumtAéov, to matdi mapouoialel aAAepyia oto amoxil. H untépa tng nikpng EL tnv
BnAaoce kavovikd. Katd tnv €lcaywyr TG 0TO VOCOKOUEIO €YLVE ULOL OVTLKELLEVLIKN
g€€taon amo v ylatpo. Mapatnpndnkoav oplopEVEG avWHAAIEG OTA QUTLA, OTO
paT, ota mopioBula kot otnv pUTh. Mo CUYKEKPLUEVA, TO OUTLA TOU maldlou
napatnpnbnkav pe xaunAn mpoéoduon kot ateAng eAikwon Tou mrEpuyiou. It
HATIA UTIAPXEL UTIEPTEAOPLONOG, dnAadn peYAAn amootacn AvAPesa OTA MATLA.
Akopa, otnv meploxn twv mopiobuwwv mapatnpndnke epubpn kat pucaAdbwédn
BoAwtn unepwa. TéAog, mapatnpndnke otnv pUtn Tou mawdlov kabilnon tng pilog
NG pvoOG oto UPog avapecsa ota SUo HATLA.
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Itg 27 deBpouapiou 2007 n EL dpxloe Bepameieg  (AoyoBepaneia,
duoikoBeparneia, epyobeparneia, Puxomatdaywylkd) o Eva KEVTPO AMOKATAOTAONG,
€xovtog w¢ Stayvwon to matdi kabuotépnon Adyou Kot opAiag.

Ol BepameuTéG TTOU TIPAYUOTOTOLOUV ouvedpleg e TO TALdl CUUMARpwWoAY
TO QTOWLKO BEPATIEVTIKO TIPOYPAUMO , LE KATIOLOUG OTOXOUG Kal PEaa mapEUBaong.

AlIZOHTHPIAKH OAOKAHPQZH:

To naudi mapouoiale apuvtikdéTNTa oto otopa. Kupiwg, Sev pmopouoe va
Oextel epyodeia pe &ovnon mou xpnolgomolouvral yio TNV OSlEyepon  Kal
gvepyomoinon twv SouwvV TNG OTOMOTIKAG KoWotntag. Etol n EL xpeldotnke
ekmaidevon MPOKELUEVOU VAL AVEXETOL TO EPYAAELO QUTO KOl ECWTEPLIKA OTO OTOUA
oAAQ KoL YUpW aATo auTo.

NEYPOKINHTIKH EZEAIZH:

MpaypatomolouvTal AoKAOELS yla TNV BeATiwon tNg Looppomiag tng Kabwg
KOl Q0K OELG YLOL TOV KATW KOpUO. AKOpa, yivetal mpoomndBbela péca amno diadopeg
O0OKNOELG, va Tipaypatonowjoel Tto moudl SUOKOAOTEPEG QOKNOEL OMWG Vo
T(POOTIEPAOEL EUTIOSLAL.

TOMEAZ NPOZAPMOZTIKQN ANTIAPAZEQN:

H EL kAvel mpoomdBeleg va eKTEAECEL TNV Kivnon va amMAWGCEL TO XEPL WOTE VAl
Taoel €va malyvidlt n va matioel éva kouumi and mawvidl. Qotdoo, umdpxel
SuokoAia Kal yla auTto To AOYO TIPOYHOTOTIOLETAL EKTTAISEVUON OE AUTO TOV TOMEQ.

WYXOAOTIKOz TOMEAZ:

H EL ekdpalel Ta cuvalobiuatd tng LEoa amo NXoug Kal kpauyeg. Emiong,
ekdnAwvel Ta ouvaloOAUATA TNG UE OPLOMEVEC EKPPAOEL TPOCWTIOU
napadelypatog xapn otav xaipetal yeAdsl duvatd Kol OTav AUTATOL 1 TIOVAEL
KAQleL. TEAOC, LLUELTOL XOUC KoL ETUAEYEL TO EMOUUNTO TNG OVTIKELLEVA OVAUECO OF
TPla, ouvABwW¢ amAwvovtag To XEPL TNG.

INQ2TIKOZ TOMEAZ:

To naudi xperaletol eEA0KNON TIPOKELUEVOU VO TIAPOUEVEL TIEPLOCOTEPN WP
OUYKEVIPWHEVN KAt TNV Oldpkela plag  dpaotnpotntag. Akopa, yivetal
npoonaBela va katavonoel anAo Ae€\oyLo.

O €Aeyxog yla tnv avamtuélakn aAAd Kal yeviki kabuotépnon tou matdlov
ouveyiletal kat €totL otig 23 louviou 2008 n EL. KAveEL pia payvntikn topoypadia
eykepaiou, otnv onoia Opwg dev mapatnpROnkav €otieg e mMaOOAOYIKO CHRUA OTLG
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TIEPLOXEG Tou eykedpalou. Ta amoteAéopata TNG €€ETAONG ATOV QAPVNTIKA yld
QUTELKOVLOTIKA TTOOOAOYLKA EUPRLATAL.

