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EAO1: MEAETH MHXANOIPA®IAZ AAMATOZ SINGLE TWO LEGGED JUMP (S2U) fE NAIAIA ME
EFKE®AAIKH NAPAAYZH.

Kupidkog Maptdkng!, Christina Stark?, Evelyn Alberg?, Christiane Bossier?, Eckhard Schénau®, Oliver
Semler?, Ibrahim Duran3

1. Nowdoveupoldyog, Tunuo Mawdoveupoloyiag kat Kowwvikng Maidtatpikng, Noookopeio Maidwv
Mavemnotnuiov KoAwvioag, Mepuavia

2. QuoloBepameutng, Kévtpo MpoAndng kat Amokatdaotacng, Unireha GmbH, Nocokoupeio Maidwv
Maverotnuiov KoAwviag, Meppavia

3. Nawdoveupohdyog, Kévipo MpdAngng kat Amokatdactaong, Unireha GmbH, Noookopeio MNaidwv
MNaveniotnuiov KoAwviag, Mepuavia

4. Naidoevdokplvoloyog, Tunua Evdokpvoloyiag kat IkeAetikwv Mabroswv, Noookopeio Maibwv
MNavemniotnuiov KoAwviag, Mepuavia

Ewoaywyn: H unxavoypadia dipatoc (jumping mechanography) single two legged jump (S2LJ) amoteAel
ONUOVTLKO SLoyvwoTikO epyaleio yla tnv afloAdynon kal mapakoAolBnon Tng Kwntikng Aettoupylag oe
vy add. To UPoG AARATOG, N MEYLOTN TOXUTNTA Vimax, KABWE KaL N LEYLOTN LOXUC TIPOG TN A0 CWUATOG
(Pmax/Haa) eival oL cuXVOTEPOL TAPAUETPOL TTOU KaTaypddovtal otn punxavoypodia GApatog.

ZKOTOG: IKOMOG TNG MEAETNG NTAV N eKTiKHNON TN aflomLoTiag Kal TG eykupotnTag tTng phxavoypadiag
aAparoc S2L) og matdia pe eykedadikn mapaluan.

M£0060¢: MNa tnv napovoa peAétn aflohoynoape 215 efetdoelg S2L) o éva mMAnBuoud 75 madlwy pe
eykepaliky mapdluon. Kabe acBevr¢ umoPfAndnke otn Sokiacio tpelg ¢opés. Ta amoteAéopata
XPNOLLOTIOBNKAV YLOL TNV EKTINCN TNG EMAVAANPLLOTNTAC TG E€€TOONG.

Mo tnv afloAdynon Tng eykupotnTag tng pnxavoypadiog dApatog S2LJ, akoholOnoe n €€tacon pe Gross
Motor Function Measure (GMFM-66) oe 135 meputtwoelg, €viog efdouadag amo tn pnxovoypadia
AApaTOoC.

AntoteAéopata: Ol GUVTEAEOTEG SLAKUUAVONG VLo TIG KUPLEG TTAPAUETPOUG KUMAVONKav HeTaof 6,15% Kot
9,71%, €KTOG Ao To UEYLOTO UPOG AApaTOG (CV% = 27.3%). OL OUVTEAECTEG EVOOCUOXETLONG YL TN UEYLOTN
Tax0TNTA (Vmax) KaL TN HEYLOTN LOXU/MALA (Pmax / pala) Atav 0,927 kat 0,931. Ot Vimax KOL Pmax/pala ATav
eniong oL A€oV £yKUPOL TTAPAETPOL KATA TN cUYKPLON LE To okop oto GMFM-66 (>0,7).

Tupnepaopara: H pnxavoypadia dApatog S2LJ, kat dlaitepa n UEAETN TWV TAPAMETPWY Vmax KoL
Pmax/ala amoteAel éva aflomioto Kal €ykupo gpyaleio yla tnv afloAoynon tng Kntkng Asttoupyiog
maldlwv Pe eykepalikn mapdiuvon. H olykplon tng eykupotntag £ywve pe to GMFM-66, mou amoteAel
emiong €ykupo epyaleio yla tnv e€€taon KIVNTIKWY AELTOUPYLWV TTALSLWV HE eyKedaALkn opaiuaon.

EA02: KOPITZI 4 ETON ME NAPEXH OPIZONTIAZ BAEMMATIKHZ KINHZHZ KAI NMPOOAEYTIKH
ZKOAIQZH (HORIZONTAL GAZE PALSY WITH PROGRESSIVE SCOLIOSIS, HGPPS).

AnuAtplog Xaupac!, rewpylog BaptleAng?!, Avactacio Kopwval, EAévn-Mapia Nanatéotal, Nrewpyia
Apouvtla?, Avaotaoia Frapoudn?, lwdavvng Nikog?

1. B'Nadtatpikn Naventotnuiakr KAwikr, Nocokopeio Naibwv ABnvwyv «M. & A. KuptakoU »
2. Tunua Afovikng kat Mayvntikng Topoypadiag, Nocokopeio Naidwv ABnvwyv «n Ayla Zodia»

Ewcaywyn: H HGPPS ( Horizontal gaze palsy with progressive scoliosis) eival pila omavia cuyyevig
Statapayxn mou xopaktnpiletal and napeocn twv oplloviiwy culuywyv KIVAoEWY, LE Slatnpnon tng
K&BetnNg 0dOaApOKIVNTIKOTNTOG KAl cUVOSO TIPOOSEUTIKY OKOAWGON. ATELKOVIOTIKA SLoyVWOTIKA
otolyela-kAeld1d anoteAouyv: 1)n unonAacia yépupag KoL ToU TPOURKOUG, 2)n eV Tw Babel yedupikn
oxtoun (split pons sign), 3)n amouvcia twv AodpLdiwv Mpoowrnikol pe emakdAovOn npodobLa poBoln
Tou e68ddoug tng 4" kolkiag, 4)o mpounkng oe oxnua metaAoudag rp opBoywviou Pe EMUMESWON TWV
EMOPUATWY LoxvoU kot opnvoeldol¢ mupnva 5)n okoAiwon. KAnpovopeital PHE QUTOCWUATIKO
UTIOAELTOMEVO TPOTTIO KoL odeiletal o petadagelg tou yovidiou ROBO3, mou cuoyetiletal pue tnv
KUTTAPLKI HETAVACTEUCHN, TO XLOOUO TwV TUPOULSIKWY odwv Kol tn dtapopdwon tou omicBlou
gykedpahou, yeyovog ou eppunveVEL TA KALVLKA/QTTELKOVIOTIKA EUPNUATA.



ZKOmOgG: AmelkovioTtikn Sltepelivnon acBevoug e KAWVLKA eikova HGPPS.

Napouociaon MNeplotatikol: OAAU 4 €TwV pe eAeVOEPO OLKOYEVELOKO LOTOPLKO Tapouaotalsl amod 4
pnvwv aduvapia optldvtiag odpBalpokivnong pe Satnpnon Twv KABETWY KLVACEWV. ZTNV KAWVLKNA
g€€taon OSlamotwvetol 6e€lokuptn Owpakiky okoAiwon. Aievepyesitat MRI gykepaiou/Is kat
Seopboypadia omou damiotwvetal: 1)tpocdia mpoPolr (a tent) tou edddoug tng 4" Kolhiag Adyw
anouoiag Twv Aoddiwv tou mpoowrnikol (facial colliculi) kot peiwon Tou 6ykou TG Yédupag Kal
TIPOUNKOUG 2)EMUAKNG eV Tw PBaBel yedpupikn oxwopn (split pons sign) 3)mpounkng os oxnua
«metadovdac» 4)amouvaia xtaopou twv deopidwv ¢ dpAolovwrtiaiag odou, 5)atpodia Twv WVwv ota
KATW mapeykedaAldika okéAn 6)5eELOKUpTN BwpaKkLkr oKoAlwon.

Tupnépaopa: H KALVIKA €LKOVO CUVEUOOTLKA [LE TO OTTELKOVLOTLKA UPHOTO ETLBERALWVOUV TN
Stayvwaon tng HGPPS. Mepattépw €leyxog nmepthappavel aAAnAovyilon tou ROBO3. OgpameuTIlKOg
OTOXOG €lval N TPWLHUN OVILLETWTILON TNG OKOAlwoNG.

EAO03: MEPITPADH MNEPIZTATIKOY MH EFKAIPHZ KAl AYZXEPOYZ AIATNQZHZ ZYITENOYZ MYONAGEIAZ.

Awovuoia FkoUyka, AyyeAwkn Matpivol, Baowlikry Moulibou, Evudyyelog MapaokeouAdkog, XapaAoumog
KoétoaAng

NeupoAoyikr) KAwvikn Fevikol Noookopeiou Naidwv MevtéAng

Eloaywyn: 2Tig cuyyeveig puomabeleg avikel pia mAnBwpa mabnoswyv Leyaing mowilopopdiag, aAld kot
ME Ko oTolyela Omwe n umotovia Kot n HuLkn aduvapia. Opellovial o YEVETIKEG SLATAPAXEG KOl OL
TEPLOCOTEPEC MAPOUCLAOVTOL KOTA TN YEVwNoN N we TNV taldikr) nAwia.

Napouociaon Meplotatikol: Mapouaotaletal N MEPUTTWON KOPLTOLOU TIou TPOCNABE otnv KAWVIKA UOG OF
nAtkiae 11 eTwv mpokelpévou va efetaotel yla mpwtn ¢opd amd veupoloyo. H acBevrig mapouctalet
SuokoAia €yepong, Suoyépela Badlong, evw Badilel pue kvnuomodikoug kndepoves. H ANE avedelfe puikn
aduvapio (evtovotepn ot KATW OAKPA), EKTETOUEVEG MULKEG OTPOPIEG KOl MELWHUEVEG TEVOVTLEG
OVTAVOKAACELS. A0 TO LOTOPIKO TNG aoBevolg ovadEpeTtal MUK aduvopia amo YEWNOEWG Kot
kaBuotépnon evapéng Badilong. Ze nAkia 15 nuepwv uTEPANON 0TO MPWTO XELPOUPYELO AOYW CUYYEVOUG
e€apOpnpatog Loxiwv ko akoAouBel pia oslpd opBomedikwy Xelpoupyeiwv oe nAtkieg 2,3,4 ka9 eTwv. Ao
nAkiag 4 eTwv akoAouBel mpoypapua uoloBepaneiog. To OLKOYEVELAKO TNG LOTOPLKO €lval eAeVBepo.
Katd tn voonAeia tng 0oBevolg otn KAWIKN €YlVE OLUATOAOYIKOG €Aeyxog (mMANPNG BLoxnuikog,
METABOAKOG, LOAOYIKOC, AVOCGOAOYLKOG, EAEYX0G BupeoelSiIKkn G Asttoupyiog) xwplg maboloyikd euprpata.
AkoloUBnoe veupoduaolohoylkog €Aleyxog omou To HNIE nAtav ¢ucloloyikd kat to HMI xwplg
XOPAKTNPLOTIKA gupruato Aoyw tng atpodia¢ twv efetacBéviwv puwv. Mpaypatomnoibnke Boyia
OEPUATOG-UUOG N omola aveédelfe puomadnTikéG aANOWWOELS TOU TUTIOU TNG central core-minicore
puonaBetag. O poplakog EAeyxog ou akoAouBnoe dev aveédelfe LETAANAEN AVTIOTOLXN TWV EUPNUATWY TNG
Boyiag. H odpBaApoloyikn kat kapStoloyikn €€tacn Atav GUOLOAOYIKEG, EVW OTNV TIVEUUOVOAOYLKA
e€etaon davnke petpiov Babuol meploplotikn mveupovomnabela. H aoBevrg e§akolouBel va Bploketatl
UTO mapakoAouBnon, ouveyilel T duoloBepameleg Kol £XEL TPoypOpMATIOTEL  TANRPNG E£AEyXOG
YOVISLWUOTOG.

Tupnépaopa: To MOPAMAVW TIEPLOTATIKO TOVI(EL TN onpaciol TG £YKAPNG EKTIUNONG TWV KWWNTKWVY
Slotapaywv amd VEUpoAOyo yila tnv aoddalela tou acBevoug. Amo tnv GAAn, n un ocupdwvia Twv
anoteAeopdtwy TG Plodiag Kal TOu YeVeETIKOU €Aéyyou umoypauuilel tnv Unapén meplBwpiwv
BeAtloTOmoinong TwWV KALVIKOEPYAOTNPLOKWY EAEYXWV.

EA04: TPAYAIZMOZ Q2 XAPAKTHPIZTIKH KAINIKH EKAHAQZH ZE A2OENH ME NOzZO BATTEN-CLNS3.

Jwtnpia Moaotpoylavvn?!, ZtéAMa Molokou?!, Kwvotavtivo¢ BoUspnc!, Baothikfi Xoulidpa?, Tewpylog
BdptleAnc3, Avaotaoio Kopwva?, Tpopdyda Kapakdpn?, Euctadia Katoapou-Nektacidn?

1. NeupoAoyikd Tunua, Nocokopeio Maidwv ABnvwv «Mav. kat AyAaia Kuplakou»

2. Neupoloyiknr KAwikn, M'eviko Nocokopeio Nikatag «Aylog MavteAeruwv»

3. B’ Mavenotnuiakn Mawdatpikn KAwikr, Noookopeio MNaidwv ABnvwy «IM. & A. KuplakoU»
4. Tevetiotpla, Adaktwp lvotitovtou OdpBaiporoyiag UCL



Ewoaywyn: H veupoloywknp Slotapayn Aoyou Beswpeital cuxv ekdniwaon tng voocou CLN3 (Human
Phenotype Ontology Database). O tpauAlopog e16ikd, €xel mpoodata avadepBel we pia amod Tig
ekdnAwoelg tng CLN3.

ZKOMOG: Asv UTIap)OUV Sedopéva yia To TUTIo/eld0¢ Twv Slatapaxwv AOyou KoL TOV XPOVO eKSHAWONG TOUG
otnv €€€ALEN TnG vooou CLN3.

M£0060¢: Mapouotdloupe mepimtwon acBevoug nAwkiog 16 stwv pe CLN3. To mawdi sixe ¢$pOdoeL os
QTWAELD 0pacnG otnV NAWKIA 4 eTwv Kol Ehepe TNV 0POAALOAOYLKN KALVLKN SLAyVWaon TNG OTTTKAG aTpodiag
Tumou Leber. Ztnv nAkia 10 eTwv eKTUAONKE 0TO TUAMA Hag AOYyw eMeL00SIOU OTTACHWY. TNV NALKLO QUTH
Sev epuddvile AMeC vEUPOMOYIKEG 1 VONTIKEG/OCUUTTEPLDOPLKEG SlatapoyEG. Sta emopeva 6 xpovia n
enAnia tou Atav HEPKWE EAeyXOUEVN (5-7 oUVTOpa EMELCOSLA/ETOG, UTIO TPLTAR QVTLETUANTITLKY oywyn).
O TPOaUALOUOG epdavioBnke otnv NALKIO TwV 12 €TWV KL KOTESTN OTASLOKA £VA ONUOVTIKO TPOBANua. H
OMWAla Tou Katéotn un katavontn Adyw Slakomwv otnv mapaywyn ¢$Boyywv, akouoleg EMOVOARPELS
AE€ewv Kal TUNUATWY Aé€swy, empunkuvon ¢Boyywv f Stakomn Adyou yla apkeTd SeutepOAemTa. EvtoTikni
AoyoBeparneia nTav anoAUTwe avamoteAeopatikn. Auti n e¢€AEn obnynoe otnv avaBewpnon Tng apXLKAG
Slayvwong tng omtikng atpodiag tumou Leber. H veupoloyikn e€étaon amokdAue frieg Suotovikol
TUTIOU €KONAWOELG e avaloyn N emdeivwon tng Badiong tou. Asev avadepBnke cadng embeivwon
000V apopd TNV YEVIKN CUUTEPLPOPA Kal akoSnUAiKr Tou emidoon ormd TO OLKOYEVELAKO KOl OXOALKO
niepBaAlov. EAeyxocg pe WES amokaAupe ko maboyovo petdAlagn oto yovidio CLN3 [c.460+1_461-
1_(677+1_678-1)del].

Tupnepaopata: H vooo¢ CLN3 ekdnlwvetal pe toxéwg e€eAlocopevn amwAela 6pacng , n omoia
akoAouBeital amd vontkn E€kmtwon, ermlnyia, Statapaxég Adyou, Slatapaxeg cupmepLdopds Ko
KWNTIKEG Slatapoyéc. H Sldyvwon tg vooou pmopel va koBuotepel emeldn n vontikn €kmtwaon, ol
SlatapaxEg cupmepLdopag Kot oL KvnTikéG SuokoAieg pmopel va anodibovral otnv coPfapn EKMTWON TG
opacng. O coBapog TPAUALOUOG lval o Stakpltr) KAWLKA ekdAAwaon mou Umopel va umtodelkvUEeL TNV
Stayvwon tng CLN3 o€ aoBevn pe mpwiun tUAwon mpLv tnv mAnRpn ek6NAWON TG VEUPOAOYIKAG EKITTWONG.

EAO05: ZYTKPITIKH KAINIKH MEAETH BAZEI GMFM THZ OMIZOIAZ PIZOTOMHZ ME TH ZYNTHPHTIKH
OEPANEIA ZE NAIAIA ME ZNAZTIKH AINAHTIA EZAITIAZ ETKEQAAIKHEZ NAPAAYZHE.

rnwpyog rewpyoulnct, Xpuoddn Mnair?, Pevdta Moutotlou?, Apyupng Ntwonoulog?

1. Neupoxelpoupydg, Maidoveuporoyikry Movada, latpeio Eykedaikng MNapdiuong, M.M.N. «ATTikOv»,
ABnva, Neupoxelpoupylkd TuAua, MN.MNaidwv «Ayia Jodia», ABrAva, Neurochirurgie A, Hopital
Neurologique “Pierre Wertheimer”- Lyon, Université Lyon 1, France

2. QuotkoBepamneutng, Natdoveupoloyikny Movada, latpeio EykedaAikng Mapdiuong, M.M.N. «ATTIKOV»

3. Mawdoveuporoyog, Natdoveupoloyiky Movada, latpeio EykedaAikng MapdAuong, M.M.N. «ATTIKOV»

Ewoaywyn: Ot OmnioBileg Pllotouég epapuoloviol €UPEWS KAl OTTOTEAECUATIKA yla tn Bepameia tng
OTAOTIKOTNTAG 0 Taldld pe SutAnykn eykedaAikn mapdluon. Qotdéco, Sev mpokumtouv ocadn
CUMMEPACUATA WE TIPOG TOV BETIKO TOUG POAO 0Tn BeATiwon TG AeLTOUPYLKAG EKBacnNG.

IKOMOG: H oUyKeKPLUEVN HEAETN OXESLAOTNKE Yyl va UTTOAOYIOEL TIG METABOAEC oTnV adpr KvnTKN
AELTOUPYIKOTNTA £Va XPOVO LETA Ao tn Slevépyela onioBlag pl{otopng os matdld og oclyKpLon He opada
maldLwv ou akoAouBoloe poévo nmpoypapua ducikobeparneiag.

M£0060¢: EEL tadid (1.o. nAtkiag: 8 €tn) unefAnNOnoav os omicOla prlotopn Kal avtiotoya £€L matdid (U.o.
nAkiag: 9 £tn) akoAolBnoav pucikoBepamneia pall pe e€atoukev uEVeg ouvodeg Bepareieg. H Gross Motor
Function Measure (GMFM) mpaypotornol0nke otoug £€L kat dwdeka pAvec. EmutAéov peletnOnkav ot
kAlpakeg Ashwotrh, Tardieu, Gilette.

AnoteAéopata: MNapouaidotnke cadng Bertiwon otn Lelwon TNG OMAOTIKOTNTAG OTA e TTaLSLA Je omioBla
PL{OTOMN OUYKPLTIKA HPE TNV opdda egléyxou. To GMFM score mapouciacs 6 €KOTOOTIOIEC MOVASEG
npopadilopa.

Tupnepaoparo: o TO TPWTO £TOG HETA TV omicOla pL{oTour TAPOUCLAlETUL ONUOVTIKA UEYAAUTEPN
Aettoupyikr) BeAtiwon os matdLd pe eykedaAikn mapalucn Pe €Vtovn TV ToPoucia TG omaoTikoTNTac.



EA06: H NEYPOINQZTIKH EIKONA NAIAIQN ME ZYNAPOMO RETT.

Evayyelia Fapepaldkn?, Apopurhic-Xpuor) MoAeylavvdkn?

1. WuxoAoyog, Metamtuylokn pottntpla, AplototeAelo Mavemiotipo Oscoalovikng
2. NawdoveupoPuxohdyoc, Aéktopag, Maveniotruio Aseukwoiag, Kompog

Elwoaywyn: To cUvSpopo Rett (RS) eivat pia yevetikn veupoAoyikn Statapoyr mou ekSNAWVETAL cUXVOTEPQ
oe kKopltowa pe emumohaocpo 1/10000-25000 yeVWAOELC. ITO  XAPAKTNPLOTIKA TOU Ouvépouou
OUYKQTOAEYOVTOL N VONTIKA KOL ETMLKOWVWVLOKY OTACLUOTNTA, OL KWNTLKEG KOl CUUTMEPLPOPLKEG
Slakupavoelg, kabwg kot n oAvdpopunon twv deflothtwy.

Ikomog: H moapovoo epyacia ovabewpel tv tpéYouca BiBAloypadia yla TA VEUPOYVWOTLKA
XOPAKTNPLOTIKA Tou RS.

M£0060¢: ZUVOALKA KortaypadnKay 28 LENETEG OXETIKEC E TN VEUPOYVWOTIK Asttoupyia madwy pe Rett,
oL ornoieg avalntnOnkav péow nAektpovikwv Bacewv (PsycINFO, Expanded Academic, Web of Science,
PubMed) yia to Stdotnua 2000-2018. Ta kpltipla cupnepiAndng twv peAetwy ftav: 1) ol epyacieg va
elval dnuooteupéveg oe meplodika Pe Kpion SUAG TtudAn, 2) n mpwtotunn popdn TOug va elval
dnuootleupévn ota AyyAlkd, 3) vo mepAapPBAvouv TIC OmMAPAITNTEG OTATIOTIKEG Kol HEBOSOAOYIKEG
mAnpodopleg, wote n epyacia va pnopel va emavaAndBel emiBeatwtika.

Tupnepaopara: Eva amo ta mo gpdovh VEUPOYVWOTIKA eAAeippata oto cUvSpopo Rett amotelel n
coBapol Babuou vontikn avannpio. ZuvABwg To YVWOTLKO eminedo eival avaioyo tng nAkiag katd tnv
omola &ekivnoe n mMaAvépounon. AvarmoomaoTto KAWVIKO XOPOKTNPLOTIKA oTo RS eival n cofaprn KwnTikn
naAwvdpounon. H Suokolia oTig eKoUOLEG KIVAOELG TwV Gvw AKpwV Kat ot Statapaxeg Badlong ouviotolv
altieg ywa tnv epdavion ampafiag kat atafiag. Sta YyAwoolKdA/emkowwviakd eMAeippata tou RS
cupnephappavovtal ot SUCKOALEG aTnV KOTAvVONGN KoL OTNV amoKpLon, oL onoieg pOdavouv eviote oto
onuelo NG amwAelag Tou AGyou. ZuXVH QMOPPOLX TWV ETKOWWVLAKWY EAAEWUUATWY OTOTEAEL N
avtlotaOuLoTtikn xprnon tng PAeppatikng emadng. H Baputnta tng emAnyiag, n omola eudaviletal o
TI0o0O0TO €w¢ Kol 80% oto RS, £xel Bswpnbel WG TMPOYVWOTLKOC TOPAYOVTAS OTL VEUPOYUXOAOYLKEC
petpnoelg. Télog, ota duvatd onueia Twv modlwyv pe RS MPOOUETpWVTAL N KAAN LKOWOTNTO OTTTLKIG
T(POGCOXNG, N KavoTNTA SLAKPLONG TTOAUTIAOKWVY EPEBLOUATWY KAl N HAKPOXpovn UvAun. Zuvoilovtag, n
oKlaypadnon TNG VEUPOYVWOTIKNG ELKOVAG 0To RS elval onUavtikh otnV €MAOYWVY OTTOTEAECUOTIKWY
VEUPOYVWOTIKWV apeUBAacewv os madid e RS.

EA07: BPEOZ ME YMOTONIA ZTA MAAIZIA 2YNAPOMOY SMITH KINGSMORE.

‘EAAN - Mapia Nétpou, KAeww Aackahakn, EvayyeAia MmoxAaBa, Awatepivn Mavvion, XpuooUAa
MuyoAétou, MFewpylog 2tokidng, Mapiva KatoaloUAn, Bipywvia Osodwpou

latpog, Neupohoyikr) KAwikn, Mevikd Nocokopeio Maidwv «H Ayla Zodia», ABrva

Elwoaywyn: H umtotovia otnv Bpedikn nAwkia amoteAel cuxva Kupiapxo CUUMTWHA TIOAWY GUCTAUATIKWY
nadnoswv. Itnv  Sladopodlayvwotik Tpootyylon  TPEMEL va cuumepiAndBOouv maboloyieg mou
EUMAEKOUV onpeLloAoyka To KNZ, to MNI Kal To puiko cuotnua. Ta VOO HOTa QUTA aVKouV 6To Gpacua
CUYYEVWV , KANPOVOLLLKWYV N LETABOAKWY Slotapaywy.

ZKomoG: H avadelén tng ouPBOANG TNG YEVETIKNG LEAETNG OTNV EyKaLpn KoL akpLBr diayvwon kat n amoduyn
HOKPOXPOVIWVY Kal TTOAUSATIOVWY VOO AELWV.

M£0060¢: Bpedog OAU 5 pUNVWV HE LOTOPLKO TIPOWPOTNTAG VOONnAsUTNKE Tipog Siepelivnon Baplag
umotoviag Kal avamveuoTikng duoxépetag. KAwvikn elkova pe xapnAn npéoduon witwv, kabilnon pvog,
oTPOPBLOUOC, YEVIKEUMEVN uTtoTtoviol Kal apedAetio Avw Kol KATW GKpwv. AlevepynBnke epyaotnpLakog
€\eyyxog mou mep\auPave puika éviupa(CK, CK-MB, LDH), NHs, yoAaktikd of0 kal éAeyxo BupeoelSIknG
Aettoupyiag. Eywve emiong amewoviotikog éAeyxog ue MRI eykeddalou Kat u/s kokiag . OAog o apxtkdg
£PYOOTNPLAKOG KOL OITELKOVIOTIKOC €Aeyxo¢ Atav ¢GucLloAOyLlKOC. EkTiunOnke amod to KopSLOAOYLKO,
0pBaAUOAOYLKO  KOL  OKOUOAOYIKO  TUAUO  Xwplc Tmoaboloylikd  eupruata.  Mpoxwpnoope
Sladpopoblayvwotika amokAsiovtag ta cuvnBéotepa aitia Bpedikng umotoviag. Eywve HETABOALKOG



€\eyxog, EAeyX0G YLot AUCOCWHLAKA aBPOLOTIKA VOO LOTA, ULITOXOVOPLAKA Voo pata, vooo Pompe, vooo
Gaucher, ouUvépopa Prader-Willy, SMA, ouvdpouo Kearns-Sayre, PBAsvvomoAucakxopldwoelg Kot
KapUOTUOG TToU ATAV OAa apvnTkd. To HMI-HNT avédelfe supnpata XpovLag amoveUpwaong, LUOTIOONTLKEG
HOVASEC KOl EKTETOHEVO AMWSEN OTO. AOYyW TOU QVWTEPW OPVNTLKOU €AEyxou o ocuvduaoud HE TNV
SLapkwe emISelvoUpevn KALVLKH ElKOVA Tou Bpedouc mpoxwproope os whole exone sequency ou avedeile
opoluywrtia otov yovoturo NBAS kol gtepoluywTtia otov yovotumo MTOR pe tnv eUpeon tou efoviou
MTROR :NM_004958:exon 40:5653G>A:pV18851 mou avrtlotolxel otov ¢awotuno Smith Kingsmore
syndrome.

Tupnépaopa: To WES amotelel texvikA mou TpoodEPEL TNV HEAETN OAOU TOU YyoVISLWHATOG KOl £ivoil
dLaltepa XpRoLLO OE TEPUTTWOELG LE OUUMAOKN ONUELOAOYLO XWPLG OUWG N KALVLKY ELKOVA VA TIOPOTTEUTTEL
0€ KAmolo ouvSpopo.

EAO08: IQSEC2-ZXETIZOMENH EFKE®DANONMAGEIA ZE AZOENH ME X-OYAOZYNAETH NOHTIKH YZTEPHZH.

Kuptékog Maptéaknc!, Anne Koy?, Anja Holz?, Peter Herkenrath?, Walid Fazeli®

1. Nawdoveuporoyog, Tunua Natdoveupoloyiag kat Kowwvikng Mawdiatpikng, Noookoueio MNaidwv
Mavemnotnuiov KoAwviog, Fepuavia
2. Tevetotng, lvotitouto Mevetikng Tooumiykey, Mlepuavia

Ewoaywyn: H aAAnAoUxlon emdpevng Yevidg (next-generation sequencing) XpnoLUOTMOLELTOL CUXVA yLa ThV
Slayvwon nabnoewv pe TuBavo yeveTikod umoBabpo. MetaAldgelg oto yoviblo IQSEC2 (xpwuoowa
Xp11.22) euBuvovtal yio puloolvdetn vontikng uvotépnon tomou 1 (X-linked mental retardation 1 1
MRX1) o appeveg aAAa kot OAelg acBeveig. To IQSEC2 kwdikomolel Evav mapdyovta aviaAlayng tng GTP,
puBuilovtag tn déopeuon) NG Ke Tov tapayovta piBocuiiwong tng ADP 6 (ARF6) 0TI YAOUTOLLVEPYIKEG
oUVAYELG EVW TTAUTEL ONUAVTLKO POAO OTNV AVATTTUEN VEUPWVLIKWVY SevdpLtwy.

ZKOMAG: ITOX0G Mag NTav n dlepeuivnon mBavrg YEVETIKAG attloAoylog TNG avamtulakng Slatapoyng Kot
srAnyiag piag tetpdypovng a.cBevouc.

M£0060¢ kat eptypadn neplotatikol: H acBevrg elval amdyovog UyLWV YOVEWY TOUPKIKAG KOTAYWYNG,
Xwplg ouyyévela €€ aipotog, e eAeUBepo LOTOPLKO KUNONG KOL TIEPLYEVVNTIKO LOTOPLKO. H mpwtn
TIAPATIOUTI) OTO TOLOOVEUPOAOYLKO TUNUA €ylve ot nAkkia 12 pnvwv, AOyw coBaprg avamrtuilakng
Slatapayxng, LUIKAG umotoviag Kal cUVOEeTNG eotlakng eAniag pe Seutepoyevr) anwAela ocuveidbnong. H
poyvnTkn topoypadio eykedpdlou avédelle yevikeupévn atpodia tou eykedpalou. Ta emavelAnuuévo
pecokploka HEF Atav apvntikd. O cuvduaouog AeBETIPAKETAMNG KOl COUATIAUNG TIEPLOPLOE APXLKA TLG
ETUANTITIKEG KPLOELG, OL omoieg umotpormiaoav o nAkia tplwv etwv. To HEM kpiong aveSelée ayunpd
KUpota kpotadkd. O cuvbuaopog BaAmpoikol 0€€0G, COUATLAUNG KoLl poudLvauibng meploploe Spapatika
TG Kploels. KaBwg n e€€taon kapuotumou, n array-CGH kat n aAAnAouxia Sanger yia MECP2 kat FMR1 rjtav
0pPVNTIKEG, akoAoUBnoe next-generation sequencing pe supL Ttavel yovidiwv oxeti{opevwy pe erthndia.
AnoteAéopata: Evtoniocape etepoluyn de novo petdAAagn oto IQSEC2 (c.1591C>T;p.Arg531*), mou obnyel
oe KwOIKOVIO Tepuatiopol Kal kat eméktacn oe amooUvOeon tou MRNA. Avdaloyeg HeTaMGelg
ocuoxetilovtal pe tnv ekdnAwon ocofapng eMANMTIKAG eykepalomabelag kal katd maca rbavotnta
aroteAouv TV attia tng madnong tng acbevolg.

Tupnepaopata: NMapolo mou ol de novo PN vonuatikeég petalaelg tou IQSEC2 mpokalouv cuviOwg
MEUOVWUEVN SLOVONTLKH UCTEPNON OE APPEVEG, omaviotepa odnyouv os coBapr avamtullakr dlatapayn
Ko erAnretikn eykedodonabela os appeveg Kal OAAELG.

EA09: INTEPOEPONONAGEIEZ: ZYNAPOMO AICARDI — GOUTIERES ZE BPE®OZ 4 MHNQN.

rewpylog NtovAtog?, lwdvva Tpitou?, Katepiva Avayvwotornovlou3, Fewpylog Niwtdkng?

Eldikevdpevog maldiatpog, Natdiatpikr KAwvikn BeviZélelo IN.N. HpakAeiou
AxtwvoStayvwotng, Aktivohoyikd Epyaotriplo BeviZéleto I'.N. HpaxAsiou
Mopiakn yevetiotpla, Genomedica,Melpatdg

Maidoveuporoyog, Matdoveupoloyiko latpeio Bevilélelo I.N. HpakAeiou

o



Elwoaywyn: To oUvSpopo Aicardi—Goutieres (AGS) avriKeL 0TNV EVPELA KATNYOPLA TWV LVTEPDEPOVOTIAOELWY
Kol gival n mo ouxvr) Asukoduotpodio pe ouvodeg eykedaAlkéG amotitavwoels. KAnpovopeital pe tov
OUTOOWLKO UTIOAEUTOUEVO XOPOKTAPO KoL N Slayvwor Tou otnpiletal oe KALWVIKA, OKTLVOAOYLKA Kol
VEVETIKA eupnuata (BA.mivaka).

1 Mpwwung é€vapéng eykedpalomabdela pe  Puyokwntiky KaBuotépnon, OMOOTKOTNTA,
€EWMUPOLSIKA gupriuata, pikpokedalia (katd tov 1° xpovo Lwng).
2 Anotitavwoelg evtom{Opeveg kuplwg ota Paotkd yayyAla, oA Kol €MEKTEWVOUEVEG OTNV
TtepLKOALOKN AEUKN ouola.
3 Avwpohieg Aeukng ouolag.
4 EykedaAikn atpodia.
5 ATIOKAELOLOG TIEPLYEVVNTIKWY AOLUWEEWV.
6 Xpovia Aepdokuttdpwon (5> kUttapa/mm?3) oto ENY xwpic Aoutd otoyeia Aolpwénc.
7 Auénuévn INF-alpha oto ENY (2>1U/ml).
8 Au€nuéveg Blomtepiveg Kal veomtepiveg oto ENY.
9 ZNUOVTLKA CUOTNUOTIKA CUUMITWATO 0T 0PXLKA 0TASLa TG vOoou (euepeBlototnta, SLaTapayES

oltiong kat unvou, avegnyntol mupetol, e€avOnua diknv «xlovioTpag» oTa WTA Kol Tot SAKTUAQ
TWV XEPLWV KaL TWV TTOSLWV.

10 Fovidiakn eruPefaiwon.

Mivakag 1: kpttpla 1 — 5 ouv 6 1) 7 B€touv TNV KAWVIKA Stayvwor). 8-10 uooTNPLKTLKA KPLTHPLA.

ZKOMAG: H SLayvwoTIKA IPOCTEAQCT TOU CUVEPOLOU KaL N ETEPOYEVELA TNG KALWVLKNG EKPPaONG Tou.
M£0060¢: Appev Bpédog 4 unvwy apanéuddnke Aoyw aduvapiag otipleng kedpaing. Kotd To LoTopLko,
avapEpBnke euepebloTOTNTA, AVEENYNTA UTTOTPOTILALOVTA EUTIUPETA UE AUTOUATN UPEDT, TLVAYUOTA KATA
TOV UTIVO KOlL TOL NXNTLKA epebiopata, KaBwg kot mapodikd enelcodia epuBpotntag AP NUICEWS TPOCWIToU
ano tov mpwto unva Lwng. KAwika, dtamotwOnke pikpokedalia, Suotovia, kot odalpikr avamtuilokn
kaBuotépnon. H MRI geykedpahou avédelfe amopueAivwon AEUKNAG ouoiag Kal AmoTITAVWOELS 0Ta Bacika
vayyAlo. To mpodiA cuyyevwv Aoluwewy ATOV apvnTko, evw oL Tttepiveg ENY ntav avénuéves. Baoel
Kpttnplwv, €téOn n umoyia tou AGS, omote eotdAn Whole Exome Sequencing, mou eniBeBaiwoe tn
Stayvwaon (RNASE H2C o Suthn) etepoluywrtio — yoveic dopeig). Ze nAtkict 20 pnvwv mopouctalel SUGTOVIKN
gykedalikn mapaiuon, pe aduvapia Badlong, kat Bapld vontikn uotépnaon.

Tupnepaopata: H Stdyvwon tou AGS TEBNKE KALVIKA KOL OTTELKOVLOTIKA VW eTURERALWONKE YOVISLOKA UE
WES.

EA10: AOFOGEPAMEYTIKH MAPEMBAZH TIA AYIQATIA ZE ETKEDAAITIAA ME MIKTH EIKONA
YNEPMNYPHNIKHZ KAl BAABHZ MYPHNQN KPANIAKQN NEYPQN.

A. KapaBavdon?, P. Méve?, A. AeAibng?, E. Ntekoupéch, A. Tpouumétag kot Z. AaknBiyka®

1. NoyoBepansutpla, Kévtpo Mpwiung Napéppaocng & Amokatdotacng (KE.M.M.A.) Nocokopeio Naidwv
ABnvwv «I. & A. KuptakoU»

2. AvamAnp. KaBny. A’ Mavemotnuiakr MNoadlatpikn KAwikr EKMA

3. Emikoupocg KaBny. B’ Mavemiotnuiakr) QPA KAwikr F.N «ATTiKOV»

4. QuowoBepameutng, Kévtpo Mpwinng MNapéppaong & Anokatdotaong (KE.M.M.A.) Noookopeio Maidwv
ABnvwv «I. & A. KuplakoU»

5. NoonAeutng, Kévtpo Mpwiung Napéupaong & Anokatdaotaong (KE.M.MN.A.) Noookopeio Maidwv ABnvwyv
«MM. & A. KuptakoU»

6. EmpeAntpla A'Quoiatpog, Emotnuovikd YrevBuvn , Kévrpo Mpwiung NapéuBacng & Amokataotaong
(KE.M.N.A.) Nocokopeio Maidwv ABnvwy «IM. & A. KuptakoU »

Elwoaywyn: H AoyoBepamneutikny afloAoynon maldlwv PeTd amno eykedaAltida €XEL VO AVTIUETWITIOEL UL
MEYAAN TIOLKIALAL KAWVLKWV ELKOVWV KABWE KoL TNV arpOBAETTTN Kol KUMOLVOpEVN Stadilkacio avappwaong.

IKOMOG: YKOTOC TNG mapoloag ELorynong elval n moapoucioon evog 6Xpovou kopltolol e sykedaAitida
0YVWOTOU aLTLoAoylag, aplotn emikowvwyvia kat cofapn SucAeltoupyia TNG oTOHATODOAPUYYLKNG TIEPLOXNAG.
H 181aLTEPOTNTO TOU CUYKEKPLUEVOU TIEPLOTATIKOU EYKELTAL OTO OTL UTIAPXEL eyKeDOALK, Al kot BAABN




OTOUG TIUPAVEG TWV KPAVLOKWY VEUPWVY TIOU 0aV ATNOTEAECUA E(XE MLO KAVIKNA €lKOVA TtEpLPEPIKOU TUTIOU.
H onuavtikn dotapaxn tng aodntikotntag ocuvbudotnke pe atafio kot pUikn aduvapia Aoyw Tng
KEVTPLKAG BAGBNG.

M£0060¢: Oa mapoucLacTel 0 TPOMMOG afloAdYNONC TWV CUYKEKPLUEVWY EANELUUATWY Kot SUGAELTOUPYLWY
KOLL N QVTLLLETWTTLOT TOUG e avTioTolyeg AoyoBepameuTikéG peBodouc. Katd tnv mpwtn AoyoBepameuTIKn
agloAdynon nou mpaypatornoBnke oto KE.M.NA StamiotwOnke mapeon aplotepol MTPOCWTTLKOU VEUPOU
nepldeplkol TUTIOU, HUIKNA aduvapia Gapuyylkwy, AAPUYYIKWY HUWV KOl CTOHOTONPOCWTILKWY SOUWY
KOBWC KoL oNUAVTIKA aloOnTikd eMeippata. H aoBevig €depe TPOXELOOTOULA, KOL PLVOYACTPLKO O OTOL0G
QVTLKATAOTABNKE amd yaoTpootopia. Ta mapandvw upnuata pHag odnynoav oToug AoyoBeparmeuTikoug
otoxou¢ mapéppaonc. Meta tnv mapepPacn n Uikpr acBevig mapouctdlel Brxa (avtavakAooTKO Kot
0KoUaoLo) LKkavo va kabopiosl ta ekkpipata. Katd Tov KAVIKO EAEyX0 KOTATIOONG €XEL ETUTUXEL TTOCH UYPWV
Xwplig mpowpn Staduyn kot Brxa KabBwe Kol KATATOoN LOAAKWY OTEPEWV HE CUYKEKPLUEVOUG XELPLOUOUC
(toxupn katamnoon, eUtepn Katamnoon) kot BEoelg KeDaAnG. O OyKog GAPUYYLKWV EKKPLUATWY EXEL LELWOEL
ONUAVTIKA. Katd tnv mapaywyr AOyou £xel KAAUTEPO GUVTOVIOHO avarmvong-bwvnang, mo otabepr ¢wvn
Kol LeyaAUTtepo elpocg dwvnong. And MAEUPAS oitiong, AaUPBAVEL GNUOVTLKO TTOCOOTO TPOdNC KAl LYPWVY
oo To otopa kot e€akohouBel va hEpel TpaxelooTopia n onoia Pploketal os Stadkaoia cUYKAELONG.
Tupnepaopara: H emtuyia TG mpwipng MopeUPAonG o€ UL TOOO TIOAUTIAOKN CUMMTWUOTOAOYLA glval
OmMOTEAEOUA HLaG  KaANG a€loAoynong, AEMTOUEPOUC TIPOCEYYLONG TWV ETILUEPOUG SUCKOALWVY KOl HLOG
OUVTOVIOMEVNG SLETILOTNLOVLKAG TIPOCEYYLONG.

EA11: EKTOMH OZTEONOIHZH IZXIQN 2E K.E.K.: ANAAPOMH 2THN NEPINTQ2ZH ANHAIKOY AZOENH 2TO
KENTPO NMPQIMHZ MAPEMBAZHZ KAl ANOKATAZTAZHz.

m

. Notapitn?, A. Nacnapdaknc?, A. Tpoupnétags, I. Kapivou?, Z. AaAnBiyka®

1. QuotkoBepanevtpla, Kévtpo Mpwipng Mapéupaong & Amokatdotaong (KE.N.M.A.) Noookopeio
Natdwv ABnvwy «M. & A. Kuplakou»

2. OpBomatdikoc Xelpoupyog Naidwy, T. Tuvt. AleuBuvtig EXY

3. NoonAeutng, , Kévtpo Mpwiung Noapeupaocng & Amokatdoctaong (KE.N.M.A.) Nocokopeio MNaidwv
ABnvwv «I. & A. Kuplakou»

4. NoonAeUtpLa, , Kévtpo Npwiung Napéupaong & Anokatdaotaong (KE.M.M.A.) Noookopeio Maidwv
ABnvwv «I. & A. KuptakoU»

5. EmpeAntpla A'Quoiatpog, Emotnuovikd YrievBuvn , Kévtpo MNpwipng NapéuBacng & Amokataotaong
(KE.M.N.A.) Nocokopeio Maidwv ABnvwy «IM. & A. KuptakoU»

Elwoaywyn: H avtiuetwruion natduwv peta and KEK adopd pia peydAn ToKAL KAWVIKWY ELKOVWY KABWG
KOL TNV ampOPAENTN KOl KUMALWVOWEVN Sadikaoia avappwong. OL LIOLaLTEPOTNTEG UIaG KPOVLIOEYKEDOALKNG
KAKWONG, 0€ oUVOUAGCHO LE TO YEYOVOG OTL TO Ttadl elvoil £VOg AVOMTUCCOUEVOG OPYAVLIOUOG, GUVOETOUY
£Vl TIOAUTTAOKO LWOAiKO, TO oTtoio N opdda amokatdotaong npenel va AdaBeL coBapd urognv tge.
IKOMOG: J& auTAV TNV Tapouciaon efetdletal n euddavion EKTOMNG OCTEOMOLNONG UETA OO KAKWON
KEVTPLKOU VEUPLKOU CUCTAMATOC KUPLWG, KABWE N cUYKEKPLUEVN KaTaypadeTal otnv Stebvn BipAloypadia
WG Hila oo TIC ONUOVTIKOTEPEG TAPAUETPOUC OVATNPLAG KAl QmOTEAEL pila HeYAAn TPOKANGN YOl TOUG
ETIOYYEALOTIEG TOU TOUEQ ATMOKOTAOTAONG, OAAA KOL TOUG LtpoUC, VOONAEUTEC Kol Ogparmeutég twv MEO
kat MA®, 6cov adopd otnv Eykatpn Stayvwon.

M£0060¢: Tnv meplypadr tng vooou Ba akohouBroel pia evdelexng BLBALOYpAdIKN avaoKOmnon Twv
oUYXPOVWV DEPATIEVTIKWY TPOCEYYIoEWV Kol peBOSwv. H mabBoducioloyia tng vooou dev eivat MARPWG
YVWOTHA Kal wg Tetola eivat adivatov va mpoPAedBei n epdadvion, onwg kot n €kBaor] tng. Q¢ ek tovTou,
otav ekvael n Sladikacio Tng £KTOMNG 00TEOTIOINONC- AKOUA Kol UTIO TipOodUAAKTLKA oywyn- poTEivovTaLl
MEBOBOL TIOU €XOUV WG OTOXO VA KATOOTEIAOUV TO GOLVOUEVO KOL VA HELWOOUV TOUG AELTOUPYLKOUG
Tieploplopols. To Baotkd pEAnuUa, o kKAaBe mepimtwon, sival n mpwiun dayvwon Kat n AELToupyLKn
arokataotaon.

JupnEpAoMOT: Y€ QUTO TO TAAioLo, Ba TtaPoUCLAoTEL N EUMELpia TTIOU AmOKOpLoE To Kévtpo Mpwiung
MNapépBaong kot Artokatdotacng tou INIM «M & A KuptakoU» amd tnv nepintwon a.c0gevol pe KTOTEG
OOTEOTIOINOELG LoXlwv peta amd KEK, oe nAwkia 8 stwv. Mpokeltal ylo pia eéalpetika evdladépouca
nepintwon, Kabwg KABe eldoug mapépupoon- akOUa Kol N XEPOUPYLKN e€aipeon Tou emixelpnOnkKe Tpeic



dOopEC- BeV €lxe TO AVAUEVOUEVO QIMOTEAECUA, Yot AOyoug Ttou Ba avaAuBoulv SLe€odika katd tn SLapKeLa
NG mopouasiaong.

EA12: AAPENOAEYKOAYZTPODIA: AIATNQZTIKH MPOKAHZH — OEPAMEYTIKOI ®PATMOI.

Moapioa  MnAwoubn?, EuvBupia Bapyidun!, Mopia Kupal?®, Mnvehdnn Apayolun!, ABavdolog
Xplotodopidnct, EAévn Miyehakdkn?, ABavacia Avactaciou?, Anurtplog Zadetpiouv®

1. A’ Noaudlatpikn KAwikn ANG, O@scoahovikn
2. lvotitouto Yyeiag Naidlou, ABrva
3. Tunua Mayvntikng Topoypadiag, M.N.O. Irmokpdtelo, Oscoalovikn

Ewoaywyn: H X-linked adpevoleukoduotpodia amotehel ¢ulooUvEeTn umoAeutOpevn ekUALOTIKA
aoBévela pe mpooBoAn Kuplwg TG AeUKNAG ouaiag Tou eykedaAou, Twv eTvedpldlwv Kal Twv OpXEWV O€
appeva nAkiag dvw twv 3 eTwv, pe cuxvotnta 1/15000 yevvnoeLc.

ZKomaG¢: Na TOVIOTEL N onuacia TG aviYveuong MPWLLWY CNHELWVY TG VOCOU HE QTWTEPO OTOXO TNV ALECN
Beparmneutikn mapéupaon.