g 17 lavouapiou 2013 mpayuatonowBnke otnv EL e&€taon oto
voookopelo Maldwv Ayilag Zodilag kal poplakn avaluon yla to cuvépopo Rett amo
™V ylatpd aldd kat tnv €6k Moplakr BloAoyo. H péBodog e€€taong Arav va
amopovwBel to DNA and ta Aspdokutrapa tou neplPpepLkol aipato amno to maldi.
AkoAouBnoe poplakr HeAETn tou efwviou 3 kat 4 tou yovidiou MECP2 mou
Bploketal oto xpwpoowua X (otn mepoxn Xq28) pe tnv edpapuoyn texvikng PRC
(moAAarAn avtidpacn MOAUMEPAONG) YO TOV TIOAAQTTAQOLOOHO TWV €EWVIWV KOl TNV
OVIXVEUON TWV HEYAAWV EAAELUUATWY KABWG ETIONG KoL TNV EPAPUOY TNE TEXVIKNAC
ECMA ( Enzymatic Cleavage Mismatch Analysis) ywa tnv avixveuon mBavwv
HeTaAGEewv. TENOC, £ylve avAAUGN TNG MPWTOTAYOUC SOUNG YLa TOV XOPOKTNPLOUO
HETAAAEEWV.

Ta anmoteAéopata TNG MOPLOKAG avaAluong £6el&av pla VOUKAEOTIOIKA aAAayn)
nou adopd tnv €vBeon plag Bupivng otn B€on 481 oto e€wvio 3. Ie eminedo
MPWTIEIvNG mapatnpndnke allayrn Tou MAAOOU avAyvwong Tou €XEL oav
OTOTEAECUO TNV OVTIKATAOTOON TOU OMLWVOEIKOU KataAoimou oegpivng amo
dawuAlaiavavikn otn B€on 78 kal tn dnuloupyia mpwipou Kwdikol ARENg otn Béon
90. EMOUEVWCE, O XOPAKTNPOG TNG UETAAAAENG UTIOSEIKVUEL OTL oxeTileTaL YE TNV
naBoAoyia TOU CUVOPOUOU KAl W €K TOUTOU TA amoteAéopata TG e€€taong
umootnpLEav tnv KAWLKA Sldyvwon yla cuvépouo Rett otnv EL

2.2. XOopOaKTNPLOTIKA OTOLXELQ TWV SU0 MEPLOTATIKWY
2.2.1. Ta XapaKTNPLOTIKA yVwpilopata tne nepintwong tng M.

Itnv nepinmtwon tng M. €xoupe évav PpUCLOAOYLKO TOKETO Kol GpUGCLOAOYLKNA
avamntuén tou guBpuou PEXPL TOUG MPWTOUG UAVEG TNG {wAG Tou. ItV nAia Tou
€VOG £TOUC apatnpndnkav and Tov modlatpo KATOL KVNTIKA KoL ETUKOLVWVLAKA
npoPAnuata. EmutAéov, 1o maldl epdavilel otepeoTuTiE PE T XEPLOL TOU, TIG
XOPOKTNPLOTIKEC "TAUOELS". OL KWVNTIKEG OUOKOAIEG KOl TILO OUYKEKPLUEVO TO
nipoPAnuata Badlong Kabwe Kal oL ETIKOWVWVLIAKEG SUOKOALEG embelvwvovTtal. AANO
£€va KALWVLIKO XOpOKTNPLOTIKO Tou cuvdpopou mou epdavilel n M. gival ot avwpaAieg
otnv avarmvon KaBwg kol eTANTTIKEG Kploelg. Onwg ouvnBiletal ota moadld pe
ouvépopo Rett €toL kat otnv M. umnpéav kamoleg mepiodol KAAUTEPELUONG TIOU
woTtooo 6ev Kpatovoav ylwo TOAU Kal TaAL moaAwvdépopoloe Kal Topouciols
emdeivwon. Emumpoobeta, to matdi mapouvaotalel yaotpoolocodayikr moAlvépopunon
Kol €XOUV YIVEL oL amapaitntotl EAeyxol Tou AmOSEIKVUOUV OTL £XEL UTIEPUETPWTILO
Kall karola kwdwon.
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H M. 8ev mapdyel opAia tapd Lovo dwvoUAEC Kal KPAUYEG. AKOUA, EXEL TNV
LKAVOTNTA Vva eKPPACEL Xapd KoL AUTn, Xwpl¢ tnv ekdopd Aoyou. Adou
T(PAYUATOTIOLNONKE OTOUOTOMPOCWIILKOG £AeyXo¢ oto maldi, Ta omoteAéopota
TIAPOUCIACAV CTOMOTIK QUUVTIKOTNTO KOl UELWHUEVO OTOMOTOKIVNTIKO CUVTIOVIOUO.
Mo cuykekpLéva yla tnv kKabe Soun tou mpoowrnou, ev katddepe va akoAouBnoel
TLG EVIOAEG va avoigel To oTopa TG TTOAU, va onkwoel Ta dpudla TG, va KAeloeL Ta
AT TNG OGLXTA KoL VO XOUOYEAAOEL. 2TIC EVIOAEC Tou adopouv Ta XeiAn
mapouoiace aTteAng €vwon KATA TNV OUYKAELON KOl KUPLWG KOTA TNV KOTAOOoN
KaBwg emiong mapatnpnbnke akouvola ekpory olEAou. Oco avadopd TIC ACKAOELS
Stadoyokivnong Twv Xelwy, SLATIIOTWVOULE OTL UTIAPXEL UELWUEVOC CUVIOVIOUOG
NG QVATVONG KOTA TNV KATAMOorn. AKOUA, EEETAOTNKE N YAwooad Tou Taldlol Kot
napatnpnOnke HELWUEVO EUPOC Kivnong TNG. TEAOG, UTIAPXEL HeydaAn aduvapia tng
YAWOOOG Kol SeV UMOPEL VoL TPAYUATOTIOLNOEL KIVAOELG KOl SLaS0XOKIVAOELG HE TNV
yAwooa.