M£0060¢: AyoptL nALKiag 7,5 ETWV MOPATTEUETAL OTNV KALWVIKN Hag yia Stepelvnon mpoioloag SUoXEPELaG
Badiong, pabnolokwv SuokoAlwv Kal Helwon Twv oXoAlkwv emdooswy amo 6unvou. Mpokeltal ya 1o
Seltepo bl PaLVOTUTIKA UYELWV YOVEWY, UE EAEVDEPO ATOVIKO KO OLKOYEVELAKO LOTOPLKO. Katd tnv
KAk e€€taon SlamiotwOnkav: otafikd Padiopa, sUKOAn KOMwaon, TMEPLOTACLOKA KOAWSONG ouia,
Slatapaxeg AEMTAG Kwntkotntag, ducdladoyokivnola, umepueAdyxpwon S€pUATOG, apTnpELakr Tieon
eVt puotoloykwv opiwv. H MRI eykeddlou avédelfe GUUUETPIKEG AMOUUEAVWTLKEG BAGPBEG BpeyHaTIKA
KOLL LVLOK AL TEEPLE TWV TTAQY LWV KOWALWV KalL 0TO OTTANVIO Tou ecoAoBiou. ATto TO AOUTO EpyACTNPLOKO EAEYXO:
gupnuota GAoLoemIvePpLSLOKAG AVEMAPKELAG Kal TTABOAOYIKEG TIMEG TTOAU HOKPAG AAUCGOU TAQCUOTOG
(VLCFA) evw tautomoln8nke to maboAoyikod yovidio tng vooou ABCD1 otn B€on Xq28. TéBnke oe Bepamél
UTIOKOTAOTAONG PE USPOKOPTLIOVN KOl TIPOYPAUUOTIOTNKE UETAUOOXEUCN LUEAOU TWV OOTWV.
Tupnépaopa: H X-linked adpevoleukoduotpodia amotehel Taxewg €EEALOOOUEV TIOAUGUGTNMATIKA
VOOOAOYLIKN oVIOTNTA, UE Bavatndopo ékBacn 2-4 £Tn PETA TNV EVapEn TG cuMTwatoAoylag. H ypriyopn
TIAPATIOUTTA OToV EL8LKO KaL N apeon Beparmeutikn mapéuBacn pmopouv va BEATLwaoouy tnv rotdtnta {wng
KalL To TPooSOKIUo eMBilwong Twv acBevwv.

EA13: ZTOIXEIA ANO THN NAPAKOAOYOHZH 49 AZOENQN ME NEYPOINQMATQZH TYNOY 1 (NF1).

Xplotiva MoupAou, Alovucia Mkolyka, Evayyehoc MapaokeuouAdkog, Xapahapnog KotoaAng

NeupoAoyikr) KAwvikn Fevikol Noookopeiou Naidwv MevtéAng

Ewoaywyn: H NF1 elval veupoSepuaTiKO VOO IO UE TIOAUCUOTNUOTIKEG ekOGNAWOoELS. KAnpovoueital pe
OUTOOWHIKO ETIKPATNTIKO Xapaktnpa Kot n Stdyvwon tibstal BACEL GUYKEKPLUEVWY KPLTNPlwv 1 UE
YOVLSLaKO EAeyyo.

ZulAtnon: Itn KAWIKN pag mapakolouvBolvral 49 acBeveic pe NF1. To mpwto o cuxvoTNTA KPLTAPLO Eivat
ol CALS os 47 acBeveic. To deltepo kpitrplo eival ta olidla Lisch og 37 meputtwoelc. AkoAouBolv ot
ednAideg Twv paoyaAlaiwv Kal BoUBwWVIKWY TEPLOXWY, TOL VEUPLVWHATO, Ol TIACYOVIEG Ouyyeveig 1%V
BaBpou kat ta yAowwpata ontikig 08oU. e 4 acBevelg €ylve YovISLAKOG EAEYXOC Kal og Evayv armd autolg
NTOV APVNTLKOG TAPA TO OTL TTANPOUCE Ta KAWVIKA KPLTHPLA EVW OE €vav oKOUA avixvelBnke yoviSlokn
ntapalayr mou Sev gpdaviletal ot Siebveic Baoelg dedopévwy kat Bewpndnke maboloyikn. H péon
nAkia emPBePfaiwong tng Stdyvwong ota atopa mou mopakohouBoUpe sival ta 6,5 €t (1-14 £€tn). Itnv
nopeia Tng vooou 6 acBeveic gudavicav TMAeEOeLS) veupwwuata (ta 3 XPELAOTNKOV XELPOUPYLKN
adaipeon). EMANTITKEG KPioelg epdaviotnkoy o€ 3 TEPUTTWOELG, N Hiot AVTIHETWITIOTNKE UE XELPOUPYLKN
enAnPiag. H MRI eykeddhou avédelfe yhoiwpa omtikng odol oe 8 acBeveic (o €vav XpelAoTNKE
Xelpoupylkn adaipeon) kat FASI og 32 (0TOUG TIEPLOCOTEPOUC UTIOOTPEPOUV HE TOV XPOVo). I évav
SlamotwOnke otévwaon tou uSpaywyol tou Sylvius kat tomoBetOnke BaABida. H kapdlohoyikn e€€taon
elye eupnuata oe 8 aobeveig, kupiwg Ao avendpkela BoAPidag. Bapnkoia moapatnpnbnke oe 4
TIEPUTTWOELG. To Ttlo cuxvo opBomediko elpnua gival n okoAiwon (14), evw XELPOUPYLKA OTTOKATACTAGCN



XPELAOTNKE O€ pia mepimtwon. Ao to unepnyoypadnua Kowiag 5 acbeveig eiyav eupnuoata kat pio €€
QUTWV XElpoupyndnke yla adaipeon veuplvwpatog oupoddxou KUOTNG. e €vav acbevr) evtomiotnke
avelpuopa TG £0W KOpWTidag Kot €yve eUPBOALOUOC. TuxvoTtepeg Seutepelouaes ekGNAwWOELG elval oL
pabnolokég SuokoAieg kat n AEN-Y (24). Nontikr votépnon mapouctalouv 2 aobeveic, évag AAD kal €vag
o.Kleinefelter.

Tupnépaopo: Ao Ta CUUMEPACUATO TNG TapakoAolOnonG Twv acBevwy pag mpokUmtel o0t N NF1 wg
TLOAUGUOTNUATLKY, KN LAOUN vooog, XpNlelL CUOTNMOTLKAC KAl Xpoviag mapakoAouBnong amo opada
LOTPLKWV ELSIKOTATWV.

EA14: AIENMIZTHMONIKH ANTIMETQMIZH NEYPOINQMATQZHZ: TPIA XPONIA EMMEIPIAZ ENOZ
NEYPOAEPMATIKOY IATPEIOY 2THN EANAAA.

EAcuBepia Kokkwvou?, Kheovikn Poka?, ANEENg Ale€dmouloc?, EvBupia Toiva?, lwdvvng Nikag®,
MNavoywtng KpdAnc®, Aaumpvi Ndon?, lwdvva Oavortovlou?, EuavBia Makpuytdvvn?, Maplo TZétn’,
Mapia Toinn’, Eyprivn TooUtoou’, Kwvotavtiva Koopa’, Zodia Kitolou’, EAévn Dpuaoipa’, Avtwvng
Kottdung?, Roser Pons?!

1. Edikn Movada Natdoveupoloyiag, A' Natdtatpikn KAk Naverotnuiov ABnvwy, I.N. Naidwv «H
Ayla Zoola»

2. Tunua Nawdatpikic Alpatoloyiag-Oykohoyiag, A' Mawdlatpikn KAwikn Mavemiotnuiov ABnvwy, I.N.

MNaidwv «H Ayia Zodia»

Movada Aspuatoloyiag, A' Maiwdiatpikn KAwikn Naverotnuiou ABnvwy, I.N. Naidwv «H Ayia Zodlo»

OdpBaiporoyikd Tuaua, F.N. Naidwv «H Ayia Zodpia»

Axtwvoloyiko Tunua, I.N. Naidwv «H Ayia Zodia»

OpBomadikod Tunua, M.N. Naidwv «H Ayia Zodpia»

Tunua Fevetikng, Xwpéuelo, A' Nawdtatpikn KAwvikn Maverotnuiouv ABnvwy, .N. Naidwv «H Ayla

Zodia»

Noubkw

Ewoaywyn: Ta veupodepuatikd oUvEpoua amoteAoUv pia opdda ouyyevwv Slatopaywyv, Tou
mepAaBAVOUY OVWHAALEG VEUPOEEWSEPULKNG KUPLWE TIPOEAEUONG KOl LEPLKEC POPEC KOl LECOSEPULKKNAG
npogAeuonG. To PpAopa TwV KALWVIKWY EKOSNAWCEWV €lval ETEPOYEVES Kal cuVNBWG eUMAEKOVTAL TTOAA Kal
SladopeTikd Opyava KAl CUCTAUATA ToUu avBpwriivou opyaviopou. EmumAéov, ol aocBeveig €xouv
npodLaBeon ylo avamntuén oykwv.

ZKOMAG: Ma TNV KOAUTEPN SUVATH AVILUETWITLON QUTWYV TWV cUVOETWY Slatapaywv KpiBnke oKOTIUO UL
SLETULOTNOVIKY TIPOOEYYLON QUTWV Twv acBevwy. Mpv amo tpia xpovia otnv A' Maidotpik KAk tou
Maveruotnuiou ABnvwv oto Noookopeio Maidwv "H Ayla Zodia" ekivnoe MAOTIKA va Asltoupyel Eva
SLETUOTNMOVIKO LATPELO VEUPOSEPUATIKWY VOONUATWY UE OKOTIO TN BEATIWON TNG KALWVLKAG TIPOCEYYLONG,
Slayvwong, mapakoAouBnong Kol AVTIUETWITLONG TwV acBevwv He veupoSepuatikd cuvépopa. Me tnv
napovoa epyacio MApouclaloupe TNV eUmelpia pag e Wialtepn €udaocn otnv opdada acbsvwv pe
VEUpPOIVWHATWON.

M£0060¢: 119 nadia-aobeveig (nAkiag 5 pnvwv-17 etwv, 43 Kopltola kot 76 ayopla) ektiunbnkav anod
pila Stemiotnuovikn opada eldikwy (radiatpog-matdoveupoloyog, matdodeppatoldyog, moatdooykoloyog,
nadoopBalpiatpog, yevetlotng, matdoopBomatdikog kat motdoveupoaKTVoAOYoG). Ol avwTépw acBeveig
EKTLUNONKAV OE TAKTIKEG eMLOKEPELS e HUOLKA €EETAON, QVATITUELOAOYIKI EKTLUNON KAl €KTLUNGN TNG
OWMOTIKNG OVATTUENG, METPNON TNG apTnplaknig Tieong, Sepuatoloyikn ektipnon, odOaApoAoyikn
EKTLUNON, YEVETIKOG EAEYXOG, ATIEIKOVIOTIKEG EEETATELG Kol AAAEC TIPOOBETEC e€€TAOELG CUUDWVA TTAVTA [UE
TO KAWVIKG ONUEL KOl GUMIMTWHOTA TTou Ttapouaiaday.

Tupnepaopara: 66 aobeveig dlayvwodnkav pe veupoivwpdatwaon turou 1 (NF1), 4 aoOeveig e TUNUOTIKNA
NF1, 1 aoBevig pe ocuvdpopo Legius, 4 aocBeveic pe veupoivwuatwon tomou 2 (NF2), 15 acBeveig ue
ouvbpopo olwdoug okAnpuvong, 5 acBeveic pe akpdtela Xpwotikng, 3 acBeveigc ouvdpopo PHACE, 2
aoBeveig pue ouvOpopo Sturge-Weber Kal oL UTTOAOLTTOL €ITE LE KATIOLO TILO OTIAVLO CUVSPOLO eite dev Exouv
Stayvwon. Ot acBeveic pe NF1 mopouoldlouvv pabnolokeg SUOKOALEG o€ TO00OTO 83%, OMTIKO YAolwpa
33%, TUAOKUTTAPIKO aotpokUTtwua 3%, odpkwua 1,7%, Sepupatikd veupwwpato 15%, mAsfosldn
veupwwpata 10%, okohiwon 26%, WeudapBpwon 3%, urtéptacn AOyw ayyeLoKnG otévwong 10% kal Kovto
avaotnua 21%. H kablEpwon evog SLEMLOTNUOVIKOU KEVTPOU yLla VEUPOSEPUATIKA VOO LOTO. UIOpEl va



BeAtiwoel tnv LaTpLkn ppovtida, oxt povo twv acBevwv pe NF1, aAAd Kal ekeivwy pe AN VEUPOSEPUATLKA
ouvdpopa, HEOW TNG TIOPEXOUEVNG SLETILOTNOVLKAG TIPOCEYYLONG TOUG KAl CUMBAAAEL TOGO OTNV MPWLUN
SLAyvwaon aUTWY TWV VOONHATWY 000 KAl 0TNV AUECT KoL £yKaLlpn BEPATTEVTIKN AVTLLETWTILON TOUG,.

EA15: EODHBH ME OIAHMA ONTIKQN OHAQN AM®DQ KAI AZYMBATOTHTA KAINIKHZ EIKONAZ.

Fewpylog ETokidng, Evayyeiio MraxAaBa, Kheww AaokaAdkn, Awkatepivn Mavvion, XpuocoUAha MuyaAétou,
‘EAAN — Mapia Nétpou, Mapiva KatoaloUAn, Bipywia Osodwpou

latpog, Neupoloyikr KAwvikn, Fevikd Noookopeio Naidwv «H Ayia Zodiay, ABrAva

Ewoaywyn: H avelpeon odnpotog onmtikAc OnAAc dudw katd tn Sievépysia BubBookodmnong otov
naldlatplkd mMAnBuopd amotelel ouvnBeg elpnua. H Stadpopodidayvwon mephapBavel TNV evdokpavia
UTtéptaon Kal to Peudo-oldnua mou odelAETAl O QAVATOMIKEG TOPOAAAYEC QVAUECO OTLG OTOLEC
nepthappavetal to Drusen. Ta Drusen eival cwpotidla vaAivng mou evamotiBevral otnv kedaAr tou
OTTLKOU VEUpPOU.

Zkonog: Mapouotaloupe tnv mepimtwon piag €pnPng 15 €Twv mou MPooKouloTtnke Adyw aloOnuatog
nieplotpodikol iyyou, dtaleinovtog OapBoug opdoewc kat kKepalaAylog xwplg eL6LKOUS XAPAKTAPES, ATIO
e€aunvou. Mponynbnke Tng elcaywyng €Aeyxog o€ e€wteptkn Baon mou aveédelte oldnua onmtikwyv OnAwv
Audw pe pualohoyikr] evdokpavia Tiieon Kal GUCLOAOYLKO QMELKOVIOTIKO €Aeyxo (Mayvntikn Topoypadio
Eykedalou kat Koyxwv, Mayvntiky OAeBoypadia Eykeddaiou).

M£0060g: Ao Tn AP AeMTopEePOUG LOTOPLKOU TIpoEkuav EpYWAEELG KOl OTPECOYOVOL TTAPAYOVIEG OTNV
KaBnuepwotnta tg £dnPng acbevolg. Alevepynbnke TANPNG €PYAOTNPLAKOG EAeyXOG Xwpig avadelén
ntaBoAoykwv eupnuatwy. Eywve opOaApoloyikn ektipunon nou enBePaiwoe to olbnua ontikwyv OnAwv Kat
umepnxoypadpnuo opBoApwy mou avédelfe kat oto U0 OMTIKA VeEUp CWUATLO Drusen petpiou pey£bouc.
Tupnépaopa: O cuvbuaopOG AEMTOUEPOUG LOTOPLKOU HE KOAN KAWLKN €£€TON KAl UN TAPEUBATIKEG
gpyaotnplakég nebodoug, Onwe to umnepnxoypddnua odpOaAuwy, umopel va Sladopodlayvwoel eva
oAnBég amo éva Peudo-oibnua omtikwy OnAwv. H kepaladyla amotelel cuxvo pn e8IKO cUUMTWHA OTOL
nadLd. H amoucia ocuvimapéng cupntwudtwy/onueiwv auénuévng evbokpaviag mieong o cuvOUAGCUO LE
Vv UTIOPEN OTPEGOYOVWY TAPAYOVTWY KO TN N avadelén maboAoyLkwy EUpNUATWY oo TOV EPYACTNPLAKO
€\eyyo Ba npémnel va B€Touv otn dladopodLayvwaon Kat Ta EMELCOSLA LETATPOTIAG.

EA16 : NEPIZTATIKA IAIONAOOYZ ENAOKPANIAZ YMEPTAZHZ (IEY) ME ATYNA ZYMNTQMATA.

Awovuoia Nkouyka, Ayyehkn Natpwou, Mapia Toddou, Eudyyehog MapackeouAdkog, XapaAapumnog
KoétoaAng

NeuvpoAoyikr) KAwvikn Fevikol Nocokopeiou Naidwv MevtéAng

Ewcaywyn: H IEY eival éva cUVSpOHO 0yVWOTOU OLTLOAOYLaG XOpaKTNPWOUEVO amd eVEOKPAVLO UTIEPTOON
Xwplg Ywpokataktntiky efepyacia otov eykédaro. H kAwikn ewkdéva meplhappavel kedohadyia,
Slotapayx£ég opAcEwS, vauTia, ELETOUG Kal EUBOEG.

Napouociacn Meplotatikwv: Meplypadovtal 3 meplotatikd IEY, Twv omolwy Ta cUMITWUOTA tapoucialoy
QTUTIiEG Ot oxéon e Ta ouvnBn tng vooou.To TpWTo TepPLloTaTikO adopd ot kopitol 13 etwv. Tng
TIPOCEAEUONAC TNG oTNV KAWLKA €ixe ponynBel taktikog opOaApoloyilkog EAeyxog ou aveédelfe oldnua
OMTIKWY OnAwv audw. H aoBevig voonAelBnke otnv KAWIKN g, OMOu Kol mpaypatonotionke MRI
gyKePAAOU KOl OLUATOANOYLKOG €AeyXOG Xwpic maboloyka suprjpota. AkoholBnos ONM pe p€tpnon tng
Tiieong tou ENY, n omoia Bpgbnke avénuévn (30cmH20). Téco mpo tng BubBookomnong 600 Kal KAt Thv
mapakoAolBNor TNG amod TNV KAWL Hag, N ocBevng MOPEUELVE TIANPWE QCUUMTWHATIKA.To deltepo
TLEPLOTATIKO ATaV ayopL NALkiag 14 etwv. Onwg Kal oTtnv mponyoUEeVn TEPITTWON TO 06N TWV OTTTIKWV
OnAwv evtomniotnke oe TakTkO opBaApOAOYIKO €Aeyxo. AkolouBnBnke n bla SlayvwoTikn mopeia pe
napopola anoteAéopota. MpaypatorotiOnke ONM kot n rtieon tou ENY Atav 26cmH20. Kat og autr] tv
Tiepinmtwon o acBevhG MAPEUELVE TANPWG OLOUUMTWHOTIKOG KABOAN TtV mopeia tng vooou. TEAog to tpito
TIEPLOTATIKO TOU TEPLypAdETAL TV £va Kopitol nAtkiag 9 etwv. H acBevr¢ mpoonABe Adyw avadepouevng
Sumhwrtiag kat emelcodiwv ouodLyktikng kepaladyiag. H ANE £6siée Samupnvik odpOaApomAnyia xwpig



Aound eotlokd eupnuata. MpayupatorowiOnke odBaApoloykos €Aeyxo¢ kat Bubookomnon, Omou
eVTOTOTNKE OoldNUA OMTIKWY BnAwv Aaudw. AKOAOUBNOE ATMELKOVIOTIKOG KAl TANPNG OILUOTOAOYLKOG
£€\eyxog, oL onoiot NTav puctoAoyikol. H mieon tou ENY tav 50cmH20. H BeparmeuTikn QVTLLETWIILON TWV
TLOPOTAVW TIEPUTTWOEWV ATV TAPOUOLd, HUE EKKEVWTIKEG ONIM kat xoprynon aketaloAapidne. H mopeia
NG vooou Atav KaAonodng Kot oTLg 3 TIEPLTTWOELG [LE TIAN PN ANOKATACTAON).

Tupnépaopa: Onwg GailveTal Kot amo To AVWTEPW TIEPLOTATLKA N IEY Sev €xeL MAVTA TNV TUTILKN TNG TIopEia
KOlL 0 VEUPOAOYOG Ba TpETEL va BploKETAL O EMAyPUTIVION TIPOKELEVOU Vo Unv Slagelyel Tng Stayvwaong.

EA17: SYMNTQMATA AZTPOKYTTQMATOZ TOY NQTIAIOY MYEAOY.\
EAévn Ayartiou®?, lwdvvng Moaupidngt, Mapio MéAlou'?, Evotpdrtioc-ZTuAtavog Nupyehngt?

1. latpog, ‘C.N.S. Alliance’ Research Group, ABrjva

latpog, Tunpa Quokng latpikig kat Artokatdotaong, I.N. «AokAnmieio» Boulag, BoUAa, ABrva

3. latpog, Movada Eldikwv Aotpwéewy, " Maboloyikr KAwikn, I.N.A. «KopylaAévelo-Mnevakelo E.E.Z.»,
ABnva

4. latpog, A’ Neupoloyikr KAwikr E.K.M.A., Awywritelo Noookopeio, ABrva

N

Elcaywyn:To acTpoKUTTWHA TOU VWTLALOU HUEAOU armoTeAel To ouXVOTEPO EVOOUUEALKO OYKO OTa TtadLd
KoL To SeUTEPO OTOUC EVAALKEG. ZUVNBECTEPN EVTOTILOTN TWV OYKWYV QLUTWV ATTOTEAOUV 1 QUXEVLKI) KaL N
Bwpakikn poipa, VW oTo 1/5 Twv MEPLTTWOEWV CUVUTIAPXEL CUPLYYOUUEALQ. ATTOTEAOUV LOTOAOYLKA pLa
ETEPOYEVH OUASO OYKWV, LE TOUG XapnAol Babuou kakornBelog va emkpatouv.

ZKOMOAG: ZKOTIOG TNG UEAETNG €lval N avaoKOMNGON TWV KAWIKWY EKSNAWCEWV TOU AOTPOKUTTWUOATOG TOU
vwTtlaiov puelou.

M£0060¢G: MeBoboloyika €yve SLe€odikr LEAETN KAl avaokomnon Tng SieBvoug BLpAloypadiag pe Eudaon
KUPlWG ota ouvAOn aAAd Kot acuvABn CUUMTWHATO UE TA omola eKSNAWVETOL TO OOTPOKUTTWUO TOU
vwTtlaiov puelou.

AnoteAéopata/Iuunepdopata: Ta cuxvotepa ePdavI{OUEVA CUUMTWUOTA EIVOL AUTAE TWV EVOOUUEAIKWY
OyKwvV Kot epthapBavouv dAyog, oto eninedo tou Oykou f €€ avTtavoKAACEWS, AMWAELA aLoONTKOTNTAG
KatwBev evog ermuumédou i aAn Swatapayn alobntkotntag, aduvauia dkpou, Statapaxeg Badiong
(ouxvotepa ota maidld), mapapopdwon omovOUALKNG OTAANG, OnMwg okoAiwon kal KUdwaon, Kol
SuoAettoupyia twv odyktpwy. Ta cupmtwupota Tumka e€ediccovtal oe Babog unvwy, xwpic va
amokAeleTal n taxeia veupoloykn emibeivwon. O meploocotepol evOopueALKol OyKoL avamtiooovtol
omioBiwg, yeyovog mou e€nyel tnv mpwiun eudavion Satapaxwv ev Tw Pabst alodntikdTNTAC.
JUMMTWMOTA oo To AVW AKPa €ival EVOELKTIKA QUXEVIKAG evtomiong. Ot Bwpakikol OykoL MpokaAouv
ouVNOWG OTIOOTIKOTNTA TAUTOXPOVA LE ALOONTIKEG SLATOPAYEC, TUTTOU OLUWSI0G APYXOUEVECS TUTILKA OTtd Tol
KATW AKkpa Pe aviouoa mopeia. OLOyKkoL NG 0odUIKNG LOlpaG Ko TOU LUEALKOU KwVoU cuVBw¢ TpokaAouy
AAyog otnv 0odU Kal Ta KATw akpa. AcuviBlota cupntwuata gudavifovral cuxvotepa ota matdld Kot
nepappavouv udpokédaro, palBokpavo, vwtaia HUiKA atpodiot KAl KvnOpO HE OEPUOTOULOKN
katavoun. H didyvwon twv oykwv tou vwTtlaiov puglol amattel uPnAol Babuol umnoyia, MPooeKTIKNA
AnYn tou Lotoplkol kot evoehexr KAVIKA e€€taon tou aioBevouc. OL kKAiKol Lotpol odeilouv va yvwpilouv
OO0 TO PACHA TWV KAWVIKWYV EKSNAWOEWV TOU AOTPOKUTIWHOTOG TOU VWTLaou pugAol, edpocov n Evapén
NG cupmtwpatoloyiag eivat cuvBwg UTTOUAN KAl KATIOLAL Tt TOL OU UITTWLATO TTOPOTAQVN TIKA.

EA18: NAPOYZIAZH MNEPIZTATIKOY TNOIONEYPQNIKOY OrKOY KAl H ZHMAZIA THZ AIAZYNAETIKHZ
ANTIMETQMIZHZ TOY.

Nwpyog Avayvwotdnoudog!, Avaotacio Kopwva?, MNwpyo¢ Mapkoylavwdkng!, Mydhng Koutloyhou?,
ItéMa Mouokou?, Mapyoapita Mrmdka®

1. Neupoxelpoupytko Tunpa, Noookopeio Maidwv ABnvwv «MM. & A. Kuplakou»
2. Neupoloyiko Tunua, Nocokopeio Maidwv ABnvwv «M. & A. KuplakoU»
3. OykoAoyiko Tunua, Noookopeio MNaidwv ABnvwv «M. & A. Kuptakol»



Eltcaywyn: OL yAoloveupwvikol Oykol amotehouv 1o 1 pe 4% Twv npwtonabwv Oykwv eykedAalou ot
aoBeveic KATwW Twv 18 £Twv. Xapaktnpilovtal LOTOAOYIKA QMo TNV MOPOUCLO VEUPLKWY KOl YAOLOKWV
kuttapwy (Grade | WHO) kal mapouctdlovtal Pe €MIANMTIKOUC OMACUOUC O MOo0oTo 50%, cuyxva
dappaKoavOeKTIKOUG. H QVILLETWITLON CUVIOTATAL O aywyr] HE AVILETIIANTITIKA, XELPOUPYLKN e€aipeon Kall
eviote oykoloyikn Bepameia. H cuvtputtikn mAsloPndia twv acBevwy £xouv KoAr poyvwaon 6cov adopd
otnv e Bilwon KoL oTov EAEYX0 TWV OTIOCUWV.

ZKomOG: H kaAUtepn Katavonon tTwv mpoBAnUATwy 1ou oxeti{ovtal He auTAv tv olvBeTn vooo Kat Kot
ETIEKTOLON N TANPECTEPN AVTLLETWITLON TOUG.

Mé£0060o¢: Mapouoidloupe acBsvry 10 stwv pe awdvidia sudavion cUVOETWY ECTIOAKWY OTMOOHWY. H
enelyouoa CT kat otn cuvéxela n MRI eykedalou avédel§av kuoTiki-cupmayn BAABN apLlotepd KpoTapLKA.
H aoBevr¢ T€0nKe Apeca 0 AVTLETUANTITIKA aywyr UE AeBETIpAKETAUN Kal palvuToivn pe KaAO EAeyX0 TwV
onmacpwv. To HET avédelle emAnmuikn Spaotnplotnta cvotowa tnG PAAPBNG. AKoAoUBNCE XELPOUPYLKN
g€ailpeon autng umo kabobdnynon veupomAonyol kat nAektpoduolohoykol eléyxou. H aoBevng eixe
OMOAN HETEYXELPNTLKN TOpela Kal mapapével EAeUBepn kKploewv. H MRI emaveAéyxou mapouaotalel pkpn
umoAstppatikn BAABN. H acBevr¢ mopakohouBeital og TakTik BAcn oo VEUPOXELPOUPYO, VEUPOAOYO Kall
OYyKOAOYoO.

Tupnépaopa: H Ogpamneia twv aocBevwy e YAOLOVEUPWVIKOUG OYKOUG ouvioTatal o€ (1) avILETWILON TwY
ETUANTITIKWY OTIACHWY, (2) amotponr] enaveudaviong tou oykou, (3) ehaxlotomnoinon tg mbavotntag
e€aMaync. Kplvetal emopévwg avaykaia n SLacUVSETIKI AVTILETWITLON KoL O TAKTIKOG EMAVEAEYXOG QUTWV
TWV TIEPLOTATIKWV Ao €EELOLKEVUEVN LOTPLKA opada.

EA19: ZYNAPOMO FIRES ZE ArOPI 6 ETQN.

Ewprivn-Osodwpa Pifou?, Aplotéa Matoupa?, AAe€avbpa ToASdtou?, Avtidvva Itapdtn?, Audia KdoouBa?,
Fewpylog BaptleAng?

1. latpog, anodortn latpikng ZxoAng EKMNA
2. latpdg, Noookopeio Naibwv ABnvwv «MM. & A. Kuplakou»

Ewoaywyn: To cuvépopo FIRES (Fever-induced refractory epileptic encephalopathy in school-aged children)
armoteAel omavia popdn «KATOOTPOPIKAG» ETUANTTIKAG dlatapaxng, n omola ekdnAwvetal o€
T(PONYOUUEVWG UYLH TTALSLA, OTNV AroSpopr] HLag EUMUPETOU AoiwENG. XapaktnploTiko TN dlatapaxnc,
n maboyévela TG omolog lval Ayvwaotn, ival N eyKATaotoon UMEPAVOEKTIKAG 0TV aywyn EMANTITLKAG
Kataotaong. Ot S1abopeg AVTLETIANTITIKEG KOL AVOCOTPOTIOTOLNTLKEG AYWYEG €lval CUXVA QVETLTUXELG Kal
oL agBeveic adol Stavuoouv pia ofeia paon ekdNAwvouv coBapd VEUPOAOYLKA KAl YWWOLOKA EAelppaTa.
ZKkonag: H mapouoiaon nmeplotatikol pe cuvépopo FIRES kat n avaAuon Tng BeparmeuTIKAG TPOCEYYLONG.
M£0060g: AyopL nAikiag 6 eTwv pe ducloloyikn PuxokvnTikg eEEALEN Kal eAeUBepPO LOTOPLKO, EKSNAWOE
APUAKOAVOEKTIKI) EMANTITIKY KATAOTOON 5 NUEPEG HETA amd eumlpetn Aolpwén TOou aAvwTtEpoOU
OVATIVEUOTIKOU. ALOKOUIOTNKE OTO VOOOKOWELD Mag Kat elonyxdn dtaocnAnvwuévo otn Movada Evtatikng
Ogpaneiog (MEO). H xopriynon moAANomAwv ovTlEMANTTIKWY dapudkwy (udalohaung, dawvutoivng,
dawoPapPitaing, AeBetipaketaung) Artav averutuxng. O aoBevig et€6n oe ocuvexr HET kataypadn n
omoia €8elfe TNV €KONAWON CUVEXWV TIOAUECTIOKWY ETANTITIKWY Kplocwv (>150 nuepnoiwg). Extevng
£\eyxo¢ ylo AolHWEELS Kal autoavoon eykedolitidba Atav apvntikog. Katda tn Sidpkelo tTng voonAeiag
edbapuoocOnkav MOAAMAEG OEpATMEVTIKEG TIPOOEYYIOELG OTWG KeToyovog Slatta (amo tn 6eUtepn nuépa
voonAeiag), WOELC KOPTIKOOTEPOELSWY, WOELS patvoBapBLtding, y-odatpivn , maopadaipeon, KETauivn,
Adokaivn, Byoumatpivn, tompapdtn, kKAopmaldaun, kavvopildloAn, Beukd payviolo, SaloAdun Kot
avakivpa (avtaywviotng wrepAeukivng la kat 1B). Stadlakd ol emANMTIKEG KPiloslg Tou aoBevolg
vdEONKav Kat ENAOe tNg MEO petd amod voonAeia 3 pnvwv. ZNUEPQ, 6 UAVEG LETA TNV EKSHAWGN TG vOGOoU
Ol QVWTEPEC VONTLKEG AELTOUPYLEG TOU €lval CNUOVTLKA ETNPEACHUEVEC ONUELWVEL WOTOCO ONUOVTLKN
BeAtiwon kot €xel ouxva tkavomolntiky BAeppatik emadn, Hropel vo KaBetal, vo eKSNAWVEL KLVAOELG
okormoU (amopdkpuvon epebiopatog) Kat va ekdnAwvel Baotkn mpotipunon.

Tupnepaopata: To ocUvpopuo FIRES éxel emidpulaKTIK TPOyVWon akOopn Kat otav n dtdyvwon eivat
£ykaupn Kot n Ospamnela emBeTikn.



EA20: NHMIO ME ETKEDAAITIAA BAZIKQN FATAIQN.

Moapidvva KapayxdAiou!, HAdva Maviaddkn!, EAévn MuanAibou?!, Mnvehdnn Maomoldkn!, Moapia
Pawodkn?, EppavounA fahavakng?, Nehayio Bopytd?

1. Noudratpikn KAwikn, Navemniotnptoko revikd Noookopeio HpakAeiou Kpitng
2. Tunua latpkng Anetkoviong, Navemiotnulako revikd Noookopeio HpakAsiou Kpntng

Eltoaywyn: ZUPUETPLIKA TPpooBoAr Twv Baokwy yayyAiwv xapaktnpilel oeisg KAtaoTAoelg OMWE UTIOELKNA
Loxatputkny BAGBN, autodavoeg dlatapayeg, Tolkeg eykedalonabdeleg kot Aotpwéels. MoAu cuyva, éwg 70%,
Sev aveuploketal To aitLo.

IkomoG: lMapouoiaon KAWIKAC ELKOVOC Kol Topsiag, SLOYVWOTIKAG TIPOOEYyLoNG Kal OgpameEUTIKAG
OVTLUETWTTLONG vNTtiou 19 punvwv mou mapouctdletal Pe ennpeacpévo emninedo ouveidnong, omcbdtovo
KOLL TPOHO AKPWV EVW EXEL TTPOoNYNBEel XaunAr TTUPETLKN Kivnon.

MéBobog: H ONM &ev avébelte maboloyika supnuata. To HEM xapaktnplotnke amd yeviKEUUEVN
eruPBpaduvon cupPatn pe eykepalomadntikn elkova evw otnv MRI gykedpdhou PpEONKE GUUUETPLKN
nipooBolAn Baocikwy yayyAlwv kat oldnua mapakeipevng Aeukng ouaoiag. O aoBevng TEBNKE Aueca o aywyn
pe oakukAoBipn kal kedtplatovn svw n emdeivwon tng KAWIKAG €lkOvag odnynce otnv mpoacbnkn
0VOCOTPOTIOTIONTIKNAG aywyns He IVIG pe 5 woelg pebuinpedviloAdvng pe tnv unoPio ADEM. Ma tov
€\eyxo eotokwv enelwcodiwv, 6léyepong aUmviag kot Suokwvnowwv TEBNke ot dalwvutoivn Kot
kAovalemaun. H emavaAnmuik ONMM, 2 nUEPEG UETA TRV MPWTN ATav maboAoyikr evdeiktiki dpAeypovic. H
enavaAnmuik) MRI, 5 nuépeg apyotepa kol evw o acBevng €6elyve nmua BeAtiwon, avédelfe opola
EUPNHOTA ULKPOTEPNG EKTAONG. H KALWVIKNA £lKOVO BEATLWONKE ONUAVTIKA TG EMOUEVEG HEPEC. OL SeikTeg
Aolpwéng Ntav kad’oAn tn voonAeia Tou acBevolg apvnTIKOL EVW O EKTEVNG EAEYXOG avixveuong mibavoul
naBoyovou attiov avédelfe Vo aoBevwg BeTikég Kot Suo apvntikeég PCR yia HSV-1 oe Seiypa ENY og 800
SLOPOPETIKA €PYOOTNPLA EVW O OPOAOYLKOG €AEYXOC NTAV €VOELIKTIKOG TOALAG Aolpwéng oe HSV-1.
Anodaociotnke n xoprniynon akukAoBipng ywa 21 nuépeg. O aoBevng e€NABe oe AploTN KATAOTAON KAl N
napakoAolOnor| tou mephapPBavel HET kat MRI g cUVTOUO XPOVLKO Slaotnua.

Tupnepaopara: H xoprnynon Bepameiag 1600 yla tnv mBavotnta Aoluwdoug attiou 600 Kal ylo Tnv
mBavotnta ADEM Atav mbava kaboplotikn yla tnv opaln €kBacn tou acbevouc. H cuvyopriynon avtt-
kNG, avTBLOTIKAG KOL OVOCOTPOTOMOLNTIKAG aywyng Oa TPEMEL va CUVEKTIUATOL KUPLWG KAWVLKA Of
avaloya meplotatikd. H dtadopodiayvwon petafu Aouwdoug attiou kat ADEM oe mpoofoAr] Bacikwv
vayyAlwv amotelel Stayvwaotikn mpokAnon.

EA21: «XYTXPONIKH MEAETH EM®ANIZHZ AIATAPAXQN KINHTIKOTHTAZ ZE BPEDH KAI MAIAIA ME
ENIAHNTIKH ETKEOAAOMNAGEIA».

EAtcodBet KéAMa L, Baohikr) ZouBehou?, EAeuBepia Kokkivou3, Maria Roser Pons?

Eldikevopevn Nawdiatpog, A’ Naidiatpkr] Mavemotnuiakr KAwvikn, Noookopeio Maidwv «Ayia Zodiar»
MNawsiatpog, Naverotnuakn Yrotpodog Mawdoveuporoyiag, Noocokopeio Maidwyv «Ayia Zodiar»
Mawdlatpog, Emwoupikn EmpeAntpla A’ Nawdotpikn KAwvikr, Noookopeio Naidwv «Ayia Zodio»
Avarinpwtpla Kadnyntpla MNaiwdoveuporoyiag, A’ Madiatpikn Mavemotnuiakn KAwvikr, Noookopeilo
MNaidwv «Ayia Zodia»

El o

Ewoaywyn: Ot emAnmtikég eykedpalomdbeleg eival coPapég Slatapaxeg Tou eykepAAOU OTLG OMOLEG N
sruAnmtiky Spaotnplotnta pmopel va cUPBAAAEL otnv mpoodeutikn Puxokvntik SucAettoupyia,
TAPAMAVW amod aUTO TOU QVOUEVOTAV Ao TNV UTtoKeipevn maboloyla. Mpokettal yla pio opada
nabnoswv Tou oxetilovtal Ue TNV WIKPA NAia gpdaviong kat ekdnAwvovial HE TAPOSUCHLKN
Spactnplotnta oto HEl, pe molkiloug tUmoug omaopwv 1mou SUoKOAA eAéyyovtal, UE VEUPOAOYLKA
eMelppota kol UEPKES dopég e mpdwpo Bavato. Mpoodateg PeAETEG €xouv amooadnvioel Toug
OLTLOAOYLKOUG TTAPAYOVTEC YlO TIG VYEVETIKEG aVWHAAEC otnv TpwWNG  €vapéng  mAnmTki
eykepalonabdeila. Tuvodd XapaKkTnPLOTIKA EMUTPOCOETA OTOUC OMACUOUC amoteAoUv N PuxoKLvNTIKA
kaBuotépnon, N YVwoTlk SUCAELTOUPYLA, KAl Ol SLoTapaxEG KVNTIKOTNTOG.



ZKOTOG: ZKOMOG TNG TMAPOUCOC €PeuvaC elval vo HEAETNOOUV TO XOPAKTNPLOTIKA TWV ETUANTITLKWY
eykedaonabelwy, va Bpebel o TL MOCOOTO AUTWV epdavilovtal SlatapaxE KIVNTLKOTNTOG KL TTOLEC £lval
oL o ouvnBlopévec. Emiong va PBpebel av umdpxel cuox€tion UETAf) UETOAAAEEWV OUYKEKPLUEVWV
YOVLISLWwV Kal ePPAaviong SLaTtopayxwyV KLVNTIKOTNTAC OTLG ETUANTITIKEG EYKEDOAOTIAOELEC.

MeBoboloyia: NMpokeLtatl yio pia cuyXpoviKr avadpopikr LeAETN. To Selypa tng eAETng eival Bpédn kat
ntadLd 40 o aplBuod, mou £xouv SLayvwobel tpLv TNV NALKIO TWV 3 ETWV PE ETUANTTTKY gykedaAondbeia
KoL TtapakoAouBouvtol OTo VEUPOAOYIKO TUAMO TG A’ Mavemotnuakng Mawdlotpkng KAWIKAG oTo
voookopeio Maidwv «Ayia Zodiar.

Tupnepaopara: H peon nAkio évapéng tng ertAnmeikig eykedalomnddeiag ival ot 7 pives. To 70% twv
aoBevwyv epdavics Stotapayx£g KLVNTIKOTNTAC, LE TIC OTEPEOTUTILEG va lval n o ouxvn (44%), akoAouBouv
n xopeloaBétwon (35%), n Suctovia (33%), o puokAovog (30%), evw HE PLKpOTEPN cuxvotnTa epdavifovral
0 TPOHOC, N UTtEPeKMANELa KOl O TIAPKLVOOVIOHOG. ATIO TO ANTOTEAECHATA TOU YEVETIKOU AEyxou, BpEBnkav
HetaAdEeLc ota e€Ac yoviSia: GRINL, STXBP1, SCN9A, ARX, FOXG1, KCNQ2.

EA22: KETOTONIKH AIAITA: ANAAPOMIKH MEAETH ANOTEAEZMATIKOTHTAZ.

Zodia ZouyavéAn?, Mapia Itavou?, Mehmopévn Nnwpyn?, Mapia Towpotda?, KaAlionn Kammou3, ApyUplog
Ntwémnouhog?

1. TuApa Awatpodng M.r.N. «ATTKOV»
2. Natdoveupoloyko tunua, I Mawdiatpikn KAwikn EKMA, M.F.N. «ATTikov»
3. Nawdiatpkn KAk, M.N. Nikatog «Aylog MavteAenpLwv»

Elwoaywyn: H ketoyovikn diatta KA) epapuoletal wg Bepaneia ekAoyng otnv dapuakoavOekTikn emAnyia.
ZKomOG: H pelétn twv mouduwv mou €xouv Eekvnoel KA oto Noookopelo pag arnd to 2008-oruepa.
M£0060¢G: MeAetnBnke n ocuxvotnTa TWV enelcodiwv onacuwv(EZ) mpv TV €vapén KeToyovikng dlattag
(eKA) (<10,10-20,>20/npuépa) KaL 0 GUVOALKOG apLBUOC AVTLETUANTITIKWY bapudkwy Tipv tnv eKA (<5,5-
10,>10) o oxéon pe tnv avtoamokpilon tg KA. Q¢ avtamnokplon Bswpnbnke TO MOOOOTO UEIWONG TOU
opBpoU Twv enelcodiwv omaopwv>50%. H anoteAeopatikotnta tng KA peAetnBnke otoug 3,6,12,24 uriveg
petd tnv eKA. H cuppopowon twv acBesvwv otn Slotta oplotnke w¢ N HEON TLUA KETOVWY
aipatoc>2mmol/L.

JuvoAika 43 mawdia (20 ayopla-23 kopitola) &ekivnoav KA yia tnv aviluetwnion GappakoavOeKTIKNG
erAniag. H nAwia évapéng kupaivetalr amd 45nuepwv €wg 16.5etwv (mean:7.01+4.92étn). H
avtlerAnmrikn aywyn(AE) ava madi mpv tnv KA Atav 1-6 papuaka(mean:2.7).”

H avtanokplon otn Slawta otoug 3,6,12,24 piveg pe >50% peiwon omacpwy, onuelwOnKe og moocootd
82,82,100,100% avtiotol o €mi ToU cUVOAOU TwV TOLSLWY ToU TtapEPEvay otn Siatta. H avtandkplon
otouG 3,6,12,24 prveg pe >90% pelwon omacpwy Atav 26,39,53,50% avtiotoa.

Mawdia ou Adppavayv >10 pappaka tpo eKA spddvicav >90% peiwon EX og mocooto 13,17,25,33%, evw
ta moudla pe <5 AE dappaka avrtanokpiBnkav pe >90% peiwon EX oe mocooto 33,58,63,63% otoug
3,6,12,24 unveg avtiotolyo. MehetnOnke emiong n avtamokpLlon o€ oXEon We tn cuxvotnta EX.
Zuppopdwon otnv KA onpewwBnke oto 84% tou cuvolou(36maldid).

H péon duapkela epappoyng KA oto cUvolo twv maldlwv ntav 2£tn. Atekopav thv KA 21modida(48.8%)
(mean:5.8unvec), evw 22radia(51.2%) napapévouv otn dlatta péxpl onuepa (mean:3.3£tn).
Tupnepaopata: H KA odrynoe o avtamnokpion (>50%pueiwon EZ) oto 100% Twv matdLwv mou MapEPeLVaY
otn Slatta otoug 24 pnveg, 50% amod ta onola avramokpidnkav pe >90% peiwon EX. H cuppdpdwon Atav
ouvoAlkad uPnAn (84%), evw ta madLa nou eixav AaPel<5 pappaka £6eLEav va avtamokpivovial KaAltepa
w¢ Tpog tn peiwon EX og oxéon pe ta tadia mou giyov AaBe>10 dpdppaka tpo KA.

EA23: EPILEPSIA PARTIALIS CONTINUA: NAPOYZIAZH AYO NEPIZTATIKQN.
Avaotacia Kopwval, Aikatepivn Kouvumapidou?, MapiavOn FroletoéAAn?, Nikog 2rupibngl, ZtéMa

Mouokou?, Kwvotavtivog Boudpne3, Euctabia Katoapol?3, swtnpia Maotpoyldvvn?, Nlewpylog
Bdptlehnct

1. B’ Moaudratpikn Mavemotnuakn KAwikn, Noookoueio Naidwv ABnvwy «M. & A. KuplakoU»



2. B’ Madlatpikn KAwikn, Nocokopeio MNaibwv ABnvwv «M. & A. Kuplakou»
3. Neupolhoyiko Tunpoa, Noookopeio Naidwv ABnvwv «M. & A. Kuplakou»

Ewoaywyn: H Epilepsia Partialis Continua (EPC) sivat pia omavia ANtk Stotapaxr mou opiletol wg
OUVEXELG, EVTOTIOUEVEG, KAOVIKEG N HUOKAOVIKEG OUOTIAOELS, ME QVETNPEAOTO eminmedo ouveidnong,
SLapKeLag peyahutepnG TG piag wpag. Elvat Sopkng, Aotwdoug, avoooAoyLKAG, LETABOALKNG i AyvwoTNng
atttohoyiac. H kKAwvikn mopela kat n mpoyvwon eéoptatal and tnv umokeipevn dtatapoyn.

Zkomog: Mapouciacn dUo neplotatikwy pe EPC.

M£0060¢: To mpwTo ePLOTATIKO adopd o€ aydpL 12 ETWV, TPONYOU LEVWGE UYLEG, TO OTtoio SU0 NUEPEG LETA
oo pn €L61KO EUMUPETO VOON LA TTAPOUGCLALEL CUVEXELC LUOKAOVIEG 0pLOTEPOU NULUOPLOU TIPOCWITOU KOt
6€€L00 Avw KaL KATW AKPOU, AVOEKTLKEG OE TPUTAN QVTLETUANTITIKA aywyn. To SeUTeEpO TEPLOTATIKO adopd
o Kopitol 9 etwv, Ue eAeUBEPO LOTOPLKO, TO OMOi0 OoTAdLOKA £yKABLOTA cuvexelg puokAovieg 6eflol
NHLLOPLOU TIPOOWTIOU Kol CUCTOLXOU VW AKPOU, XWPLG avTamoKpLon g TPUTAN AVTLETUANTITIKN aywyr). To
nAektpoeykeparoypddnua Kal otic dUo mepumtwoelg dev mapoucsiale smAnnropopdeg alowwoelg. O
OUTTELKOVLOTLKOG EAEYXOC OTNV MPWTN Tieplmtwon avédelée avénon onUaTog OTO MPOTELXLOUO, EUPNUA TTOU
Bewpnbnke amotoko cuveXoUC TIANTTIKAC Spactnplotntag, evw otn deltepn mepimtwon avénon
ONUOTOG OTOV 0PLOTEPO PeTwTLaio AoBo (ekkpepel emaveleyxog). ZTo MAaiolo avalntnong mbavig attiag
SlevepynBn €Aeyxog ywa Aolpwdn, autodvood, UETAPOAIKA, TOPOVEOTTAACUOTIKA KAl OVOGOAOYLKA
VOONUata, 0 onolog anéPn apvntikog. Kat ot SUo aoBeveig EAaBav MOAAATTAQ AVTIETUANTITIKA GAPUOKA,
ouvexn evbodAEBla éyxuon SaloAdung Kol avoootpormomnowntiky Bepameia (y-odatpivn, WoEeLg
pueBuAnpebviZoAovng). O mpwtog acBevrg epdavice MANPN Vdeon TwV oTIOCUWY EVTOC 4 eBSopadwy, evw
o 8elTepOG XPELAOTNKE emMavaAnyn Twv wWoewv HeBUATPESVI{OAGVNG AOYW UTIOTPOTING, UE EMOKOAOUON
TIAN|PN UTIOXWPENGCN TWV OTIACUWY. AUPOTEPOL MTAPAUEVOUV ACU UITTWHATIKOL yla 3 kot 1 pAva, avtiotolya.
Tupnepaopara: Napouoialou e SVo acBeveig e EPCmou elyav emttuxn Beparmeutikn avtanokplon Alyoug
UNVEG UETA TNV eKONAWaON TG vooou. Kat ot 0o acBeveic eixav un dtayvwotikd HET kot pn Stayvwotika
QUTELKOVLOTIKA guprpata. H €ykaipn Kot EMLOETIKI AVILUETWITLON ME QVILETUANTITIKA PpappaKa, WSlaitepa n
ouvexng evbodAEBLa xopnynon Beviodlalenvwy, KaBwg KAl N AvoooTPONOMOLNTIKN Bepareia, akoua Kat
ETTL 1N TEKUNPLWUEVNC VOOOAOYLIKAG attlohoyiag, ¢paivetal ot cuvéBalav otnv emituyn ékBaaon.