2.2.2. Ta XapOaKTNPLOTIKA yvwpiopata tnhe nepintwong tng EL.

Itnv mepimtwon tn¢ EL €xoupe Mia €EWOWMOTIKNA yovidomoinon Kot
Kaloaplki toun. XItnv nAwkia mepimou twv SVo etwv mapatnpndnkav Kamola
KLVNTIKA KOl ETIKOWVWVLOKA TtpoPAnpata. Akopa, spdavilel £va amo ta Baoikad
XOPOAKTNPLOTIKA TOU CUVOPOLIOU TIOU ELVOL OL OTEPEOTUTIIEC UE TA XEPLA, OL ~ TAUOELC
“. Mo ouykeKkpLUéEva Ta KvnTikA pofAnuata evionilovtal otnv Badion kot otnv
loopporia. EmumAéov, n EL €xeL umeppetpwmnia kot yia avtod dopdel yuoAd. Me
Bdaon tov akooAoylko €Aeyxo To maldi €xeL kat kamola kwdwon. Mevika n avantuén
¢ EL gpdavilel emPBpaduvon, woTO0O0 EMKOWVWVLOKA EXEL KATADEPEL KAl TIOPAYEL
Alyeg Aé€eic. AN pia kavotnta ¢ EL elval otL pmopel va avayvwpioel oplopéva
QVTIKELPEVA amd Tov AX0 aAAQ KAl VO EVTOTILOEL TNV TINYR AKOUOTIKWY EPEOLOUATWV.
H omtikn TG avTANTTKOTNTA Elval TIEPLOPLOUEVN O€ AlyEG EVVOLEG OTIWG O OKUAOG, N
yata, to pnAo. Ta YEPN TOU TOU CWHOTOC TOU yvwpilel elval pévo n putn Kal to
patl. To matdi KAVEL KATIOLEG TIPOOTIAOELEG YLoL CUUPBOALKEG KLVAOELG TLG OTIOLEG OUWC
bev katopBbwvel va ohokAnpwaoel. TEAOG, €xeL TNV Suvatotnta va avtilapBavetal
BaolkéC eVTOAEC Kal va TTapAayeL To val KateBalovtog To KedAAL Kol avtioTolya To OxtL
ONKWVOoVTag To KEPAAL KaL Ta XEPLa TNG.

H EL evw €xel Kataktoel Alyeg AEEELC OMWG UAUA, UITOUTIA, YLayLd, TIOUE
WOoTO00 OTaV BEAEL VAL ETILKOLWVWVAOEL XPNOLUOTIOLEL LOVO TIEPLOPLOUEVA VO LATA KOlL
oUTA eMAEKTIKA. Mapouctdlel TNV LkavotnTa va ekGpAcEL TNV Xapd, tTnv AUTN, ToV
TOVo, Xwpic Oopwcg va ekdpépel Aoyo. EmumAéov, moapatnpndnkav omOTOUEC
ouvaloOnUOTIKEG OAAOYEC HECO O TOAU OUVTOHO XpPoviko &diaotnua. Adou
T(PAYULATOTIOLNONKE OTOUATOTPOCWTIILKOG EAEYXOC OTO TS, mapatnprnBnke OtL eivat
TIOAU UTTOTOVLKN Kol 8ev pmopel va PLUnOel oTOPATIKEG KIVAOELG 1 AXOUG. AKOua,
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napouolalel kaBuotepnuévn €vapén oe OAEG TG KLWWNOELG. MeTA amd OMTKO —
YEUOTIKO €pEOLOUA TWV OTOUATIKWV SOUWV, TOTE ApXLoav oL SOMPEC AUTEG va
QIOKTOUV €UPOG OAAA WOTOCO HE TEPLOPLOPEVN TOoxUTNTA. Mot va UMopEcEL va
HLUNOEL NXOUC I OTOUOTOMPOCWIILKEG OLOKNOELG Ba tpémel va Sivetal mapdAAnAa kot
N XPnon Twv Kwnoewv. Katd tnv mpoomndbeia tng va UpnBel, dev amopovwvel Tig
KWVNOELS KEPAALOU — KOPUOU QMO TG KLVAOEL( TwWV OTOMATIKWY Souwv. AnAadn,
npoomnaBel Yue OAO TNG TO CWHA EVW TOPOUCLALEL TPEUOUAO OTO KEPAAL Kol ot
xépla. Emiong, n yAwooa sudavilel meploplopévo €VPOC Kivnong o€ OAOUC TOUG
afoveg kaBwg kal ta dovtia dev €xouv TEAELO OUYKALON KOl OL KOTITHPEC TNG Elval
peyalol. Oco avadopd tnv avamvor napatnenonke xaunAn évrtaon tng. TEAog, n EL
napouoLalel TOAAQ oToLyelo OTOPATIKNG ampagiag.

2.3. Mpoowrnikn napatnenon
2.3.1. H nepintwon tng M.

Katd tnv mMpoowriki HoU Tapotrnpnon £Xw EMIONUAVEL OPLOUEVA TIPAYUATA
Tou a.popouV Ta SUO AUTA TEPLOTATLKA KOL TIOU Hou €kavav wdlaitepn eviumwon.
‘Exovtag Stafaocel kal evnpepwOel ylia to ouvdpopo Rett mapakoAovBnoa yla éva
XPOVIKO OSlaotnua tig ouvedpie¢ AoyoBepameiag twv SUO KOPLIOWWV Kal OTNV
ouvExeLla avélafa kal Tnv dSnuoupyia Tou Beparmeutikol Mpoypappatog Bétovtag
OTOXOUC.

Itnv mepimtwon ¢ M. mapatpnoa moAU évtova OTL eUdAVIIE avWUAALES
OTNV avarvon tTng Katd tnv dldpkela tng ouvedplag. Mou €kave amo TNV apxn
eVTUTIWON Kol €ToL Tpoomadnoa va kataAdBw ylati cupBaivel auto. EmumAéoy, ntav
oAU afloonueilwto OtL N pntépa TG M. Bplokotav mavto péoo o€ OAe TIC Bepamneieg
™¢ M. Htav oxedov EekdBapo 6tL n M. omote dev BeAe va cuvexioel Tnv Beparneia
NG, KPATAYE TNV AVOITVON TNG KOL £€TOL N KNTEPA TNG TTAPEVEPRALVE Kal SLEKOTITE yLa
Alyo tnv Bepaneia. H avtibpaon Aowutov tng M. oe katL mou dev nBele Atav to
KPATNUO TNG OVATIVONG Kl €ToL yvwpLle OTL Ba TNV "éowle” n untépa tng. Emiong,
mapatnpnoa OTL TA KWNTIKA TNG MPOBAAMATA KOL CUYKEKPLUEVA TA TIPOPBARUaTaA
Badlong ntav mMoAu eudavr adou mAvia epXOTAV OTNV AYKAALA TOU TATEPA TNC.
TéAog, kaBe dpopd kal kab’ 0An tnv Stdpkela TNG Beparmeiag TnG aAAd KAl TPV KOTA
TNV aVOUOVA TNG, TIPAYATOTOLEL TIG OTEPEOTUTILEG UE TA XEPLA TNG, TG ~ TAUCELG .
‘Htav gpdav n mpotipnon tng oe mayvidlia pe €vitova xpwpotoa mou emadav
LOUGLKH).

H mopela thg M. O6Ao outd Tto Sldotnua nTav otabepr Kol yla va
npaypatonolnbel opald n ouvedpia efaptiotav Katd £va peyaAo Babuo otnv
oUVOLOONUOTLKA KOL CWHOTLKA KOTAOTACN TNG.
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2.3.2. H nepintwon ¢ EL.

Itnv nmepimtwon ¢ EL mapatipnoa OtL Tav oAU EVTOVEC Ol OTEPEOTUTILEG
TWV XEPLWYV, OL OTIOLEG ouVOSEVOVTAV ATO KLVHOELS TOU TAVW MEPOUG TOU KOPHOU
KaBw¢ Kol TNV apaywyr evog mapatetapévou /m/. Epxotav navra otnv Bepaneia
gudlaBetn kal €umalve otnv aibouoca pe apyd Brpata kat umoPfonBoulpevn. Me
BonBela kaBotav aAAd Kol onkwvotav oo To KABlopd tng. Emiong, mapatnpndnke
OTL to maudl €lxe €VTOVeC Kal QMOTOMEG ouVOLOONUATIKEG OAAayEG. AKOUQ,
napatipnoa otL n EL ntav moAu Aaipopyn kat Sgv mepipeve va HaonoeL TNV Tpodn
™G mpLv Saykwoel GANO KOUUATL aAAd mpoomabolos va to ¢AeL OAo Ue pag. MNa
oUTO Tov AGYO KATA TNV MAONCN, TNG EMedTAV KOUUATIO OO TO otopa. TEAogG,
ouvnBe va eival oe umepSpaotTnplOTNTA Kal N TPoooxn TnG Slacmatal eUKOAd.
KaBe dpopd mou koupalotav kat dev NBeAe va kKAvel GANO pabnpua, koitale aAAoU Kal
otav dwvaleg To Ovopd TNG EKAELVE OPYA TA HATLOL TNG KOL UETA EMECTPEPE TIAAL
TPOG TO TaLXVioL.

H mopeia tng EL. 6A0 T0 Sldotnua twv cuvedplwv dev Ntav otabepn Kal
TMAALVEpOOUOE CUVEXWG. MO CUYKEKPLUEVA TIOPATPNOO OTL LETA oo SU0 UAVEG
Slakomng ¢ amd ta pabnuoatoa AoyoBepameiag AOyw kalokalplol, to maldi tov
YentéuPplo eméotpe)e KAL N TPOCOXH TOU SLOOTIATOL CUXVOTEPA KOL EUKOAOTEPQ
KaTA TNV SLdpKela Twv ocuvedplwv. Akopa, otav adatpeitat epdavilel kKAeiowo kat
AvolyHa Twv HaTwwVv Kot apxilel éva akataAnmrto Baplopa. TEAog, Atav eudavig n
naAwdpopnon tng adol Sev UMopoUloE LA VO TIPAYLATOTOLOEL KATIOLEG ATtO TLG
€VTOAEG Kal ev mapayetl Aé€eig ou eixe pabel. H elkdva mou pou divel n EL. eival ott
TPOKeLTAL yla €va Ttaldi mou Sev ekSNAWVEL KivnTPOo yLa ETIKOLWVWVIAL.