EA24: FEBRILE INFECTION-RELATED EPILEPSY SYNDROME (FIRES): OEPANEIA ME KETOTONIKH AIAITA
Tdoog TQptluncl, Newpyia lwavvibou?!, Mapéva Apyupiboul, MdpBa rihwwtn?, Eutéprin AdAmosd,

Ewpnvn Katoavika®, Meplotépa-EAévn MavtladAépn®, Mevéloog IBipkoc®, Aonuiva Blohdpn®, EAévn
BoAakAn®, Mapia >8o0yka®, ABavdaoiog Evayyehiou’

latpog, I.N.Nanayewpyiouv, Oecoahovikn

NeupoAoyog, A’ Neupoloyikn KAwikn I.N.N.AXEMA, O@ecoalovikn

Mawdlatpog, Emotnuovikn Tuvepyatig I.N.Nanayswpyiou, Oscoalovikn

AwattoAoyoc-Alatpodoloyog, I.N.Manayswpyiou Oscoalovikn

MNawdlotpog-EvtatikoAoyog, MEO Maildwv Imnokpateiov Oscoalovikn

Nawdlatpog-EvtatikoAoyog, AteuBuvipla MEG Maibwv Inmmokpateiov Oecoalovikn

KaBnyntn¢ Nadiotpiknc-NMadiatpikic Neupoloyiag, AleuBuvtig A’ M/A KAwvikn, T.N.Nanayswpyiov,
Oeocahovikn

NouhkswNR

Ewoaywyn: To oUvdpopo FIRES swal pa kotaotpodlky emANTUK eykedpalomabela ayvwotou
attioAoyiag. MéxpL onuepa dev €xel Bpebel amoteAeopatikn Bepaneia yia tn vooo.

Nepwypadn mnepimtwong: H meplmtwon avadépetal o Kopitol 12 etwv to omoio ekdnlwoe
cuprttwpatoloyia sykepalitidac. Mapouvoiaos apyikd BeAtiwon TG KAWVIKAG ELKOVOC KOL OTN CUVEXELOL
peténeoe ot status epilepticus, mou 6ev avtamokplvotay oto AVILEMANTTIKA ddppoka. H aoBevng
StaowAnvwonke kat dtakopiotnke otnv povada evratikig Oepamneiag naidwyv (MEO).

Ztn MEO, mapd tn xopnynon TeE0OAPWY QVILETUANTITIKWY GapUdkwy, ev ATav ePLKTOC 0 EAEYXOG TwWV
ETUANTITIKWV Kplogwv. Tnv 28n nuépa voonAeiag n aoBevig t€0nke os ketoyovikn Siatta 4:1.

Y€ ULKPO XPOVIKO SLACTNUO LETA TNV EVapEn KETOYOVIKNG SlaLtag oL EMANTITIKEG KPLOELG OTAUATNOAV KAl N
KAWVLKNA €lkOVa TNG aoBevoU g BeATIWONKE e OTASLOKA OMOKATACTAGCH TNG EMIKOWWVLAG.



Mapa tn BeAtiwon tng VEUPOAOYIKAG ELKOVAC TOPOUGCLOOE EMUTAOKEG QMO TO AVOTVEUOTIKO cUOTNUO Kal
SlevepynBnke tpaxelootopia. H katdaotaon g acBevolg otabepomol)Bnke kot SUO PAVEC UETA TNV
gloaywyn TG otn MEO, petadEpBnke oe madLatpikn KAWVIKA OOV GUVEXLOE va elval eAeUBepn KPLoEWV.
‘Eywve otadlakr Helwon TwV avILETUANTITIKWY GOPUAKWY KoL TPELG EBOSOUASEC HETA MAPEPELVE XWPLE Kapia
dapuakeuTIKN aywyn. Enetta petadpOnke o KALVIKA OMOKOTAOTOONG.

H aoBevng cuvexilel Tnv keToyovikn Slatta Kot lval €Toln va emaveABeL 0TS OXOALKEG SpAOTNPLOTNTEG.
Tupnépaopa: AMOTEAEL TNV MPWTN TIEPITTWON EMITUXOUC ehAPUOYNG KETOYOVIKNG Slattag o MEO otnv
EA\GGa.

EA25: ENAOPOIKH XOPHIHzZH AIAZEMAMHZ 2THN ANTIMETQMIZH TOY HAEKTPIKOY STATUS
EPILEPTICUS KATA TH AIAPKEIA TOY YNINOY (ELECTRICAL STATUS EPILEPTICUS DURING SLEEP-ESES).

Moapia Towpoudal, AvSpéac Opuyavag?, Mapia Inavou?3, Mehrnopévn Mwpyn?, lwdavva Mrdya?, Evayyehia
MrouvtouBR?®, Navayuwtng Mrdtne®, ApyUplog Ntvoroulog’

1. NoonAsUtpla ME, Texvikdg HEF, Msc, PhD, Mawdoveupoloyikd Tunua, M Noudtatpkn KAk,
Maveruotiuo ABnvwy, M.I.N. «ATTIKOV»

2. Naudiatpog, Mawdoavarmtuélodoyko Tunua, I Nawdiatpikn KAwikn, Mavemotiuo ABnvwv, M.I.N.
«ATTIKOV»

3. Noaubiatpog, Mavemiotnuiakrn Ynotpodog, Phd©, Natdoveupoloyiko Tunua, M MNawdiatpiky KAwikn,
Mavemotipo ABnvawy, M.I.N. «ATTIKOV»

4. Noyomedikog, Emiotnuoviky Zuvepyatng, Maidoavarmrtuélodoyikd Tunua, M MNawdiatpikr KAwkn,
Mavemotipo ABnvawy, M.I.N. «ATTIKOV»

5. Ewdikevopevn Mawdiatpog, PhD, I’ Naudatpikn KAwikn, Maveruotipwo ABnvwy, MINA « ATTIKON»

6. Nawboavamtuélodoyog, AtevBuvtig EXY, [ Mawdiatpiky KAwik, MNavermotiuio ABnvwv, M.I.N.
«ATTIKOV»

7. Avarminpwtng Kabnyntig Mawdoveupoloyiag, latpikn 2ZxoAry EKMA, I Noubiatpkn  KAwikn,
Mavemotipo ABnvawy, M.I.N. «ATTIKOV»

Elwcaywyn: H emiAnmtkn eykepalomndBdeia tou tUmou tou ESES amotelel nAtkiogaptwpevo cUVEPOUO TTou
xapaktnpiletal ano veupolpuyoloyikn maAvépounaon, emAnia kot cuvexn emAnmrtikn Spactnplotnta
KQTA Tov UTtvo nonREM, pe deiktn atyung kupatog >75%.

ZKOTOG: IKOTOG £lvoil var a€LOAOYNOOUE TNV AMOTEAECHATIKOTNTO TNS EVOOPOLKAC Xxoprynong SLaemaung
KQTA ToV UTtvo o€ TtatdLa pe ESES.

Mé£0obou: Avadepoupe 5 mada pe péon nAkio ta 6,7 £€tn (80%OnNAsa) kot otoptkd emAndiog pe
KEVTPOPPEYUATLKEG aLXES (80%), pe emikTnTn, ofela N Tpoiovoa anwAela Adyou, Satapoayn avtiAndng,
MEWWUEVN OTOKPLON O EVIOAEG, TAPOPUNTIKOTNTA, UTEPKLVNTIKOTNTA Kal €emBeTikoTNTA. TO
nAsktpoeykepaloypadnua Umvou aveSeELEE GUVEXN, YEVIKEUUEVN EMANTTIKA Spaotnplotnta He Seiktn
QLXUNG KUpOTOog >75% oe OAa ta mawdid. MpaypatomnowBnke evbopBikn xopriynon Sialemdung yuo 3
SladoxLkEC vuyteg o 80on 1mg/KgrBs, pe tautoxpovn nAektposykepaloypadikr mapakorolBnon. Metd
Vv €yxuon mapatnpndnkav:mAnpng oupadonoinon tou eykedahoypadnuatog kabBoAn tn vuxta ot 1
000gvr], UMOAAELUUOTIKEG, KEVTPOKPOTADIKEG QUXUEG 0To 80%, HUGLOAOYLKA QPXLTEKTOVLKI UTIVOU OTO
100%. OL aoBeveic éAapav npedviloAdvn (2mg/KgrBz) (80%), coulBeiaun (100%) kal khopralapn (40%).
Ot aoBeveic mapakoAouBnOnkav taktikd pe HET, kAipaka GRIFFITHS-MENTAL-DEVELOPMENT, Sokipaoia
«AOHNA» kol otabplopéveg dokipooieg Tou lwavvn Boywvdpolka. ¥to tpipnvo 3 matdld mapouciacov
UTTIOTPOTII) KOUL AVTLUETWITIOTN KAV TTAPOMOLA. ITOUC 6 UVEG tapakoAolBnong 2 iyav puctohoyiko HET, evw
OTO UTIOAOUTTOL TIOPEUELVAV KEVTPOKPOTAPLKEG aLYUEC. Avarttuélohoyikd 100% twv matdtwv urtoAeimovtay
0PXLKA O OAOUG TOUG TOMELG KaTd 1-2 £Tn Kal eiyov XapUnAEG eMISO0ELS OTLG SOKLACLEC EkDPOOTIKOU AOYyoU
KOl YPOUUATIKAG-TIANPOodOPLOKAG emapkelag. H emavalohdynon Ttou Tplunvou aveéSElEe onUAVTLKNA
BeAtiwon (p<5%), pe TIC €MIOO0ELS, WOTOCO, VO TIAPAMEVOUV XAUNAEC N OplakeG. Sto géaunvo 100%
napouciacav BeAtiwon (p<1%o), KUPlWG O0TO YAWOOIKO TOUEQ EMITUYXAVOVTAC EMLOOO0ELS PUCLOAOYLKOU
€UpoUG, ALlYyOTEPO OTO YVWOTIKO. Ol KOWWVIKEG Se€LOTNTEC avamtuxOnkav HE TAUTOXPOVN HELWON TNG
eruBetikotNTAG, N SUCKOAIQL CUYKEVTPWONG Kal Ol HoOnoLlakeG SUOKOALEG TTAPOAO TIOU EMEUELVAV EiXOaV
BeAtiwon.



Tupnepdaopata: H evdopBbikn xopnynon peydAwv §6cewv dlalendung yla 3 SLadoxLlkEG VUXTEG KATA ToV
UTvo 0dnyel o onuUavtikn pelwon tou Seiktn alyUng KUpotog os matdid pe ESES kot cuoyetiletal pe
BeAtiwon TwV YAWOOLKWY, KOWWVLKWY KOL YVWOTIKWV SEELOTATWY TOUG.

EA26: Ol NEEZ TEXNOAOTIEZ THZ NAHPO®OPIAZ KAI ENIKOINQNIAZ 2THN EKMNAIAEYZH QX APQIrOz
TQN TONEQN MAOGHTQN ME EMIAHWIA.

Moariva Kaunpa?, Nikdhoog Tlepdkng?, ZtéAa Molokou3, Kwvotavtivog Boudpng, Swtnpia
Maotpoytdvvn?3, Ztuhtavog MNkoatlwvng?, Nikddaog BouSolUkng®, Kwvotavtivog Koppéc®, EuotaBia
Kotoapou?

Noutkog, Aldaktwp latpikng ZxoAng Naveniotnpiov ABnvwv

Neupoxelpoupyog, Department of Neurosurgery, University Hospital of North Midlands, U.K
NatdoveupoAoyog, NeupoAoyikn KAwvikn, M. Noookopeio ABnvwyv MNaldwv «M.& AyAaiog Kuplokol»
NeupoAoyoc, Neupoxetpoupyiknry KAwvikr) EKMNA, M.I.Nocokopeio ABnvwv «EuayyeAlopog»
Quokog-PadlonAektpohoyog, Adaktwp EKMA, HAektpoAdyog Mnxavikog kat Mnyovikog
Yrnoloylotwyv, EMN, ABrva

6. MabBnuatikog, AlSaktwp TUAUATOC ITATIOTIKNG Kol AcdaAloTikig Emotrung tou MNavemniotnuiou
Newpawwg, AZNAITE, ABrva

R WD e

Ewoaywyn: H Slatepotnta g dpuong tng emAndiog Snuoupyel apketéG avaopAAELEG OTOUC YOVELG
paBntwy mou Bplokovial oTnV KATAoTACH AUTH.
ZkomodG: H mapoloa epyaocia Slepeuvd TPOTIOUC E TOUC OTIOLOUC OL VEEC TEXVOAOYLEC TNG MAnpodopiag kot
TWV ETUKOWWVLWY OTNV ekmaibeuorn, wnmopouv va Bonbricouv toug yoveig pabntwv pe emAndia kat tnv
£PEUVA OTO XWPO AUTO.
M£0060g: H é€psuva meplhapfavel NUL-GOUNUEVEG CUVEVTEUEELG ME EPWTNOEL AVOLKTOU TUTou ot 70
oUVOALKA AteuBuvtég oxoAeiwv Tng a’Baduiag kat B’ Baduiag ekmaideuong. AKOAoUONGoEe TMoLOTIKA avAaAuon
KOl Tt ammoTteA£opata opadonol)fnkay.
AnoteAéopara (o€ T000O0TA % AMAVINCEWY TwWV AleuBuvtwy):
e 95,71% evnuépwoav OtL Sev kataypdadovral mAnpodopieg mou adopolv tnv enhndia oto
TAnpodopLkd cuotnua Tou oxoleiou (Myschool)
e 92,8% eKTIHOUV OTL pmopoUuV va yivovtal mpoPBoAeég UAKOU Tou adpopd TNV AVILUETWIILON TNG
eruAnyiag téoo otoug LoONTEG OO0 KOl OE YOVELG
o 97,14% Bewpoulv amapaitntn OXeTKr evnuépwaon/eknaideuon Tou oXoAlkol TPOowikol Tdco
yla tnv emAnia 600 Kat yia AAEC KaTaoTAosl/ao0éveLeg
e 90% kpilvouv OTL Ta oXOAEla pmopouv PEow TNG TexVoAoyiag va mapaBEoouv OXETIKN opwyn o€
poOntég pe emAnia (A Kaw AAAEG KATOOTAOELS) Kol Yoveig, epooov SlabEtouv tov KatdAAnAo
€€oMALOUO
Tupnepaoparo: Katd tnv yvwun Twv dtdackovtwy uglotatatl oAl peydlo ENELUUA XPHONG TWV
oUYXPOVWV TEXVOAOYLWV Ooov adopd otnv kataypadn dedouévwy, otnv eknaideuaon, otnv evnuépwon
S16a0KOVIWY pabnTwy Kal yovéwv o Bépata vyeiag kat Wolaitepa oto BEpa tng eAnyiag.

EA27: EAETXOZ MYIKOY TONOY YNO FENIKH ANAIZOHZIA ZE MAIAlI ME ZYNAPOMO SJOGREN-LARSSEN
KAI ZMAZTIKOTHTA.

Nwpyog rewpyoulrct, MavwAng MkAdtng?, Apyupng Ntwvornoulog3

1. Neupoxelpoupyog, Maiwdoveuporoyikry Movada, latpeio EykedaAwkng Mapdiuong, M.I.N. «ATTKOVY,
ABrva, Neupoyelpoupykod Tunua, N.N.Naidwv «Ayla Todia», ABrva

2. AvawoBnolohoyog, AvaitoBnololoyiko Tunua, M.N.Maidwv «Ayia Zodiar», ABrRva

3. Nawboveupoloyog, Mawdoveupoloyiky Movada, latpeio Eykedahikng Mapdiuong, M.I.N. «ATTIKOV»

Elcaywyn: Mia olokAnpwuévn HeAETN TOU MUIKOU TOVOU Ot 00Oevel¢ pe €viovn OMACTIKOTNTA
niephappavet tnv KAIKA €€taon tou acBevouc Kal umod YeVIKA avalodnaoia.



Zkomog: Otav n anodoon SLEVEPYELAG VEUPOXELPOUPYLKNAG EMEUBOONG yLa T Bepameia TNG OMACTLKOTNTAG
gival 8UokoAn, N HeAETN TOU HUIKOU TOVOU UTIO YeVIKN avaloBnolo amoteAel £va onuavtiko epyaleio. H
MELWON TNG OMAOTIKOTNTOCG KAL N HEYLOTOMOINON Tou TadnTikou €Upoug Kivnong katd tn Sokipoocia
UTtopoUV va emiBefalwoouV 1 aviiBeta va anokAEloouV TNV EMLKELEVN XELPOUPYLKN ETEUBOON.
M£0060¢: H pelétn €ywve og Kopitol nAkiag 12 €twv mou MACXeEL and to cUvdpopo Sjégren Larsson.
MpokeLtal yLo pia KAnpovopLkn vooo Ue veupoixBuaon kat omactikotnta. Me §eSopévn tnv uneptovia Twv
Katw akpwv (Ashworth IV/GMF-CS:3) anodaociotnke n Bepameutikn napéuBaocn onwg os ooBevh ue
eykepaliky mapdaAlucon. Qotdéco, n efehloodpevn MUIKA otpodila Kol n mapoucia CUYKAUPEWY
amoteAoVoaV OVASPACTLKO TTAPAYOVTO YLO TNV VEUPOXELPOUPYLKN TapEUBacn. H peAETn LUTKOU TOVOU UTIO
YEVLKN avaloBnoia xpnotponondnke wg mpoeyxelpntikr Sokipaoio. To maldi eéetaotnke otn Badion tou
Kol emi KALvnNG KOl OTn OCUVEXELQ OTO XWPO TOU XELPOUPYEIOU UTIO YeVIK avaloBnoia pe Kol xwpig
puoxaAoon. E€etaotnke n umeptovia Kal To mMABNTIKO £UPOC KIvnong HUE YWVIOUETPLla OTIG BOOIKES
0pBPWOELG TWV KATW AKPWV.

ArntotéAeopa: Yo yevikn avolobnoia n umeptovia pewwdNKe onuavtikd. EvtoUtolg, n ywvia tou sUpoug
kivnong &ev peyalwoe WOlaitepa. Me 8e80UEVO TIC HOVIUA EYKOTOOTNUEVEG CUYKAUPELS pall Ye TNV
erudelvoupevn puikn atpodia amodaaciotnke n un Ste€aywyr) VEUPOXELPOUPYIKAG Mapéupaonc.
Tupnépaopa: H peAETn Tou pUikoU TOVOU UTIO Yevikr avaloBOnola pnopet va Bonbnoet otnv anodaon
£TUAOYNG DEPATEVTIKWY TIOPEUPBACEWY YLA TNV AVTLUETWITILON TNG OTIOOTIKOTNTAG.

EA28: H EMMEIPIA THZ ‘T NANENIZTHMIAKHZ MAIAIATPIKHZ KAINIKHZ ZTIZ ERIAHNTIKEZ
ErKEOANONAOEIEZ.

MeAnopévn Nwpyn?, Mapia Imavou?!, Mapia Towpoldal, Mapia Kapahéén!, Mapiva Mntpoywwpyou?,
MudAng Kahoylavvngt, @sodwpa Inmupomnovlou?, Kwvaotavtivog MNnavvakomouvlog?!, Katepiva
Avayvwotomnoulou?, ApyUploc Ntvomoulog!

1. " Nawdlatpkn KAwikn, latpikn ZxoAn Naverotnuiov ABnvwy, M.M.N. « ATTIKOV»
2. Tunua Mopuakng Fevetikng, AlayvwoTtikd Epyaotrplo «Genomedica»

Ewoaywyn: H stepoyévela otov GavoTUTO KAl OTNV TIPOYVWON TwV EMANTTIKWY gykedpalomabdeiwy
kaBopiletal and tn yoviSlakn UETAMALN, TNV MOWKIAIa oTtnv ekPpaoTIKOTNTA KAl SLElGSUTIKOTNTA TOU
yoviSiou, Tov Xpovo ekENAWONG TWV CUMMTWHATWY oAAA Kal TG SLaB€oLueg DepameuTikéG mMapePACELC.
ZKOMOG: IKOMOG TNG MEAETNG sival n mepypadn Tou KAWIKOU ¢alvotumou, TOU YOVOTUTIoU, TwV
nAektpoeykepaloypadlkwyv XOPOKTNPLOTIKWY Kol TG mopeiag 16 aoBevwy pe yevetikd emiBeBalwuévn
gTUANTTLIKA eykedaomdbela.
M£0060g: ZupumnepAndOnkav 17 acbeveig, 9 dppeva, 8 BAea. O yeveTikog éheyxog aveédelfe Staulonabela
(KCNT1, KCNQ2, KCNA2, SCN2A, SCN8A, CACNA1A) oe 12 aobeveig, o 2 PETAMAELELS OE UTIOUOVADEG
pepBpavikwy urtodoxwv (GABRB3, GABRG2), svw otouc undhoutoug 3 yovidlakn BAABn os mpwteiveg
petadoong onuatog (PLCB1, STXBP1). To nAWLOKO €Upog KOHAWONG TWV OTACUWY KUHOIVETOL amo Tn
VEOYVIKN €w¢ Kal tnv matdikn nAwkia (1" nuépa {wnc—6 etwv). Ta nAektposykepaloypodikd potifa
neplhappavouv elkova burst-suppression, vpappuBuiag, HETAVAOTEUTIKNG ETUANTTIKAG SpaoTnpLoOTNTAS
KOL €0TIOKWV EMANMTIKWY ekdoptioewv pe dlote alou Babuol amodlopydvwon tou Bacikol
Staypapparog. H mAsioPnoia twv acBevwv epdavice GpapUoKoavOEKTIKOTNTA KoL QVTLUETWITIOTNKE HE
TOAAQTTAOUG 6UVSUACUOUG AVTLOTIACHWEIKWY PapUAKWY, KOPTIKOOTEPOELSN Kal TNV epappoyr KEToyovou
Slattag. 2e 3 aoBeveig, 2 pe KCNT1 kat 1 pe KCNQ2 StauAomdBela, xopnyndnke otoxeupévn Beparmeia pe
Kwidivn kat kapPapalenivn avtiotola. H veupoavamtuélakr) mopeia oToug neplocotepous aobeveig dev
TV EVVOIKN.
JupnEpPAOLOTOL:
1. AoBeveig pe petarldelg oto 6lo yovidlo mapoucldlouv E€TEPOYEVELX TOOO OTOV KALVIKO Kol
nAektpoduactloloyikd avotumo 6o Kal oTtnv poyvwon.
2.  HamokdAun tng yevetikng BAAPNG pmopet va cu UBAAEL oTNV EMLAOYH OTOXEUUEVNC Beparmeiag, Omwg
n kwidivn otnv nepimtwon t¢ KCNT1 StavAomndOelag.
3. H Beparmeutikn mapépupoon, akOUn Kot OTLG TIEPUTTWOELG TNG OTOXEUMEVNG Ogparmelag, mapdTL umopsi
va GUUBAAAEL otnv opadomoinon tou HEF kat tnv Udeon TwV oacuwy, SV €XeL mAvVTA TNV emBuuntn
ETILPPON OTNV VEUPOAVATTTUEN TWV AODEVWY LE TIC KATOOTPEMTIKEG AUTEG HopdEC emAniag



EA29: MISLEADING FOCAL SIGNS IN PERIORAL MYOCLONIA WITH ABSCENCES (POMA): A CASE REPORT.

Marietta Papadopoulou, Julitta de-Regnauld-de-Bellescize, Clara Milleret, Joseph Toulouse, Eleni
Panagiotakaki, Alexis Arzimanoglou

Department of Clinical Epileptology, Sleep Disorders and Functional Neurology in Children, Woman-
Mother-Child Hospital, Member of European Reference Network for Epilepsy (EpiCARE), University Hospital
Center of Lyon, France

Introduction: Asymmetrical of even focal symptoms may be misleading in epileptic syndrome classification.
We present an 8.5 years old boy referred to our center for drug resistant absences and focal motor seizures
involving the face and upper trunk. Seizures aggravated since treatment by carbamazepine was initiated.
Three secondarily generalized tonicoclonic seizures (GTCS) were reported. Patient’s development,
neurological examination and brain imaging were normal. There was a family history of maternal juvenile
myoclonic epilepsy.