2.4 OPAMEVUTIKO MPOYPOLLLDL
2.4.1. To Bepamneutiko mpoypappa tng M.

To BepameuTtikd MPoypappa TTou mapakoAouBel to teAeutaio Siaotnua n M.
neplhappavel duoikoBeparneia, AoyoBepaneia, epyobepaneia kat ubpoBeparmeia.

Mo cuykekpluéva, 600 avadopd To mpoypappa tng AoyoBepaneiag n M.
gekivnoe va ekmatdevetal o€ U0 TOUELS, OTOV CTOUOTOKIVNTIKO CUVTOVLOUO Kal oTnV
gloaywyn o€ €va  eVOANOKTIKO TpOYpappa  emikowwviag. Ol aOKAOELC Tou
adopouoayv ToV OTOUAKLVNTIKO GUVTOVIOMO NTav To puonua — poudnyua. To matdi
napouvciace mpoodo otnv Aswtoupyia avamvorn — dwvnong Ue T Ponbela
SladopeTikwv ohUPLXTPWVY TIOU XPNOLUOTIOLOUCE KATA TNV ekmaibeuvon. Emopevog,
0TOX0G ATAV O TILO €UKOAOG KAl O TILO ypHyopog pubuog avamvong — ¢wvnong.
ErutAéov, xpnowuonolovoayv Katd tnv cuvedpia to cvotnua MORE yla tnv BeAtiwon
™G avarmnvorn¢ aAAd Kat peAAoVTIKOU (ow¢ TPOToU eTikowvwviag. Edw mapatnpndnke
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HLa EUKOAOTEPN TAE0V avtiAnyn kat Ste€aywyr) Tou TPOMoU Xpriong tng obupixTpag.
Eniong kaBe ¢opd katd tnv SlApKeEld TNG OUVESPLAC TPAYHATOMOLETAL UACAl
EOWTEPLKA Kol €€WTEPIKA yla XaAAPwon Twv Tapelwv Kal BeAtiwon Tou
OTOMOTOKLVNTIKOU OUVTOVIOHOU. AKOpa, €vag oToxo¢ Ntav n pacnon laitepwv
udwV TPodn¢ Tou eixe mapatnEnBel OTL ALCONTNPLOKA TNV ATTOSLOPYAVWVOUV KATA
TNV HACNON Ylo OPLOMEVO WIKPO XPOVIKO dldotnua. H mopeia tou mawdlol nrav
otaBepr] yla LEYAAO XPOVIKO Slaotnua, mepimou Suo pe Tpla xpodvia. Auto mou eixe
napatnpenbel eival otL n ouvedpia ywa va oAokAnpwBel  va mpaypotonoinBel
OMaAd Kal HE emiteuén twv otoxwv, oplldotav amd TNV TaboAoylki N Kal
ouvaloOnuatiky katdotaon tou matdlov. OL otoxoL TapEUeLvVaY oL (Slol Je Hikpn
BeAtiwon, evw €ylve emutAéov mpoomabela yla Stdomacn tng tpodng amd tnv dla
OTO OTOMA HE TN XPron XepLou.

O evaAAaKTIKOG TPOTIOC EMLKOWVWVIAC TTOU ELCAYAUE TNV M. ATAV UE ELKOVEG,
dnAadn pwrtoypadieg and avrikeipeva tng kKaBnuepwvotntdg tns. Oco avadopd Tnv
Sladikaoia ekmaidevong Tou TMPOypAMUATOC emiKowwviag £6ei€e to madl va
KOTAVOEL TOV TPOTIO Xprong Tou. H elkdva tou matdlov Kot N TopEeia TG MAPEUELVOV
otaBepn KoL yla auto To AOYOo €yLvav TIPOOTIAOELEC YLa XPrON TWV XEPLWV TTATWVTAC
HE TNV MaAAun o€ OAn tnv ewKova mou emnbupel. Otav n M. mapouciooe peydAn
€UKOALQL 0TNV XpProN TWV MPWTWV ELKOVWYV OTASLAKA TPOoTEBNKAV Kol AAAEG.

H Bepamneia M.O.R.E.(Motor-Oral-Respiration-Eye) epapudletal oe modld pe
veupo-e€eAKTIKEG SuokoAieg katL SuokoAieg aloBntnpLakng oAokApwong. Baoiletat
otnV veupoduoloAoyikr €EEALEN TOU OTOUOTOC UE TNV AELTOUPYLO TNG AVATIVONG, TNG
KlvnonGg TwV HOTWV, TNC TPOCOXNG- OUYKEVTIPWONG, TNG MABNoNC Kat tng
gypRyopong, TG autopLBULONG, TNEG OMTIKNAC KAl AKOUOTIKAG avtiAnPng kabwg Kat
NG oNUAVTIKOTATNG cuvepylag Altopuinong-Katdnoong-Avarmnvonc.

Edapudletar pe  e6lkd mpwtokoAlo  ,amoautel  e€eldikeuon  Kal
Xpnotluoroleital anod AoyoBepamneuti-epyobepamneutn-puciobepaneuth.

To ovotnua M.O.R.E mepAapBAVEL QVATIVEUOTIKEC QOKNOELC KaBwg Ko
xpnon oodupixtpwy Sladopetikol Pabuou OSuokoAiag oe emimedo KNTKO,
OTOMOTLKO KOl OTITIKO.

H Patricia Oetter, (MA,OTR/L.FAOTA), elvat n  BepehwTtplo  TOU
ovotuatog M.O.R.E. H Eileen Richter, (MPH,OTR,FAOTA) kat nSheila M. Frick (OTR)
BonBnoav onUAvVTKA OTNV MEPALTEPW AVATTUEN TOU BEPATIEUTIKOU LOVTEAOU.

O otoxo¢ tou ouotiuato¢ M.O.R.E eivat —avaloywg tnv Oldyvwon- n
BeAtiwon Twv OUCKOAWV TIOU TOPATNPOUVTOL Of KABe meplmtwon Kol
duoyepaivouv TNV OTOUATO-OVATVEUOTLKA AELToupylo(cuyxpoviopog amopulnong-
KOTATTOONG-AVATIVONG, KLVNTIKOG OUVIOVIOMOG) KoBwg Kal Twv  SUOKOALWV
aloOntnpLakng oAokANPwongG( OTTLK, ATTTLKY), OKOUOTIKA QUUVTLKOTNTA, SUCKOALEG
OTNV LoOPPOTILA KAl TOV KLVNTIKO oXeSLaoU0, SuokoAieg audimAeupou cuvtoviopou,
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duokoAieg otnv awoBntnploky puBULON, paBnolakéG SuokOAleG, OUOKOALEG
XWPOXPOVIKAG  Oopyavwong, UMEPKvNTKOTNTa  K.o.)(http://www.anaptixirc.gr/,

Zauiou Mewpyta, AoyoBepaneutpla, 2013 ).

2.4.2. To Oepaneutiko npoypappa tng EL.

To OepameuTikd TpOypaupa Tou TopakoAlouBel n EL  mepllappavel
duoikoBeparneia, Aoyobeparneia kal epyobeparneia.

Oco avadopd TO mpoOypappa AoyoBepameiag tng EL E&ekivnos va
ekmaldevetal o O1APOPOUG TOUELG, OMWCG OTOV OTOUATOKLVNTLKO OUVTOVIOUO,
avamntuén Bapiopatog, otnv Hipnon adpwv KIVACEWV Kol mopaywyn Gwvnuatwy Kat
Aé€ewv, OTNV OWHATOYVWOLO, OTNV KATAVONON KOl €KTEAECN E€VIOAWV, OTNV
gloaywyn o€ €va eVOANAKTIKO Tipoypappa emikovwviag (PECS) kat otnv dtaxeiplon
™G TPodnc.

H EL €xeL kotadpEpel 0 SLAOTNUA EVOC £TOUG va TIAPAYEL TIC AEEELC pHaua,
UITOUTTA, vaL Kot OxL kaBwg emiong va peital ta ¢wvnevra /a/ , /o/, /€/, /\/, /ou/.
AKOUQ, TIPAYLOTOTIOLEL LEPLKEG OTOUATOTPOCWIIKEG EVIOAEG, OWG PpUOA, AVOLEE TO
otopa, Byale £€w tn yAwooa, KAve yela Kal oteile dAl. Qotoco, to Al dev to
ekteAel owotd adou Sev coudpwvel emapkws ta XeiAn. To gupog kivnong tng
YAwoooG tng €xel PeAtlwdel onpaviikd pHéow OLadopwv OCTOUOTOTPOCWITLKWVY
oaoknoewv. EmutAéov, €xoupe SouAéPel awoBntnplakn OlEyepon OTN OTOUATLKA
KOWNOTNTA aAAd Kal yUpw armod autAv. AKOUA, KAVOUUE XPrion HOONTIKWY EpYaAEiwv
yla tnv evioxuon tng pdonong kat ekmaldevetal otov €Aeyxo kat Slaxeiplon tng
TPO®dNG KAL TOU VEPOU.

H EL. ekmaldeVTNKE KAl OTNV KATOVONON KOL OVAYVWPELON OVTIKELWEVWY Kal
Katadepe va KAvel Slakplon avdapeoo oe tpia. Ot Aé€elc mou avayvwplle ATavV n
UMAAQ, TO TOTHPL, TO TILPOUVL, TO KOUTAAL, N TIETOETA, TO TPAMELL, N KAPEKAQ, TO
UTLOKOTO, N COKOAATQ, TO Tami kal n yata. EmutAéov, €uabe va katavoel Suo
TOTILKEG EVTOAEG « BAAe MAVW », « BAAE HEOA » KAl va TLG EKTEAEL KAl CUVOUAOTIKA.
Eniong, €xel katadépel va uunBel Tnv ppdon « xTuma MAAAPAKLO », LETA ATlO TNV
omtikny BonBela mou tnNg Sivw. TEAOC, TPOKELUEVOU va UTIAPEEL KATIOLOU €L80UC
ETUKOLWVWVIOC KOl yLlot VoL LABOEL VOl OVTOTTOKPIVETAL OTNV EPWTNON « TL BEAELC ; » KAOE
dopd mou emBupoUCE KATL, £malpva TO €MOUPNTO QVTIKE(HEVO KAl €va pn
EMBUUNTO KAl TNV pwtaya tL B€AeL Seiyvovtag tng TIg eMAoyEC. AuTto ywvotav kad’
OAn tnVv Slapkela tng ouvedplag pe MoAAEG emavaAqPeLg £XOVTAG WG OTOXO va HABEeL
n EL va OvVTOmOKpIVETOL OTNV TOPATIAVW EPWTINOCN KAl v TOPVEL TO OWOTO
QVTIKELPEVO KAOE dopa.