Objective: Differential diagnosis of focal signs with abscences and importance of syndromic diagnosis.
Methods: A 48hours video EEG permitted several seizures’ recording. The dominant seizure type was
frequent facial asymmetrical myoclonia of 2-4 seconds that involved lips, jaw muscles and sometimes larynx
and diaphragm, resulting in a characteristic sound production. Consciousnesses seemed impaired. All
manifestations were associated with 3-4Hz generalized spikes/poly-spikes waves. A GTCS preceded by
predominant right facial myoclonia was also recorded. Interictal EEG shows a normal alpha background,
interrupted by bilateral symmetric spikes/multiple spike waves discharges of 3 — 4Hz, but also by left
hemispheric predominant discharges. The above detailed videoEEG analysis oriented the diagnosis to
perioral myoclonia with absences syndrome (POMA).

Conclusion: POMA is a rare epileptic syndrome occurring in children or adolescents with normal
development, first described by Panayiotopoulos in 1994. It is characterized by short absences with
rhythmic contraction of the perioral muscles. Infrequent GTCS induced by clusters of absences are typically
present. Involvement of other facial or upper body muscles has recently been described. Half of patients
have first-degree relatives with idiopathic generalized epilepsy. Initially misleading signs in our patient were
focal facial and diaphragmatic myoclonia. However, asymmetrical electro-clinical presentation is not
unusual in POMA. POMA is a difficult to treat epileptic syndrome, whose pharmacoresistance may be
aggravated by inadequate antiepileptique treatment in cases with asymmetrical or focal presentation.

EA30: BPEQOOZ APPEN ME DE NOVO KCNQ2 METAAAA=H KAI ENIAHNTIKH EFTKEDAAOMAGEIA ME
KAINIKH KAl HAEKTPOETKE®AAOTPA®DIKH EIKONA METANAZTEYTIKHZ ENIAHWIAZ.

Aptepg Stedavidnl, Mehnopgvn Nwpyn?, Mapia Irnavou?, Mapia Totpouda®, ApyUplog Ntvomoulog?

Eldikeuopevn Naudlatpikng, I MNawdlatpikn KAwikn, M.I.N. «ATTIKOV»

Mawdlatpog, Navenotnulakog Yrotpodog Nawdoveupoloyiog, M Madiatpikr KAwikr, M.I.N. «ATTkOv»
Ewdkn NoonAeUtpla Naitdoveuporoyikng Movadag, I’ Naidiatpikry KAwikn, M.I.N. « ATTkOv»
Avariinpwtic Kabnyntng Natdoveupodoyiag, I Notdiatpikr) KAwvikn, M.I.N. « ATTikov»

El o

H petavaoteutikn otiakn emAnyia tg Bpedikng nAtkiag eival pia omavia popdr mPwLNG ETUANTITIKAG
eykedalomnabelag mou xapaktnpiletal anod GpopUakoavOeKTIKEG TOAUECTIAKEG KPIOELG UE ETOVAOTEUTIKO
XOPAKTAPA TOOO O0TNV KAWVIKN £Kdppacn 000 Kol ota NAektpoeykedaloypadikd suprjpata. NpokeLtal yla
gl popdn emAnglag mou é€xel ouoxetotel kuplwg pe StauAomdBeleg, petafl Twv oOmoilwv
cuprieplAapBavovtal YeVETIKEG HOPPEC HME HETOAAGEELC TIOU  KwdikomolwoUv  Slavhoug  KoAlou.
Mapouaotaloupe Bpédog appev 11% unvwv pe coPapol Babuol Puxokvntiki KaBuotépnon, LOTOPLKO
TMPWLUNG ETUANTITIKAG eyKepalomabelag kal évapén eneloodiwv onacuwv and tn yévvnon. O acbevig
napouctdlel  doappakoavOektiky emAnpio  pe  moAueotlakn  Kplolk  Spaotnplotnto Ko
nAektpoeykepaloypadikr) €KOVA HUETOVAOTEUTIKAG eruAniag He KAWLIKG €kdpacn ToOAAATAWY
KaBnuepwwv enelcodiwv pubULKAG opl{dvTiag kivnong tng kedaAng dlapkelog Aiywv Seutepoléntwy, ta
omolo HELWONKAYV CNUOVTIKA HETA TNV €vapén ocuvduaouEvnNg aywyng pe lovioapidn, kapBapalemrivn Kot



kAovalemaun. Mpokeltal yia acBevr) pe yoviSlaka emiBeBalwpévn de novo etepoluyn HetdMaén oto
KCNQ2, yovidio to omolo gumAéketal otn Aettoupyia Twv StaUAwWV KaAiou.

EA31: MITOXONAPIAKH EFTKEQDAAOMAGEIA AOIQ METAANAZEQN 2TA TONIAIA ECHS1 KAl HIBCH. H
EMMEIPIA 2TO NOZOKOMEIO ATIA ZOQIA.

BaotAk) ZoUBeAou?, EhcuBepia Kokkivou!, EAlodBet KoAw!, Kwvotavtivoc 2. AleBetloBitng!, EAévn
Apdxou?, Katepiva Avayvwotonovlou?, Avaotacio Skoupal, Aptepung Nkika?, Roser Pons!

1. latpdg, A’ Nawdatpkn Mav/kn kAwikr, Noookopeio Naidwv «Ayia Zodia», EKMA
2. Moplokog Blohoyog, GENOMEDICA, Epyaotriplo Mevetikng Atayvwong, MNetpatdg

ZKOTMOG: ZKOTOG QUTAG TNG apouciaong lval meplypadn 5 aoBevwy e KAWVIKA EKOVO ULTOXOVEPLAKNG
eykedpalomnabelag (cuvépopo Leigh-like), otoug omoloug n yevetikn BAaBn adopd ta yovidia ECHSI kat
HIBCH mou kwéikomololuv €viupa mou edpadlouv otnv €0w pitoxovoplakn otipada. Iuykekpluévo Ba
nieplypadolyv 4 acbeveic Ue avemdpkela tou yovibiou ECHSI ( 3 87Av /1 dppev) kat évag appev acBevig
UE avemapkela tou yovidiou HIBCH. To yoviblo ECHS1 kwdikormolel to €vlupo short-chain enoyl-CoA
hydratase 1o omnoio kataAUeL TNV evudatwaon 2-trans-enoyl-CoAs oe 3(S)-hydroxy-acyl-CoAs. Evw to yovidilo
HIBCH kwdwomolel to évlupo 3-hydroxyisobutyryl-CoA hydrolase, To onoio KaTaAUEL TNV UETATPOTA TNG
3(S)-hydroxy-acyl-CoAs oe 3-hydroxyisobutiric acid, kat Bpioketal Katwdepwg Tou eviUpLKOU LOVOTOTIOU
kataBoAlopol tng BaAivng.

OuL aoBevei¢ autol mopouclalouv £vav €tepoyevh] KAWIKO ¢GavoTumo He gudavion TwV KAWIKWY
CUMMTWHATWY HECA OTOV TPWTO Xpovo IwnG. Ta Kuplopyo KAWIKA XOPOKTNPLOTIKA €lvol n
eykedpalomnabela, n pappakoavOektikn emAnyia, n Puxokntikn KabBuotépnon Kabwg kal StatapayEg
ond GAAO CUCTAMATO, OMWG TO KOPSLOYYELAKO, TA OUTLA KAl Ta patia. O maBoyeveTIKOG UNXAVIOUOG
miBavoAoyeital 0Tl apopd TOoo oTLG MPOoKANBeioeg SlatapaxEg Tng B-o&elbwong, 600 Kal 0TNV OVAOTOAN
ToU opoAoU petoBoAlopol tng BaAivng. Ol avwtepeg PAAPEC €XOUV WG CUVEMELD TNV ABpoLon TOELKWV
METABOAKWY TtAPA- TIPOIOVTWY YEYOVOC TIOU TIBAVWV Va ETILGEPEL TNV ATTOTITWON O0TO KUTTAPO.
Tupnépaopa: H avenapkela Twv yovidiwv ECHSI kot HIBCH sival pia kavoupyla HeTaBoAlkn Statapayn
pe «putoxovdplokd» ¢atvotuno (cuvdpopo Leigh-like). Ol aocBevelg autol pmopolv va MPOCEYYLOTOUY
Bepameutika pe petafolikég Bepameieg, 0w e Slatta xapunAn ota apwvotea tng BaAivng Kot LOOAEUKIVNG
OAAG KOL TO «JLTOXOVOPLOKO KOKTEW». EQv oL Bepameieg autég edappootouv vwpic Ba pmopovoav va
TPOTOMOLCOUV TNV KALVIKA TTOPELQ TNG VOCOU.

EA32: OEPANEYTIKEZ NAPEMBAZEIZ ZE NAIAIA ME 2YNAPOMO EYOPAYZTOY X A THN ANTIMETQMIZH
TON ZYMNEPIOOPIKQN AIATAPAXQN.

Aéonowa Neotopdikn?® , Apapulhic-Xpuor) Maleylavvakn?

1. Wuxoloyog, Metamtuytakn ¢ottrtpla, AplototéAetlo Navemotplo Oscoalovikng
2. NaudoveupoPuxohoyocg, Aéktopag, Mavenotruo Aeukwotag, Kompog

Elwoaywyn: To ZUvSpopo EVBpauactou X (FXS) elvat to dgUtepo mo cuxvo aitio Stavontikng avamnpiog Kat
n ouxvOoTEPN yovidLakn ottia ylo tnv epdavion outopo (5%). To cuvdpopo petaBLBaletal cuxvotepa amo
TN UNTEPA TIPOG TA APPEVA TEKVA LE TOV EMUTOAACUO va avépyetal repimou 1:4.000 yio Toug Avopeg Kat
1:7.000 yia LG yuvalikec.

Ikomo¢g: H mopoloa epyocia avabswpel tnv tpéxouoa PBiPAoypadio yla TIC QMOTEAECUOTIKOTEPES
TMaPePUPACEL] TTOU UTIopoUV va edappootolv oe moudld He FXS HE OTOXO TNV QVILUETWILON TWV
CUUTEPLPOPLKWV TIPOPANUATWV.

M£0060o¢: H avaokonnon Baciotnke og mpoodata akadnuaika apbpa (amo to 2008 £wc to 2018) mou
T(POEPXOVTOL AT MEYOAEG €MIOTNUOVIKEG Paoelg Sedopévwv (6nA. Pubmed, Scopus).Ta kpitrpla
ocuprnepiAnyng twv peAetwy Atav: 1) ol epyacieg va sival SnUocleupéveg o eploSIKA pe Kpion SutAd
TudAn, 2) n nmpwtdtunn popdr toug va eival dnuooteupévn ota AyyAkd, 3) va gumeplEéxovral ol



anapaitnteg oTatloTikEG Kal peBodoloyikég mMAnpodopieg, wote n gpyacia va umopel va enavaindOei
eTUBEBALWTIKA.

Tupnepaopora: To moldld pe FXS ektog amd tnv Stavontikh avamnplo, avilpetwnilouv pia oelpd
ouuneplpoplkwy  TPOPANUATWY, OnMwg Atatapayxn EAewpatikng MNpoooxng-YmepKvnTKOTNTAG,
OTEPEOTUTIIEG, KOWVWVIKO AyXoG Kol SuoKoAleg¢ otnv kowwvikr Stavtidpaon. Evag mapdyovtog Tmou
erudelvwvel TIC SUOKOAIEG OTOV KOWWVIKO TOMEQ €lval TO oNUOVTIKA eAeippata o moAAamAolg
YAWOOLKOUG TOUELG. 2TNV MPOOTIABELN QVTIUETWITLONG TWV COBOPWY CUUTTEPLDOPLKWY SLOTOPAXWY, EKTOC
oo TLq GOPHAKEUTIKEG TAPEUPATELG, avaykaia Kpivetal n mapdAAnAn KaAALEPYELO KOWVWVIKWVY SEELOTHTWY
HECQ OO TPOYPAUUATE TOPEUBAONG  YVWOTIKOU-CUUTEPLPOPLKOU TtpooavatoAlopoU. |Sialtepa
OTOTEAEOUATIKOG €lval 0 OUVSUOOMOG OTTOKOTAOTAONG TWV YAWOOLKWY AELTOUPYLWY HECW TNG
AoyoBepameiag kol NG eKMabeUTIKAG-oUBOUAEUTIKNG TapépPBaong. TEAOG, OpLOMEVEG LOEEG yla
napepPBaocelg oto FXS sivat Suvatov va avtAnBouv amnod Tig mapeBACELS TTOU TIPOTELVOVTAL YLl TTALSLA PE
QUTLOMO (Omwe epyoBeparmeia kal atodntnplakn oAokArpwan), KaBwes Ta XoPaKTNPLOTIKA Tou FXS cuyva
ekAapPBavovTal wW¢ eVOELKTIKA HLlag TAUTOXpovnG dlayvwong oto ¢pAcpa Tou auTlopou. Qotooo,
TIPOTLUOTEPN KplveTaL N epappoyr EEOTOULKEU LEVWY DEPATIEUTIKWY TIPOYPAUUATWY, KABwE Ta tadLd pe
FXS o€ clykplon He Ta auTloTka modid, emdeikviouv Suvatd onueia otn oculnTnon KoL TNV Kotavonon
™G opAiag.

EA33: NEPIZTATIKO NEANIKHZ BAPEIAZ MYAZOENEIAZ ME ATYINH EIZBOAH KAI AYZKOAIA ZTHN
ANTIMETQRNIZH.

Alovuoia MkoUyka!, Mapia Taddou!, EAévn Apmavtly', Polé Movc?, Eudyyelog Mapaokeoudkoc,
Xapdahaprnog KétoaAnd'

1. Neupoloywkn KAwikn Fevikol Noookopeiou Maidwv MevtéAng
2. A’ Naveruotnuakn Nawsatpikn KAwikn M.N.Naidwv «H Ayia Zodia»

Elwoaywyn: H veaviki puacBévela epdaviletal otnv epnPeia kat aroteAel to 10-15% Twv MEPUTTWOEWV
puacBévelag. H maBoduololoyia Tng elval mapopoLla autng twy evnAikwy, aAld n mopeia g elvat
kahonOéaotepn.

Napouociaon Neplotatikov: Napouoldletal n mepimtwon ayoplot nAtkiag 12 etwv. Ta apXLlkd U UTWHATO
Tou acBevoug adopoloav o€ HULKH aduvapia aploTepoU KATW AKPOU TIEPLOEPLKA UE EMLOEIVWON LETA ATt
KOTIWOoT. ATO TNV VEUPOAOYLKN £EETAON EVTOTIOTNKE KEVIPOUEALKN MUK aduvauio aplotepol Gvw Kot
KATw GKpou. AMO To veUupodUGLOAOYIKO €Aeyxo n e€€taon emavaAnmruikol €peBlOpOU KaTEypae TNV
XOPAKTNPLOTIKA Ttwon Tou Suvaplkou. O 0poAoylkog €Aeyxog avédelfe Oetikd avitiowpota vavtl
urnoSoxéwv aketuhoxoAivng kat to tensilon test ntav Betikd. Me Bdon ta supriuata autd €tebel n
Slayvwon MG kal dapyloe Bepameia pe mupldootiypivn kat koptilovn. Adyw tng BeAtiwong Yeta amnod 6
UNVEG €ywve mpoomaBela peiwong tg 66ong tng koptldvng. AkoAoUBNnoe emelc08L0 PUOGOEVIKAC Kplong
KOTA TNV MPwLv €yePon yla To omoio Kal voonAeuBnke. H koptilovn enaviABe otnv mponyouuevn
Soooloyia, au€nbnke n 86on tng MUPLSOOoTIYUiVNG Kal €YVe éval oxAua Y-odalpivng LE QmMOTEAECUA TNV
anokataotacn Tou acBevoug. AkodolBnoav 4 punviaia oxnuota y-odpatpivng. AVo MepLToU UAVEG LETA TNV
teleutaia xopriynon voonAeutnke yla 20 nuépeg otn MEO Aoyw puaoBevikng kpiong He Evapén TG MPWTES
TIPWLVEG WPeG. Katd tn Slapkela tng voonAsiog autng o acBevrg eT€0n o UNXOVIKO agpLOUO Kal Ehafe
woelg peBUATpebvIZoAovng Kat y-odatpivng. Adyw EUUEVOUCOG AVATIVEUOTIKNG aVETTAPKeLAC UTEBARON ot
6 ouvedpieg mMAaopadalpeong KETA TIC omoieg otadlakd BeAtwOnke. Ma TOUg EMOUEVOUC 2 UAVEG EWC
onuepa Bploketal umod aywyn He mupldooTiypivn kot koptilovn oe otabepny katdotaon. Aappavel
OVTIKOTAOAUTTIKY GOUPUAKEUTIKA aywyr Kol TTaPoUCLAlEl OCTEOTEVIA UE TAPAUOPPWOEL OTIOVEUAWY
ouvereia g koptilovoBeparneiag. EXeL poypaatiotel OupekToun.

Tupnépaopa: To MEPLOTATIKO AUTO ANV TNG ATUTNG €loBOANG amotelel e€aipeon otn ouvnBwWG KaAonOn
mopeia tNg veavikng MG kot kavel spdovh tv ENewdn KAWLIKAC Kot BBALoypadLKAG EUTIELPLOC OTLG VEEC
Beparneieg tN¢ pUaoOévelag ota maldLd.

EA34: AZOENHZ 6 ETQN ME MYAZOENEIA ME OETIKA ANTI-MUSK.

Mapia-Zwn Owkovopdkou, MapOevia Todun, NikoAaog Alapavtonoulog




I.N.MNaidwv Notpwv «Kapapavddavelo», Natpa

Elwoaywyn: H puacBévela Gravis amoteAel autodvoon Slatapay TwWV OKEAETIKWY HUWV KaL XopaKTnpiletal
ano pelwon Twv Slabéoipwy umodoxewv aketuAoxoAivng. 1o 80-90% Twv MEPIMTWOEWY AVEUpPLOKOVTOL
OTOV 0pO avTlIoWHOTA €vavtl tou umodoxéa (anti-AChR). 1o 40-50% Ttwv 0poapvnTKwV ooBevwy
OVEUPLOKOVTOL OVTLOWHATA EVAVTL TNG EOLIKNG HUTKAC KLvAoNG TG Tupocivng (anti-MuSK)

Napouociaon Meplotatikol: Kopitol 6 eTwv mpooépyxetal Aoyw aidvidiag évapéng apdotepomAeupng
BAedpapontwong and 6pnvou, mPoodeUTIKA EMLOEVOUHEVNG KATA TN SLAPKELX TNC NUEPAG, KOL ATIO UNVOG
€UKOAN KOMwon Katd Tn Padon. AVIKELLEVIKA UTINPXE PBAedoponmtwon, TMEPLOPLOPOS TNG
odBaApokivnTikdtnTag, duokatamooia kot évtovn oaduvapio dvw Kol KAtw akpwv. H Sokwacia
VEOOTUYHIVNG Ntav Betikn (BeAtiwon tng PAsdpapomtwong) kot oto puoypdadnua pe Sokipaola
enavelAnuuévwy epedlopatwy avedeixbn peiwon tou CMAP og mocootd 30%. O £AeyX0C AVIIOWUATWY
anti-AchR kat anti-LRP4 ntav apvnTikog oAAG BeTikog ya anti-MuSK (49nM, ¢.1<0.03). BAoEL TV aAVWTEPW
€1€0n n Sldyvwon tng puacBévelag Gravis odellopevng oe anti-MUSK avilowpato. OegpameuTtika
xopnynobnke IVIG (mevBnuepo oxnua) kot akoholBnoe €vapén aywyng pe Muptdootiypivn po. Ymnpée
tayelo BeAtiwon t0o0 Twv oPpOaAUkwy Slatapaywyv 000 KAl TNG YEVIKEUUEVNG MUIKAG aduvauiag. OKtw
UNVEG LETA TNV €vapén TNG aywyng n acBevhg MopaEVEL OE KAAR KOTAOTAON.

Zupnepaopata: H MuSK-MG amotelel pia ondvia vooo otnv maldikn nAkia. Ztnv évapén tng vooou 36%
TWV TIEPLOTATIKWY E£XEL UOVO 0pBOAUKEG ekdnAwoelg, os avtiBeon pe to 11% mou eudaviletal pe
VEVIKEUMEVN  aduvapia. Oepameutik@ £xouv  xpnowdomolnBel ektdg¢ amd  avOOTOAEl TNG
OKETUAOXOALVECTEPAONG, N BUUEKTON, 0VOOOTPOTIOMONTIKA dapuaka (rituximamb), n mMAacuadaipeon
Kol n y-odalpivn, He APKETA LKOVOTIOINTIKA amoteAéopata. Autopatn (aon mapouctdlet mepinou to 7%
Twv aoBevwv evw emdeivwon, mapd tn Bepaneia, cuvavtdtol oto 10%.

EA35: KOPITZI 10 ETON ME OPOAPNHTIKH AYTOANOZH EFKEDAAITIAA ZE EAADOZ NOIMQ=HZ ANO
HHV-7.

Jwtnpia Maotpoylavvn?!, Eudyyelog Xpriotou?, Osobwpa Mmaxou?, Mapia Koupouon?, Oed68wpog
Towkpkdc®, StéMa Molokou?, Kwvotavtivog Boispngl, Euctadia Katoapol?!, Anuitplog AArc?

1. Naiwdoveuporoyikod Tunpa Noookopeio Maidwv ABnvwv «M. & A. KuplakoU»
2. A’ Nawdiatpikn KAk Noookopeio Maidwv ABnvwv «MM. & A. KuptakoU»
3. MEO® Noookopeio Maidwv ABnvwv «I. & A. KuptakoU»

Ewoaywyn: H &ldyvwon tng autodavoong eykedpaAitdag (AE) Poaociletal otn veupouxlatpikn
cupnTwHaToAoyia mou cuvSualetal pe TNV aviyveuon maboyvwuovikwy auvtoavtiowuatwy (NMDAR, LGI1
K.a) otov opO/ENY kal xpnlel €ykalpng 0voooTPOmomnolnTkhG Beparmeiag. H Stayvwon mbavig AE pe
opVNTIKA aUTOOVTIOWMATA TepAapBAveL, cUUdwva e Ta SLoyVWOTIKA KpLtrpLla ylo eviAkeg (Graus et
al. Lancet Neurol, 2016;15:391), t0 cuvUQGCUO CUUTTTWHATOAOYIAG, TOV AMOKAELOUO GAAWY aLTiwv Ko
Satapayxég otnv MRI eykeddhou, oto ENY i otn Blodia eykepaiovu.

Ikomo¢: Mopouciaon NG  SLAyVWOTIKAG TPOCEYYLONG, OEPATIEUTIKAG OVTIHETWILONG Kol €kBaong
opoapvntikng AE, og maudi pe Aolpwén anod HHV-7.

Mé£00o6ot: Kopitol 10eTtwv pe Statapayn emumédou ouveidnong KAl oTIOCUOUC OTNV amodpoun EUMUPETOU
voonuatog. O €Aeyxog ue MRI eykeddadou kat yevik ENY Atav apvntikog, evw pe PCR aviyvelBnke HHV-
7 oto ENY. Apeon £vapén Acyclovir kat woswv IVIG. Emibelvwon Twv veupo uXLOTPLKWV EKSNAWCEWY Ao
To Tpito 24wpo voonheiag, tpomomoinon TG oywyrng ot Ganciclovir kol xoprnynon woswv
pueBUATpebVIZOAGVNG e TNV urtovola AE emti edadoug HHV -7 Aotpwéng. H MRI eykedpalou otnv 11" nuépa
voonAeiag £6e1€e apdoteponieupeg alolwoelg uPnAng évtaong onuatog otig T2W, FLAIR, otnv meploxn
£€w kapoc-mpotetyioparog. H KAk elkova BeAttwOnke petd tn 3" eBSopdda voonAeiag. O emavéleyyog
pe PCR/HHV-7 kal autoavtiowpata oto ENY Atav apvntikog, evw avixveltnkay oAlyoKAWVIKES JWVEG Kal
auénuévog IgG index. H aoBevng e€NABe xwpic veupopuXLATPLKEC EKENAWOELG E OVTLETANTTITLKY OyWwYn Kot
tapering otepoeldwv. Metd 1 kot 2 pUAVEG N AcOEVAC MAPOUCIAOE UTIOTPOTEG UE NTILEC PUXLATPLKEG
EKONAWOEL] Kol €MELOOSIA YEVIKEUUEVWY OTMOCHUWY, TIOU OVTLUETWIOOnKav He tpomomoinon tng
OVTLETANTITLKAG OyWwYNG Kot KUKAoug avoooBeparmeiag (IVIG, woelg peBulmpedviloAovng). Adyw twv



urmotponwv n Bepaneia emavaAndbnke ava priva akopa 3 ¢opeg kat n aobevng eival eAevBepn
OUUMTWHUATWY 0€ 3 PNVeG mapakoAouBbnong kat 1 priva and tov tedeutaio KUKAO avoooBeparmelag, pe
TIPAAANAN QTTOKATACTACN TWV OTTELKOVLIOTLKWY EUPNULATWV.