H mopeia t¢ EL. dev gival blaitepa otabepr) aAd cuxva maAwvépopel. Mo
OUYKEKPLUEVO UETA amo €va Staotnua U0 pUNVWV To Todl oTANATNOE va eKTeEAEL
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KATIOLEG OO TIG €VIOAEC Kol AEEElC TOU €ixe Kataktioel. AkOpa, Ue SuokoAia
HLMElTaL adpEg KLVAOELG Kal SelXVeL va unv Slaxwpllel TAEOV Ta AVTIKELHEVA TTOU EiXE
ekmatdevtel va Stakpivel. Mo tov Adyo autd S66nkav 0OKNOELG KAl TIPOYPOUUA
gvioxuong kat yla to omitl. Qotoco, ekdnAwvel evdladépov yla €va malxvidt kal to
avalnta kal to Seixvel otav to BEAEL.

OL otoyol napapévouy dlot, adol og KavEva OO TOUG MOPATIAVW OTOXOUG
Sev €xeL mapouolaoeL mpoodo.

O evaAANQKTIKOG TPOTOC ETKOWVWVIAC TIou elodyape otnv EL eival to PECS.
210 otadlo 1 kat 2 Ta mrye moAU kaAd aAAd pévo otav to BLBAio emkowvwviag Atav
UMPooTa TNG. Omote €xave TNV omntikn enadn pall tou, Tote n EL dev to €Payve otov
XWPO yLa val To BPEL KAl NTAv cav va PNV UTPXE yla autiv. Eniong, oto otdadlo 2 to
natdl mapouolalel SuokoAia pe tnv amootaon KabBw¢ akopo SuockoAeleTtal va
EeKOAANOEL TIG EIKOVEG AOYW TWV KvNTIKwV SuokoAlwv tne. Eywve pia mpoondbesia va
TIPOXWPNOEL 0TO 0TASLO0 3 OMou otadlakd £6elyve va katalafaivel Tov Tpomo Kal va
umopel va Slokpivel to €mBUUNTO KOL TO N €mBUUNTO QVTIKElUEVO. AKOUQ,
dtacape oto otadlo 3 B 6mou kaAeital to matdi va KAveL SLAKpLon OVALESA O€ TPEIG
ELKOVEC €K TWV OTtolwv N pia eivat Asukn.

To Zvotnua Emkowvwvieg Méow AvtaAlayng Ewkovwv (PECS) avamtuxbnke
WG €val eVOANOKTIKO / €MAUENTIKO oUOTNUA ETILKOWVWVIAC Ylot UIKPOUG Ot nAKia
HOONTEG e SlatapayxEg auTloTkou pacpatog ( Bondy & Frost,1994 a).

O oyxeblaopog tou PECS kalL n oslpd pe TNV omola €xouv kaboplotel ta
BApata tNG apxkng ekmaibeuong £xouv emnpeaotel amd v TEPLypodr Twv
AekTtikwv cuvtedeotwy (verbal operants) tou Skinner (1957), kat amno tnv mpocEyylon
™G avAaAuong TnG ouunepLdopdg yla Tov autiopo (Bondy,1998)(Lori Frost, M.S. CCC
— SLP kat Andy Bondy, Ph. D, 2013).

2.5. MeAAOVTIKEG TPOTACELG
2.5.1. MeAAOVTIKEG TPOTACELG yLa TNV MEPinTwon tng M.

H M. elvat éva moudi 11 stwv (Hu. Tev. 3/3/04) pe ouvépopo Rett.
MNapakoAouBel AoyoBepameutikd mpoypappa and 1o 2005 kat €xel BeAtiwOel o€
OPKETOUC TOMELG. OL SU0 KUPLOL OTOXOL TOU BEPATEVUTIKOU TIPOYPAUMOTOC HTAV O
OTOMOTOTPOCWIILKOG OUVTOVIOUOG KoL N €Loaywyr €VOAAOKTIKOU TIPOYPAUMOTOC
ETUKOLVWVLOC.

Mapolo mou n M. mapouaciace Mpoodo Kal KatopOBwaoe va emIteVEeL EWC Eva
onUelo TOUG OTOXOUG QUTOUG, Kplvetal avaykaia n ouvéxwon Ttoug. [o
OUVKEKPLUEVQ, TIPOTELVETAL N XPON ETUKOWVWVIOC LECW PAEUUOTOC LE TIEPLOCOTEPEC
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ELKOVEG. AKOUA, EVaG AANOG OTOXOG Elval N HeElwON TNG UTEPTOVIAG OTLG TTAPELEG KOl
Ta XelAn tNG. Na va mpayupatonotnfel n Helwon TNG UMEPTOVING OTA CUYKEKPLUEVA
HEPN TOU TPOCWTIOU XPELALETAL va YiveEL HooAl TOU TPOCWIIOU, ECWTEPLKA KO
e€WTEPIKA, yla TNV YOAAPwOon Twv TAPEWWV Kol yla tnv PeAtiwon Ttou
OTOMQTONMPOCWTIILKOU  CUVTOVIOMOU. EmutAéov, oTOXO¢ Yyl TO OepameuTikod
npoypappa Tng M. Ba gival kat n avetn dlaxeiplon tpodwv mou dacmwvtat Kat
kpttowilouv 7, dnAadn oe tpodégc mou €xouv dlaitepn olvotaon Kot uodn.
Mpokelévou va TpaypatonolnBel o otdxog autog xpelaletal va ekmaldeuTel otnv
paonon aitepwv uvowv tpodng mou n M. Seixvel 6Tl awoBntnplakd TNV
amoSlopyavwvouv Katd tnv pdacnon. Télog, n M. xpeldletal va ouvexiosl va
EKTIALOEVETAL KOl ylo TNV KaAUTepn OSloxeiplon tng moong vepoU 1 XUMOU HE
KQACLLLAKL.