Tupnépaopa: H €ykapn Stdyvwon kot evoapén avoooBeparmeiag os moldld mou AnNPoUV T KpLtiplo
opoapvnNTIKAG AE, HE N XWPLG YWwaoTo Aoluwdn mapdyovta, cuvdualeTal Pe LKAVOTIOLNTLKA £KBaon.

EA36: OTKOMOP®OH ANOMYEAINQTIKH BAABH ETKEDAAOY — NAPOYZIAZH NEPIZTATIKOY.

XpuooUAa MyoaAétou, Evayyehia Mmaxhoapd, Khew AookaAdkn, Awatepivn Mavvion, EAAn-Mapia
Métpou, MewpyLog Ztokidng, Mapiva KatoahoUAn, Bipywvia Osodwpou

latpoc, NeupoAoyiko Tunua I.N. Natdwv «H Ayia Zodia»

Ewoaywyn: H oykopopdn amopuehvwtikr BAaBn tou KNI amote)el pia omdvia vVOoooAoyikr) ovtotnTa Tou
TIAPOUCLALETOL WG LOVAPNG EKTEVAG TTEPLOXI AMOMUEAIVWONG SLAUETPOU > 2cm, N omola Umopet va pnBetl
OYKO, TOOO KAWLIKG OCO KOL OUITELKOVIOTIKA. XTI TIEPLOCOTEPEC TEPUTTWOELS N Sldyvwon TEALKA
ETUTUYXAVETAL ME TNV aflomoinon mponyuevwv texvikwv MRI, kot biwg tng dacuatockomniag (MR
Spectroscopy, MRS) pe KALVIKOEPYAOTNPLOKA CUCXETLON.

ZKOMAG: MopousLAlETAL TO LOTOPLKO AyopPLOU 9 ETWV TOU TPOOKOUIOTNKE e elkova duoapBplag, Kevtplkou
TUTIOU TIAPECNC MPOCWTILKOU VEUPOU Kal NUutapeong Se€Ld, xwplg elkova eykepalonabelag. MpookouLoe
MRI eykedpdhou pe maboloyikn eotia Stopétpou 4cm oupPBatn pe eykedaiitida rp ADEM.

M£0060g: Mpog anokAelopod Aoipwéng SlevepynBnke gpyaoctnplakog éAeyxog kot ONIM xwpig maboAoyka
gupnuata. Ita mlaiola tng Stapopodilayvwaong, eniong, €6TAAN LOAOYLIKOC KAl 0VOGOAOYLIKOC EAEYXOG TTOU
ntav PuoloAoylkog. Katomv ektiunong Tou TepLloTatikou amd to OykoAoylkd Tunuo Sitevepynbnke
KuttapoAoyikr] e€€taon ENY kat kapKivikol SeiKTeg xwpig avadelen maboAoyLkwy EUPNUATWY. ITH CUVEXELDL
npaypatonotifnke MRS pe supruato UTEP OyKOUOPdNG AOUUEAVWONG, XwPLG va armokAeleTal yAolwpa
XapnAng kakonBelag r pAeyuovr). TeBnke o woelg evooPAEBLag LeBUATIPESVIZOAOVNG YLla 3 NUEPEG ME
OMOTEAECUA ONUOVTLIKA KAWIKN, oAAQ Kol omtelkoviotikn Pehtiwon oe véa MRI eykedpdlou mou
SlevepynBnke. Npaypoatomnow|Bnke véa MRS, 2 UAVeG apyoTepa, OTIOU TTOPATNPHONKE ONUAVTLIKH EAATTWON
Twv Slaotacewv tN¢ BAGBNG KO, CUVEKTLLWVTAC TNV TAXELO AVTATTIOKPLON OTA KOPTIKOGTEPOELSH, N EKOVA
BewpnOnke cuppatr pe oykopopdn anopuelivwon  ADEM. Entl Tou mapovtog to naldi Bpiloketal og KoAr
YEVLKN KOTAOTAON Kal elval eEAeUBEPO CUUTMTTWHUATWV.

Tupnepaopora: H afloniotn Stapopodiayvwon petafl veomAaoiag kot oykopopdnc anopuehivwong sivat
OPKETEG DOPEG BUOKEPNG KOl ATIOLTEL AEMTOUEPN KALVIKOEPYAOTNPLAKI KOL OTELKOVLOTIKN) CUCXETLON Kol
ntapakoAolOnon. H MRS Kat n Taxelo avtomokpLlon oty aywyr UE KOPTIKOOTEPOELSH, 08 GUVOUAOUO UE
TNV Kuttapoloyikn e€€taon tou ENY, anotehoUv Loxupd OmAa yLa T cwotn dlayvwon.

EA37: EEQNMNEYMONIKEZ NEYPOAOTIKEZ EKAHAQZEIZ AOIMQZ=ZEQZ ANO MYCOPLASMA PNEUMONIAE.
ItéAa MoUokou !, BaoAikf XouAwdpal, Mapia Koupoton 2, EppavounAia @éou 2, Mupcoivn Maupikou?,

AnpnAteng AsAnc?, Kwvotavtivog TlouBac?, Kwvotavtivog Boudpng ¥ wtnpio Maotpoytdvvn !, Euctadia
Kotoapou — MNektaocidn?

1. NeupoAoyko Tunua, revikd Noookopeio Maidwv «M & AyAaia KuplakoU »
2. ANabatpikn KAwikn, Fevikd Noookopeio Maibwv «M & AyAaia Kuplakou»
3. ME® Naidwv, levikd Noookopeio Naidwv «M & AyAdia Kuptakou»

Ewoaywyn: Ot Aowpwéelg and Mycoplasma pneumoniae pmopet va mpooBaiouv Sladopa cuoTHUATO UE A
Xwpig voonon tou avarmveuotikol. AcuvnBeLg KALVIKEG EKENAWOELG ATIO TO KEVTPLKO KAl TEPLPEPLIKO VEUPLKO
clOTNUA, TO KAPSLAYYELOKO, TO YOOTPEVIEPLKO, TIG apOpwoselg To SEpUa, TO aipa Kot Toug BAEVOyOVvoUG
€xouv meplypadel kata katpol¢ otn BLBAloypadia.

NMeprotatikd 1°: Kopitot 12 eTwv apouctdlel amd 24wpou elkova ofeiag xahaphg mapdAucng Le cuvodo
urodpwvia, taxéwg smdewvolpevn. Mpo 4 efdopddwv avadepetal anvpetn Aolpwén TOu KATWTIEPOU
QVATVEUOTIKOU cuothipatog. H MRI AMZIZ, OM3IZ kat OMZIZ kaBwg kat n ONM Atav xwplic Wlaitepa
supnuoata. Kabwg n mbavotepn Sidyvwon Atav tou o. Guillain Barre xopnyndnke apeca y-odatpivn. 2to



2° 24wpo voonAeiag petadépOdnke otn MEO. Adyw un BeAtlwong tng veupoAoyikig elkovag Slevepynnkayv
5 ouvebpiec mAaopadaipeong kot xoprnynon €k véou y-odalpivng pe otadlakn BeAtiwon tng KAWVIKAG
€lKOvVaG. To nAektpoveupo-puoypadnuo avédelfe atovikol tomou BAAPN evw O OpOAOYLKOG EAEYXOG
npoodatn Aolpwén amd mycoplasma pneumoniae. E€NABe peta amd 75 pépeg voonAeiag pe oadn
BeAtiwon tTng veUPOAOYLKAG TNC ELKOVALG.

Neprotatikd 2°: EdnPn 14 stwv, npooépxetol Adyw ducapBpiag kat Sucdhayiag and 3nuépou. And TNV
Avtikelpevikn Neupoloyikn E¢€taon SamotwOnke mepldeplk Mapeon unoyAwociou veupou Sefld pe
atpodia tng yAwaooag. Mpo Vo eBdopadwv avadpépetal enipovn amvpetn kepaiadyia. H MRI-MRA
TpaxnAou kat eykedaiou kat n ONM Atav xwpig maboloyikd euprpata. Xopnynonke mpedviloAovn ya 10
nNUépeg. Metd tnv €€080 NG, 0 AoluwElohoyikog Edeyxog avedelfe mpdodatn Aoipwén amdé mycoplasma
pneumoniae. Agv xopnynbnke avtlBLoTkh aywyr] LE TN cUUdWVN YWWHN Twv AolpwELloAoywy, Sedopévou
OTL &V UTIHPXE OU LUETOXI) TOU QVATIVEUOTLKOU. TPl UAVEG LETA, TIAPATNPELTOL TARPNG ATTOKATACTOON TNG
TLAPEONG TOU UTIoyAwaoaiou.

Tupnepaopara: Ot ekSNAWOELC artd TO KEVTIPIKO Kal TEEPLPEPLIKO VEUPLKO cUOTNUA, Eival OL TILO CUXVEG
€€WMVEUOVIKEG, Ue TooooTo 13-40%. Autég meplhapBavouv pnviyyoeykedpalitda, ADEM, puelitda,
oUVOPOUO GB, HELOVWHEVEG TIOPECEL KPAVIOKWY VEUPWY K.a. Mapdtl £xouv avadepBel PeUOVWUEVEG
TIAPECELG AAAWV KPAVLIOKWY VEUPWYV, ETEPOTIAEUPN LELOVWEVN TIAPEDN UTIoyAwaaiou, Sev €xel avadepBel
UEXPL TWPOL.

EA38: ZYNAPOMO OWOKAONOY MYOKAONOY ZE A2ZOENH ME NEYPOBAAITQMA.

ABavdacio¢ Mwpdaitng!, EuBupia Bapyidun!, Mapio Kupwalr?!, Mnvehdémn Apayovun?, ABavaocia
Avaotaociou?, Awatepivn Tlavtlopoudn?, Euyevia Namakwvotavtivou?, Mapia Kovuptn?, Mapia Adumpou?,
Kuptakr Kotooyhavidou?, Anuntplog KoAtovokoac?h, Anuntplog Zadepiou?

A’ N/A kAwikn Fevikd Noookopeio Imnokpatelo Oeooalovikng, Osooalovikn
Axtvoloyiko Tunua Inmokpateiov Noookopeiou Oecoalovikng, Oscoalovikn
Mawdoxelpoupyikn KAwikn Innkpoateiov Noookopeiou @ecoalovikng, @ecoaAovikn
MaidooykoAoywko Tunua Inmokpateiov Nookopeiovu Oscoahovikng, Oscoalovikn

i

Elwcaywyn: To cuvSpopo oPdkhovou puokAovou (OMS) sival £va OTtAvVIO TTOPAVEOTTAQGUATLKO GUVSPOLIO
mou epdaviletal kupiwg oe aobeveig pe veupoPAdotwpa. Ol aocBeveig pe to ocuvdpopo gudavilouy
XOQOTLKEG KLVNOELG TwV 0POAAUWY, LUOKAOVIEG TWV AKPWVY KoL TOU KOPHOU, YEVIKEUUEVO TPOMO, KaBwg Kal
Puyxokwvntikn moAwvdpopnon pe dlatapaxég oupmnepidpopds. H naboduoioloyia tou cuvdpouou adopd
0VOGOAOYLKOUG UNXOVLOUOUG.

Ikomo¢: MMapouctdloupe  oUVOpopo oPokAovou HuOkAovou ot acBevp mou Slayvwobnke e
veupoBAdotwya.

YAwO: Ayopt, nAwiog 20 pnvwy, mpookopuioBnke AOyw XAOTIKWV Kvoewv opOaApwy, TaAvdpounong
ovanTuélakwy opoonpuwy (amwAsta Badlong Kot AGyou), YEVIKEUUEVO TPOUO Kol LUOKAOVIEG AKPWV.
M£0060G: O eKTETAEVOG EPYOOTNPLAKOG EAEYXOC NTAV GUGCLOAOYLKOG. AOYyw auénpévng umodvolag yla
umopén mlavol veupoBAactwpatog, StevepynOnke MRI koWliog kat t€Bnke n  Sldyvwon Tou
VEUPOBAACTWHATOC WG aLtio Tou cuVOPOUOU.

AnoteAéopata: O aoBevrc umtoPANONKe o XELPOUPYLKH e€aipean Tou VEUPOPAAOTWUOTOG Kol TEONKE o€
XNUELOOEPATMEVTIKA aywyr, KABWCE KoL O aywyr] UE y-odalpivn yLol TNV AVILHLETWIILON TWV CUUMTWHATWY
Tou cuvSpopou.

Tupnepaopara: To cUvdpopo oPokAovou puodkAovou (OMS) armotelel mapaveomAaCUATIKO cUVEPOLO Kot
OTou¢ 000evel¢ LE OCUMUMTWHATO TOU OUVOPOUOU, TPEMEL TAVTOTE va avalnteitat n Umnapén
VEUPOBAXCTWHATOC KATA PAKOC TNG CUMMOONTIKAG aAUoou.

EA39: AYTOANOZH EFKEQAAITIAA: MIA AIATNQZH OAO KAI NEPIZZOTEPO ZYXNH...(;)
H EMMEIPIA MAZ.

EAguOepia Kokkivou, BaotAikr) ZoUBeAou, EAloaBet KOAALa, Roser Pons

Eldikn Movada Natdoveupoloyiag, A' Matdiatpikn KAwvikn Navenotnuiov ABnvwy, I.N. Naidwv «H Ayia
Jodlar



Ewoaywyn: H avakdhudn tou e£Upouc/dAoUATOC TwV TEPUTIWOEWY OUTodvoonG eykedaAitidag
ouyKaTOAEYETAL PETOEY TWV Tio e€exOVTwV/TpoBeBANUEVWY YEYOVOTWY OTN veupoloyia tnv telsutaia
Sekaetia. O O0pog autoavoon eykedaAitida xpnolpomoleital ya va meplypael pia etepoyevy opada
VEUPOAOYLIKWV SlOTOAPOXWY HE OCUMMTWHOTO METOLXMLIOKNAG KoL €EWHETAXMLOKAG SuoAettoupylag.
Mepappavel SL0POPETIKEG VOOOAOYIKEG oOVIOTNTEG UE OLadOpPEeTIKO yevealoupyd TaBoducloloyLko
UNXOVIOUO, AV KOl OE YEVIKEG YPOUMEG Ba pmopouoe Kavelc va Tel OtL mepthapBavovtal U0 HeyAAES
KOTNyoplec: ol KAOOOIKEG TTAPAVEOMANCUATIKEG UETALXULOKEG eyKePaAiTideg mou cuoyetilovtol e T
EMOVOUOIOUEVA KOAA XOPOKTNPLOUEVA OYKOVEUPWVIKA OUTOOVTIOWHOTA EVOVTL €VOOKUTTAPLWVY
VEUPWVLIKWV avtlyovwy (m.x. Hu, Ma2, k.a.) kol oL véou TUTIOU OUTOOVOOEG eYKEDAALTIOEG TOU
OUOXETI{OVTOL PE OUTOOVILOWHATO EVOVIL OVILYOVWY TNG €MLPAVEIAG TWV VEUPLKWY KUTTAPWY N Twv
ouvapewv.

IKOMOG: ITtnv mapovoa KeAETn yivetal pia mpoomdBela mapouciaong kot opydvwong / opadornoinong tng
gUnelploG TETOLWV TEPLOTATIKWY (KAWVIKN eudavion, attliomaboyEveld, avileTwrion, €kBacn) and to
niadoveupoloyko tunua tng A' Mawdiatpikig KAwikng tou Mavemotnpiov ABnvwv oto Noookopeio
MNaidwv "H Ayia Zodia" kal ev yével amod tnv A' Naudtatpikr] KAk tou EKMA, GUyKpLTIKA TTavTa e Ta 0o
elval yvwota pexpL otyung otn dtedvn BAloypadia.

M£0060¢: 10 maldia-acBeveic ektiundnkay, Sloyvwobnkav Kol aVILHETWIIOTNKAY 0TNV KAWVLKA Hag omd
TN povada naitdoveupoloyiag.

JupmEpPAoMOTA: STOUG HLooUC aoBeveig TautomoLfnkav auToavVTIoWUOTA, €K TWV OMolwy To 60% rtav
Tou tUrmou anti-NMDAR. Ocov adopd tnv avtamokplon tTwv acBevwv otnv xopnynbeioa Beparmeutiki
aywyn nAtav avefdptntn TOU YEYOVOTOG €dv oL acBevelg ntav opoapvnTikol N opoBetikol ya ta
OUTOQVTLOWLATO TIOU Elval HEXPL OTLYUAC YVWOTA yla TV outodvoon eykepoAitida.

EA40: NEPITPA®H MEPIZTATIKOY MOANANAHZ tKAHPYNZHZ ZE ArOPI 5 ETQN

Tdoog TQptlmng!, lwéavva MNanabavaciouv?, Maphéva Apyupidoud, Eutépmn AdAma®, Eudnuia
ManasdonovAou-ANatdkn?’, ABavdoiog Euayyeiiou®

latpog, I.N.Namnayswpyiou, Oscoahovikn

latpog, I.N.Nanayewpyiouv, Oecoahovikn

latpog, I.N.Nanayewpyiouv, Oecoahovikn

MNawdlatpog, Emotnuovikn Tuvepyatic I.N.Nanayswpyiou, Oscoalovikn

Avarminpwtpla KaBnyntpla MNawdiatpikng- Mawdiatpikng Avocoloyiag I.N.Manayswpyiou,0ecoalovikn
KaBnyntnc Naudtatpikng- Mawdiatpikic Neupohoyiag, AteuBuvtrg A’ M/A KAwikng I.N.Namayswpyiov,
@sooalovikn

oOuUu A WNRE

Ewcaywyn: H moMamAf okAnpuvon amoteAel Kupiwg voonua twv evnAikwv. MoAl HkpO Tocootd
eudaviletal mpv TNV NAkia Twv 16 etwv. Xapoaktnpiletal ano Stadoxikn UdAvIon AMOUUEAVWTIKWY
gotlwyv dtaoraptwy oto KNI kot eEkKSNAWVETAL UE TIOKIAN VEUPOAOYLKF) OUUMTWHOTOAOYIA.

Napouociaon neplotatikov: H mepimtwon avadpépetal oe ayopl nAkiag 3 €twv, Mou SLOAKOULOTNKE Ao
EMOPXLOKO voookopeio oto TNO Mamayswpyiou mpo Sietiog Adyw aotdbelag Badiong mpoodeutikd
erLSEVOUEVNG aTtO 7NEPOU KO TPOO TEALKOU OKOTTOU. ATIO TOV KALVIKO, EQYAOTNPLAKO KO ATIELKOVLIOTLKO
€Aeyxo mou OblevepynBbnke T€BNKe n Sldyvwon tng ofeiag Sidomaptng eykedolopueAitidbag (ADEM).
Xopnyndnkav vPnAég 8ooelg mpedviloAovng, apxkad evbodAEBLa Yo 5 NUEPEG Kol EV OUVEXELA 0o TO
otopa Pe 8oon cuvtnpnong ywa 1 piva pe otadlakr BeATiwon Twv CUUMTWHUATWY. Tov EMOUEVO XpOVOo, O
0.00gvAg mapouCLacE 2 UTIOTPOTIEC TNG VOOOU, YLa TIG OTIOLEC Xxopnynonke ek véou KoptilovoBeparmeia. Me
OKOTIO TN HElwon Twv umotpomnwy, amodoaciotnke n xopnynon y-odalpivng ava 3 efdouddsg. Eywvav
OUVOALKA 7 €yXUOELG LE ONUAVTIKY Udeon tng vooou. 1 % xpovo peTd tnv apXkn Stayvwon o acBevig
TIAPOUGIAOE GUVOALKA 4 UTIOTPOTIEG UE KLVNTIKEG KL ALOONTIKES SLATUPOXEC.

O QmEIKOVIOTIKOG EAEYXOG HUE MOYVNTIKN EYKEPAAOU KAl OUXEVIKAG Hoipag omovOUAIKAG oTAANG, Tou
enavaAndOnke oe nAwio 5 etwv, avédelle esupnuato ocupBatd pe TOMamAn okArpuvon. Qg
ovoootporonolnTiky Oepareia emAéxOnke n B-wvtepdepdvn, n omolo xopnyeitalr evOOUULKA ova
eBSouada and dyunvou, pe Bsapatikr) BeATiwon TNG KAWVIKAG ElKOVAC Tou aoBevouc. EKTote, o aoBevng
TIapapEVEL oToOepOC Kol EAEUOEPOC UTIOTPOTIWV.



Tupnepdaoparta: H auénpévn kAwikn unogia, €ykalpn Stayvwon Kot évapén tng Bepameiag otnv
rmadlatpLkn MOAAQTTAY OKANpUVeN elval e€€xouoag onpaciag. MNeploooTepes PEAETEG QMALTOUVTAL YL TN
Slamiotwon TNG KATaAANAGTNTAG KOl OTIOTEAECUATIKOTNTAG TWV AVOGOTPOTOWNTIKWY GAPUAKEUTIKWY
OKEVAOUATWY TWV eVNAIKwY oToV matdlatplkd mANBUoHO, Kupiwg og NALKIEG KATW TwV 12 €Twv, KABWS Kall
NG MPWLNG Evapéng xopnynong toug. Ooov adopd oto SIKO HOG IEPLOTATIKO, TA AVWTEPW amedeixBnoav
EVEPYETIKA.

EA41: Anti-NMDA-R EFTKEQPAAITIAA ZE EOHBH ME AIDNIAIA NEYPOWYXIATPIKA ZYMNTQMATA.
Mapia Kupialn, AAknotig Adpapepiva, EuBupia Bapylapn, Mnvehdmn Apayouun, Anuntplog Zadelpiov
A’ Madlatpikn KAwikn, Aplototédelo Mavenmiothpo Oecoalovikng

Elwoaywyn: H anti-NMDA-R eykedpalitida anoteel mpdodata avayvwpLopévn autodvoaon sykedpalitida kot
xopoaktnpiletal and ofeia evapén emAndiog cuvodeudpevn amo Puxlatpkég dStatapaxEg. OL QUTOAVOOES
eykedaAitideg anotelolv tn Seltepn og ouxvotnta attia eykepolitidag otov madlatpkd mANBUCUO, HE
TOLKIAN cupMTWUATOAOYla KAl avtamokplon otn Bepareia.

Zkomo¢: Mapouciaon mepimtwong anti-NMDA-R eykedaAitidbag oe £dpnpn pe atdpvidla veupouxlatpikd
CUMITWHATA

Napouociaon MNeplotatikol: EdnPn, 12 eTwv, TPooekopiodn AOYw YEVIKEU LEVWY TOVIKOKAOVIKWY CTIOC WV,
oL omoiot eAéyxOnkav pe xopnynon dalemaung evbodAeBiwg. Ao TO ATOWLKO LOTOPLKO TIPOEKUYE OTL N
aoBevig AdpuBave avTLEMIANTITIKA aywyn amno 20nuépou AOyw eMELCOSIWV OTACUWY, E VOonAeileg o€ SUO
VOOOKOELD 0TO Staotnua auto. H KAV e€€taon aveédeLfe xapunAo eunupeto, BpaduPuxiond, Sucopbpia
Kal dlatapoayxeg ouvalodnuatog. O epyaoTnPLOKOg EAEYXOC LE EKTETOUEVO OULUATOAOYLKO KOL BLOXNMLKO
£€\eyxo nNrav puolohoykog. To nAektposykedaoypadnua aveédeife Bpadeia dpaotnpldtnta. H poyvnTikn
Topoypadia eykedpdalou rtav ¢uctododikn Kol 0 EAeyX0G AvIlowUATWY oto ENY avédelte anti-NMDA-R
avtiowpata. AkolouBnoe éyxuon y-odalpivng pe otadiakn Udeon TG CUMMTwUatoAoyiag. To
umepnxoypadnua Kolkiag kat o avooodpotvotumog nepldeptkol alpatog frav ¢puctoloyikos. H acBevrg
€€NABe peta amd 1 pnva voonAeiag cadwg PeATlwHUEVN KAl n TapakoAolBnon Tng cuveyiletal oto
TS OVEUPOAOYLKO LATPELO.

Tupnépaopa: OL omaopol Kat ol PUXLATPKEG SLATAPAXEG €lval CUXVA OL TIPWTEG EKSNAWOELG TNG
autodvoong sykepaAitidag otov maldlatpikd MAnBuopo kal Ba mpémel va cupnmepAaUBAvVETAL OTN
Sladopobdiayvwon acBevwv pe avaloyn cupmtwpotoloyia. H mpoyvwon eival kaAltepn amo GANEC
eykedaAitideg, anapaitntn npoinobeon OpwG elval n éykalpn dlayvwon kat Bepaneia.