2.5.2. MeAAOVTIKEG TPOTACELG yLa TNV Nepintwon tng EL.

H E. elvot éva moudt 12 etwv (H. lev. 26/08/03) pe ouvépopo Rett.
MNapakoAouBel AoyoBepameutikd mpoypappa amo to 2007 Kot YEVIKA N €lKOVA TNG
KaB® ~ OAn tnv OldpKela Tou OePATEUTIKOU TIPOYPAUHOTOG TIOPAUEVEL OTABEPN.
Qotoo0, uTtdpxouv PoPEC TTOU VW £XOUV eTITeVXBEL kAToLoL amd Toug 0TOXOoUG ToU
npoypappatog n EL. moAwvépopet.

Karmoleg HeANOVTIKEG TIPOTACELS Yla TO AoyoBepameuTikd mpoypappa tne Et.
glval apytka n evéuvauwon tng paonong Kabwe Kal N peiwon tou pubuou oitonc.
H E. epdavilel pia Aatpapyia Katd tnv oltion, Kot yio auto Xpelaletal vo LABeL mwg
elval n cwotn Sladikacia oitiong. Mo cuykekpLUEVa, XpeLAleTaL va eKTALOEUTEL OTL
TPWTO VA SAYKWVEL EVA KOUUATL, LETA VA TO LOLOAEL, VA KOTOTIVEL KAL OTNV CUVEXELA
Va KAVEL TNV EMOUEVN UTTOUKLA. Evag dAAog BepameuTikOg 0TOX0G €lval n KOtovonon
amAwWV evtoAwv KaBwg emiong kat n ekpopad Kal n xprion tou “vat ~. MNpokelpévou va
KaTtapEPEL VoL KATAVOEL OMAEG EVIOAEC Ba xpelaoToUV TIOAAEG emavaANPeLs. AKoua,
yla va evtoyxBel to “val “oto Ae€lAoyLo TG XpeLdleTal o KABe emBUUNTO AVTIKELHEVO
va TG yivetal n epwtnon €av to embupel, wote va Label va amavta “val “yla vo To
naipvel. TEAOG, akopa €va otoxo amoteAel n Sldkplon SUO AVTIKEWMEVWY UE KOWVA
otoeia. Mo mapadelypa, auTd Ta AVIKEILEVA UITOPOUV VA AmoTEAOUV OET o TO
610 oxnua, amnod to idlo xpwua A Kal ano tnv bla katnyopla.
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JUUMEpaoua :

H adopun ywa tnv emiloyn TNG CUYKEKPLUEVNG Epyaciog Atav n meplypadn
Tou « Xuvdpopo Rett », n ocupBoAn tou AoyoBepameutry oto BepPAMEUTIKO TTAAVO
KaBwg KaL n apouciacn KAMoLwY LEANOVTIKWY TIPOTACEWV.

O okomog autog uhomolOnke, KaBw avallBnKe eKTEVESTEPA 0 OPOC Kal Ol
€vvole¢ tou RTT,n autohoyio kat n &idyvwon tou ouvdpopou KabBwe kal Ta
XOPAKTNPLOTIKA Ko N €EEALEN TOu. MaPOUCLACTNKAV OVAAUTIKA Ol TIEPUTTWOELG TNG
M. kat EL, tTwv 800 KopLtowwv Tou amotéAecav tn BAacn TG €PEuvag AUTAG TNG
epyaciag. Eywe pla mAnpn avadopd Twv LOTOPWKWV TOUG KoL avaAudnkav Ta
XOPOKTNPLOTIKA OTOLXElD TOUCG, OTn OUVEXela TieplEéypaa To AoyoBepameuTiko
poypappa ou akoAouBnoav ta dVo matdid. MapdAo mou Kal oL SU0 MEPUTTWOELG
adopouv oxebov cuvounAka kopitola pe cuvépopo Rett, woTtdo0 N KAWLKN €LKOVA
TOUG KOl KOTA €EMEKTaon To Oepameutikd Toug mAAvo OlEdepav. Emiong,
napatnpndnkav kot Siadopéc otnv €€EAEN Twv SUO TMEPUTTWOEwWV. TEAOG,
Tmapouaoiaca KATOLEG LEAAOVTIKEG TIPOTAOELS TTOU Ba punmopovoav va ehapuooTouV
OTO OUYKEKPLUEVA Kopitola. Ol OUYKEKPLUEVEG TIPOTAOEL €lval €VOELKTIKEG,
TIPOTUTIEG KOl BoNONTIKEG KAl AMOTEAOUV £Va OVTLTIPOCWIIEVTLKO Selypa aAld Baoel
QUTWV KoL TNV €MiTEVEN TOUG 1 OXL A0 T CUYKEKPLUEVA Kopitola, Ba pmopouv va
0pLOTOUV TIEPLOCOTEPEG LOEEG OL OTOLEG PE TN OELPA TOUG Ba €XOUV CUYKEKPLUEVO
otoXO0.
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