EA42: ATOPI 9 ETON ME 2YNAYAZMENH KENTPIKH KAI MEPIOEPIKH ANTOMYEAINQTIKH NOzO KAI
OETIKA MOG ANTIZQOMATA: NMOSD;

Mapio MnriaAAG?, Avaotaocio Kopwva?, EAévn-Mapio Manatéotal, Aubia KooouBal, téAa Molokou?,
Kwvotavtivog Boudpnc?, Mlewpylog BaptleAng!

1. B’ Noudtatpkr) Mavemiotnuiakr KAwvikn, Nocokopeio Maidwv ABnvwv «MM. & A. Kuptakou»
2. Neupoloyiko Tunua, Nocokopeio Maidwv ABnvwv «MM. & A. KuptakoU»

Ewoaywyn: H cuvbuoopévn kevtplkn Kot mepideptkny amopuelivwon (Combined Central and Peripheral
Demyelination - CCPD) opiletal wg n TauTtOXpovh MapoUsia amopUEAVWGNE TO0O 0TO KEVIPLIKO O0O0 Kal 0TO
TIEPLPEPIKO VEUPLKO oclotnua. Amotelel etepoyevr) opdda voonuAtwv Tou umopsl va Stadpapouv
povodaotkny f e€ehloodpevn mopeia, oto mAaiolo moAarAng okAfjpuvong R Stotapaxn Tou GAcHATog
OMTLKAG veupopueAitidag (NMOSD). Mia petodndia Twv acBevwv autwv Mopouctdlel BETIKA avTiIowUaTa
£vavTL TN YAUKOTpWwTEivn g Twv oAlyodevdpokuttdpwy (MOG), ta onoia ¢paivetal va amoteAoUv BLOSEIKTES
MLOG PALVOTUTIKA SLAKPLTNG OUASAG ATOUUEALVWTLKWY VOO LATWY, UE AYVWOTN TPOYVWon.

Zkono¢: Mapouoiaon meplotatikol pe CCPD kal Ostika aviiowpato MOG oto rhaiolo NMOSD.
M£0060¢: AyopL 9 ETWV TPONYOUUEVWE UYLEC, TTOPOUGCLALEL TIPOOSEVUTIKA embelvolpevn aduvapio KAtw
AKPWV Ao Unvoc, woxtoAyia anod eBdouadog, kat and 24wpou aduvapio opBooTtdtnong kot 0pOOKUOTIKEG
Statapax£g. Amd tnv KAWLKN g€€taon Slamotwonke HELwWHEVN HUikA xS (3/5) katl amouoia tevovTiwy



OVTAVOKAQOTIKWY 0T KATW Akpa. O amelkovioTikog EAeyxog aveSdelée TOANATIAEG OTOUUEALVWTLKEG EOTIEG
oe onioBlo BoBpo kot eykepaAikd nuiodaipla, empUnKel evOopueAkEG BAABeg (A7-04 kol ©6-08) kat
TIAYUVON Twv Umouptdikwy plwv, Xwpls oklaypadikn evioxuon. H ooduovwtiaio mapakevinon avedeiée
NTILA TTAELOKUTTWON KAl AUENUEVO AEUKW LA, EVW OTTO TOV EAEYXO YLa AOLLWEN, AUTOAVOOA KL 0VOCOAOYLKA
voonpota aveupednoayv BeTikd aviiowpata MOG. EnnAéov, StevepynBn nAektpoveupoypadno To omnoio
avedelée moluveupomaBela amopueAlvwTkoU TUmou. O ooBevig €téBn ot aywyn HE WOELS
peBuAmpebvilohovng, evéodA£BLa y-odatpivn, kKot akoAoUBwg amnod Tou oTtopatog NPedvi(oAovn. ZTadlaka
TO CUUMTWHOTO UTIOXWPNOOV KOL N HUIKN oXUG amokataotabnke evidg tng mpwing eBdopadog. O
OUTTELKOVLOTIKOG ETAVEAEYXOG OTOUG 3 MNVEG NTaV aUeTAPANTOG, evw oToug 9 pnveg avedelée véa eotia oto
eninedo O11 pe Ttautdypovn Pehtiwon Twv eykedpaAikwv  BAopwv, Ywplc euddvion  véag
OUUMTWHATOAOYLAG.

Tupnepaopato: Me BAon Ta AMELKOVIOTIKA EUPAUATA N VOOOC TANPOL Ta KPLTAPLA TNG OPOPVATIKAG
NMOSD, pe nmapoucio Tautoxpova nepLdPepLKnG amopueAVWTLKAG veuponadelag (CCPD) kat Betikd MOG
avtiowpata. H aktwvoloyikn entdeivwon otnv mMopela TG VOOOU UTIOYPOUKIZEL TN oNUaoia TNG TOKTIKAG
KALVIKAG KOL QIELKOVIOTIKAG TIAPOKOAOUBNONG WOTE VA UTIAPXEL TIPWLKN KOL OTOXEUUEVN OepAmEUTIKA
napeuBaon.

EA43 B12 ANENAPKEIA ZE BPEQOZ

AyyeAkn FaAdvn 1, Mapia Sravou 2, lwdvvng Netpoxehog 3, Mapia Topolda *, Mehnwpévn MNwpyn?,
Fewpyia KapkoUAn °, Apyuptog NtwvérnouAoc?

Mawdlatpog - EvtatikoAoyog, Movada Auénuévng Opovrtidag MNaidwv, I'ANK, NN ABnvwy «ATTIKON»
MNawslatpog, Movada Mawdoveuporoyiag, I'MNMK, NN ABnvwy «ATTIKON»

MNawdlatpog, Movada AuvEnuévng @povtidag Maidwy, I'MMNK, MFN ABnvwv «ATTIKON»

NoonAeUtpLa, Movada Natdoveupoloyiag, M MMK, MIN ABnvwv « ATTIKON»

NoonAeutpla, Movada Augnuévng @povtidag Maidwv, I'NMNK, NN ABnvwv «ATTIKON»
Matdoveupodoyoc, Av. KaBnyntic, Movada Matdoveupohoyiag, I'MMNK, MFN ABnvwv «ATTIKON»

ouhswWwNE

Ewoaywyn: H coBopn avemdpkelo tng B12 eival pia omavia Bepamelolun attia vEUPOAVOTTTUELAKAG
naAwvépounong ota Bpedn.

Nepypadn nepintwong: Bpédpog OnAu 3,5 pnvwv npocépxetatl Adyw moAAanAwy enelcodiwv mpocnAwong
BA£ppatog pe cuvodo omoBOToVO Kal EMELCOSLA OTVOLWY Ao SnUEpou. Artd unvog avadEpeTal oTadLlakd
emSeVOUEVN VEUPOAOYLKN €LKOVA UE vwBpOTNTA, UTtvnAla, amabeg BAEUUQ, LELWMEVN AVTATTOKPLON OTA
epebiopara Kal EMELCOSLA EPETWV.

To Bpédog yevwnBnke tedeldopnvo pe Bl 2650gr kot MK 33cm amd GovoTumika UYLELS, pn OXETWOUEVOUC
METAEL TOUG, YOVelG. H TEpLyEVVNTIKN KoL VEOYVIKA TEPLlodog rtav opaAn kot To Bpédog oltilotav Ue
OTOKAELOTIKO UNTPLKO OnAaopo. H Puxokivntiki tou e€€AEN avadépetal dualohoyikni £wg Ty ekSNAwon
TWV OUUMTWHUATWV.

Katd tnv sloaywyn Tou NATOV UTOTOVLKO ME amoucio BAeppATIKAG emadrg, evollacoouevo eminedo
ouveldnong (urtvnlio/evepeblototnta), udiouxvo kAGua, cuxvd emelcodla mpoonAwaong BAEupaToC,
OTOMOTOMPOCWITIKEG SUCTOVIKEG KLVNOELS, XopeloaBfgétwaon kat Slaleinwy omobdtovo. O gpyaotnpLakog
£\eyyoc avédelfe Hb:6.6g/dl e MCV:93,3, B12 50 pg/ml (DT 191-663), puebBuAporovikd ofl ovpwv (MMA)
1340,3mmol/mol (DT 0-2.5), opokuoteivn mAdopatog 179 umol/l (DT <12), uebetovivn mAdopatog 3umol/l
(DT 5-34). O utOAOLTTOG EKTEVIG EPYACTNPLOKOG EAEYXOC NTAV EVTOG HUGLOAOYIKWY oplwv. Ta emineda B12
™G UNTEPAG ATav oplakd xapnAd (170 pg/ml) kat n diatta tng avadépstat mARpng.

AVTILETWTTIOTNKE AUECO PE HETAYYLON CUUMUKVWHEVWY £pUBpwV Kal xopriynon B12. Aevepyn®nke HET to
ormolo Kkatéypale £0TIAKO  EMANTITIKO EMELCOSIO XAPAKTNPWOUEVO OO EMANTITIKEG €KPOPTHOELG
T(POEPXOUEVEG IO TNV APLOTEPN KpoTadlkn Teploxr He e€aoBévnon Kol PHeTaBacn o pUBULKY KPLOLWKN
SpactnplotnTa Ke XaUnAd SuVapLKA. TNV aywyr) TpooteOnke AefetipaceTapun.

AkoloUBnoe otadlakrn PBeATiwon TNG VEUPOAOYLKNG E€LKOVOC oo TNV NMPWwIn £Bdopdda aywyng Ue
UTIOXWPNON TWV EMELCOSIWY OTIOCUWY Kal Twv Suokvnolwy Kat BeAtiwon tng BAEUUATIKAC emadng, Tou
KAGUQTOC KoL TNG oUmEPLPOPAG TOU.

Mayvntikn Topoypadia eykepdalou otnv NAKIO TwV 5 HNVWV ATEKOVIOE KaBuoTepnuévn HUEAivwon Kal
Aemto pecoAOBLo. TN nAKIA TwV 6 LNVWV €XEL KOAR BAEUUOTIKY EMOPT] KAL LULKO TOVO, XOHOYEAAEL KoL



mapakoAouBel. Itn pntépa aviyvelTnKav OETIKA AVIIOWUATO £VOVTL TWV TOWHUATIKWY KUTTAPWY TOU
OTOMAXOU Kol AapBavel okeUaoUa uTtokataotoong B12.

EA44: NAPOYZIAZH NEOEM®MANIZOMENOY NEYPOEK®DYAIZTIKOY NOZHMATOZ- TAYTOMNOIHZIH NEOY
rONIAIOY.

Moapio Imavouv?!, Katepiva AvayvwotomoUAou?, Mapia Topoldal, Mehmopévn Mwpyn?, lwdavva
Frewpyakn!, EAévn Navtalh?, Itopativa MoUAa?, Xdpng Kovtdg?, Tewpylog BaptleAncd, Apylplog
Ntwornouioct

1. Noawdoveupoloyko Tunua, I Navenotnuiokn MNawdiatpiki KAwikn EKMA, N.I.N. «ATTKOV»
2. GENOMEDICA, Epyaotnplo levetikng Atayvwong, Mepatdg
3. B’ Nawdiatpkr) Navemnotnuakn KAwikn EKMA, Noookopeio Naidwv ABnvwv «MM. & A. Kuplakou»

Eltcaywyn: H Stayvwon kabwg KoL N avILLETWITLON VEUPOEKDUALOTLKWY VOONHATWY amoteAoUV TipOKANCN
otnv KaOnuepwvn KAk mpakn. To HeyaAUTEPO MOCOOTO TWV VOONMATWY OUTWV OdEIAETAL OE YEVETIKA
aitia. Ta teleutaio xpovia n tautonoinon véwv yoviblwv, pe epyaleia omwg n arlAnAouxion Tou
Aettoupykol yoviStwpatog (WES), £xel GUUBAAEL GNUOVTIKA OTN LOPLAKK KAl KAWVIKA SLdyvwaon UE oKoTo
TNV €£ATOULKEV UEV QVTILETWITLON KOl OTOXEVEVN Bepareia.

ZkonoG: H mopoucioon aoBevoug pe otadlakn maivdpounon Seflotitwy amod tnv nAkia 18 pnvwy, e
gudavion VEUPOAOYLKAC GUVSPOUNG XOPAKTNPLOTIKAG VEUPOEKPUALOTIKOU VOO UATOC Kal N Tieplypadr tng
SLOYVWOTIKAG TPOOEYYLONG.

M£0060¢: Kopitol nAwiog 4.5 etwv poonABe Adyw mapouaciag PuxokivnTikig maAvdpounong pe atagia,
umotovia Kol TUpOpLSIK ouvepour Kal amwAeld autovoung Badiong amd tnv nAkkia Twv 4 €Twv.
MapaMnAa, mapouciaos emISeWVOUUEVN TIPOUNKLKY OUVOPOUN HE oTadlakn omwAewl Adyou Kal
Slatapax£g otnv Katamoon, kabwg kat Statapayxég opBaApokvntikotntag. Asv epdavioe eTtAnia kat to
nAektpoeykepaloypadnua ntav ¢uctoloylkd. H KAWIKN €lKOVA ATV EVOELKTIKI VEUPOEKPUALOTIKOU
voonuatog. Evéelexng kat emavolapBavopevog KAVIKOC, VEUPOUETABOAIKOG Kol YEVETIKOG EAEYXOC LE TN
pMEBoSo WES to 2016 6ev kateubuve mpog ouykekplueévn moaboloyia. Tov Oktwpplo tou 2018, n
ovaokomnnon twv dedopévwy tng e€€taong WES odrjynoe otnv avelpeon piag de novo maboyovou aAhayng
(c.519C>G;p.Tyrl73Ter) o éva véo yovidlo IRF2BPL, mou mpwtoneplypadnke tov Alyouoto tou 2018 kat
gvoxomoLnBnke yla Tnv veupoavamntuélakn dlatapoyn e TaAVOpOUNon, KLVNTIKEG SLATAPAXES, ATIWAELL
Aoyou kat omaocpolg (OMIM#618088). To yoviblo IRF2BPL ekdpdletol KUPLWC OTO KEVTPLKO VEUPLKO
cuoTNUA Kal AELToUpYEl WG PeTaypadlkog mapdyovias. H moapandvw petaAdayn meplypadnke tov dLo
pnva og aAAoug 2 aoBevelg pe mapopoLa KALVLKE ELKOVAL.

Tupnepaopara: To TMEPLOTATIKO AUTO amoteAel mapddelypa tng SUOKOANG SLayvwaoTLKNG TIOPELOG OTLG
TIEPUTTWOELG OTIAVLWY VEUPOYEVETLKWV Voonuatwy. To WES Uotepa and Suo xpovia napeixe tn duvatotnta
oVaoKOTNOoNG Twv SeSoUEVWY PE amOTEAECUO TV avelpeon evog MOAU mMPOodATOU TAUTOTIOLNUEVOU
yoviblou, mapéxovtag YeveTikn Sldyvwaon oTnV OLKOYEVELD, KaBwWG Kal mbavr mpoyvwaon Kol LEAAOVTIKN
Bepareia.

EA45: ENIAEKTIKH AIEPEYNHZH METABOAIKQON NOZHMATQN ZTON EAAHNIKO NAHOYZMO: 10
XPONIA KAINIKOEPTAXTHPIAKHZ EMMEIPIAZ.

Evdyyeloc Nanakwveotavtivou?, Euctabia Napapépal, Avaotacia Fapoldn?, Anurtpng Katakoulnvogh
Eudyyelog Mauvlou?, ApyUpng Ntwvomoulog?, Eutépnin Maulidou?, Avaotaoia Zkovpa®, Evayyehia
AukomoUou®, Fewpylog Anuntpiou®, Kwvotavtivog Boudpng’, Polé Noéve®, OAya Mpaddkou?, MNehayia
Bopyld®, Kheomdtpa ZoUAntn'®, Eupubikn Apoykdpnt!, ABavdoiog Evayyehiou??

NEOLAB A.E, ISlwtikd Alayvwotiko Epyaotrplo, ABrRva

B’ Naudratpikr) KAwvikn E.K.M.A, Noookopeio Maidwv ABnvwv «M. & A. KuptakoU»
B’ Mawdratpikn KAwikn A.M.0, M.I.N.O. «<AXEMA»

I’ Nawdiatpkn KAwvikn E.K.M.A, N.I.N. «ATTKOV»

A’ Noudratpikn KAwikn E.K.MLA, N.M. «Ayia Zodia»

TuApa Nodtatpikng, N.I.N. Natpwv

oA WwWNRE



7. Neupoloyikd Tunua, Noookopeio MNaidwv ABnvwy «MM. & A. KuptakoU»
8. Tunua Noadiatpikng, Kévrpo Yyelag InnAlov, HpakAelo Kpntng

9. Tevikn MNawdratpikn KAwikn, M.I.N. HpakAeiou

10.lvotitouTo Yyeiag tou Mawdov, ABnva

11.Movada Metafoiwkwv Noonuatwy, A’ Nawdlatpikr KAwikn E.K.M.A
12.A’ Nadatpikn KAwikn A.M.0O., I.N.O. «Nanayswpyiou»

Elcaywyn: H avamtuén TEXVIKWY Yo TNV TIPOAYLATOTOINCN AVOAUOEWY LE EEELOLKEVEVEG EPYOOTNPLAKEG
pebodoug €6woe tn Sduvatotnta avixveuong Sladopetikwv Koatnyoplwv Evéoyevwv MetafoAkwy
Noonudtwv (EMN) ta teAeutaia 10 xpovia otnv EAAGda.

ZKOMOG: H amotipunon Kat n e€oywyr cuPnePAcUATwy amod tn diepevvnon EMN og KeVTPLKO €pyaoTrpLo.
Mé£0oboL: AvalluBnkav Ssiypata motdiwv pe KAWL urodio kal/f epyaoctnplakd suprpato amno 13
MaldLoTpLKEG Lovadeg amod 0An tnv EAAAGSa and to 2006. Ot Baotkég avaAlOELG TTOU TipayaTonotlonKayv
oto epyaotnplo nep\appavav: Opyavika O&Ea ota oUpa pe Afpla Xpwpatoypadia-Oaocpatookomnia
Madog (GC-MS), mpodiA Akulokapvitvwy Kot Moupvwv-MNupyudivwy pe §idupn Gaopatookonio Malag
(Tandem Mass spectrometry) kot avaAuon Apwvoééwy pe AvaAut Apwvogéwv. To gpyaotrplo edpapuolel
€EWTEPIKO TIOLOTIKO E€AEYXO O€ OAEC TIG TOPONMAVW QAVOAUCELG ME CUMMETOXN OTA SLEPYAOTNPLAKA
mpoypdppato tou ERNDIM.

AnoteAéopata: AvaAlBnkav 8516 deiypata and maldld Je CUMMTWUOTA Ta ornola mepLleAauBavay Kata
mAeloPnoio epeTolg, umoTovia, OTMACHOUG, TIVEUMATIK KOBUoTEPNGON, UTIOYAUKALULO, KLVNTLKEG
Suokolieg, kapSlopvomnabeteg kat petofoliky oféwon. Bpédnkav 32 Sladopetikol timol EMN oe 154
aoBevelg. Zuykekpluéva 61 aoBeveig Bpednkav pe kKAaowég Opyavikég ofuoupieg, 12 pe Sladopeg
Opyavikég ofuoupieg, 41 acBeveicg siyav Slatapayxég Tng B-ofsibwong twv Autapwyv 0wy, 33 dadopeg
SlatapaxEg Tou METABOALOMOU TwV APLWVOEEWY KAl 7 ATAV UEMOVWHEVEG TIEPUTTWOELG.

Tupnepaopara: H avfavopevn kAwvikn vmodia kat emiyvwon twv Nadiatpwv-Natdoveupoloywv yla ta
MetaBoAwka Noonuata, o cuvduaoUO WE TNV €PYACTNPLAKN EUMELPlA TTOU €XEL amoktnBel amod tnv
avaAuon peyalou aplBuou detypdtwy, Slvel Tnv eukatpla €ykupng Kat ykalpng Sltayvwongc, BeATLwvovtag
TV pdyvwaon Kat tnv otdtnta {wng Twv acbevwy.

EA46 KINHTIKH EZEAIZH NAIAIOY ME NQTIAIA MYIKH ATPO®IA TYNOY 2 ENTATMENO ZE MPOrPAMMA
OAPMAKEYTIKHZ ArQrHz 2 ZIZYNAIAZIMO ME OYZIKOGEPAMNEYTIKH MNAPEMBAZH: MEAETH
NEPINTQZHZ.

Priyac AnuakdémrovAoc?, ApyUpng Ntwvomoulog?, Etprivn Brixou®

1. QuotkoBepaneutng, MNavemotnpakog Ynotpodog tuipatog Guokobepareiog Mavemnotrpo AuTKAg
Attikng, ABnva

2. Av. KaBnyntnc Nawdoveupoloyiag, I Mawdiatpikn Naveruotnuakn KAwikn M.F.N.A., «ATTIKOV»

3. Quowkobeparmeutpla, Kévtpo Avarmtuéng Aettoupytkwy Ag§lotitwy Matdlol “Motivaction”, ABriva

Ewoaywyn: H Nwtlaia Muiki Atpodia (SMA) eival pia veupouuikn acBévela yeveTika tpokaboplopuévn
TIou TipokaAeite amo petdAhagn tou yovibiou SMN1 kot yopoktnpiletal and otadlakr ekpUALoN TwWV
KLVNTIKWV VEUPWVWVY 0TO VWTLALO HUEAD, aTpodia TwV OKEAETIKWY LUWV KaL YEVIKEUMEVN LUTKN aduvauia.
Ta Bpédn mou yevviouvtal pe SMA tunou 2 gpdavilouvv otadlakn puikn aduvapio petaty tou 6ou Kal
120u pAva wng Toug Kot tpoodeutikd ¢pOdavouv oto onueio va pmopouv va kabovtal avefaptnta Xwpeic
woTtooo va opBootatouy 1 va Badilouv autovoua.

Ykomog: Na mapouotactel n KNtk €€€AEN og Stdotnua 12 unvwv, Kopttolou pe SMA timou 2, to onoio
AapBavel pappakeuTikn aywyr He Spinraza© (nusinersen) oe ouvduacuo pe epdopadlaio mpoypappa
duolkoBepaneiag kot Bepaneutikng kKOAUUBNONC.

M£0060¢: H kataypadr TG KnTikAg e€EAENC Eyve He TN Xxprion TG Ektetapévng KAlpakag AELoAoynong
Kwntwkng Asttoupyiag katd Hammersmith (HFMSE), Tng emiteuéng kivntikwv opoonuwyv katd WHO kabwg
KOl péoa omd tn CUVOALKOTEPN Tteplypodr Twv KvnTikwv Seflotrtwv mou Stadopornotndnkav Kotd To
Siaotnua mapakolouOnaonc.

AnoteAéopata-Zupnepdopata: BeAtiwon katd 17 povadeg mapatnpndnke otn ocuvoAikr Babuoldyia
HFMSE amo tnv évapén tng GapuakeuTIKAG aywyng Ewg Tov pAva 12. Ta kwntikd opoonua katda WHO



auéndnkav katd 1, pe to moudi va Katoktd tnv opbla Béon pe otnplen Kat KVNUomodikoUg vapOnKeg
€TUMA€0OV TOU avelaptntou KobBiopatog. Xe OTL adopd TN OUVOALKOTEPN OVATITUEN TWV KLWVNTIKWV
deflotntwy, onpavtikn BeAtiwon mapatnprbnke otnv Kivnon Twv avw akpwv otn kablotr Béon, oto
poAAdpLopa amo UTITIOL O TIPNVH Kal avtiotpoda, otn otnpLen ota avw GKPA O€ TPV Kol TETPATOSIKN
B£on kaBwg Kal otnv 0pBla BEan pe oThPLEN Kol 0T HeTakivnon pe othplén ota xépta. O ouvduaouog TNG
OAPUAKEUTIKAG OYWYNE HE Eva SUVOULKO TTpoypappa ducLkoBepareiag Tou OTOXEVEL OTNV EVioxuon Twv
£EeALOCOUEVWV AELTOUPYLKWY QVOYKWY TOU TIadLoU, N amouoio cuykApPewv Kabwe Kat n pkpn nAtkia
évapéng tng aywyng mibavoloyoUUE TwG CUVEBOANQV OTn ONMAVTIKA KwnNTKR  BeAtiwon mou
mapoatnpnénke oto naidl.

EA47 NEYPOANANTY=IAKH EKBAZH MEXPI THN HAIKIA TQN 12 ETQN EZAIPETIKA KAI MTOAY MPOQPQN
MAIAIQN ME HAIKIA KYHZHZ 23-29 EBAOMAAQN.

Euppoouvn Toskoupa® , Aéomowa Tatoplwtn?

1. MD, PhD, Avarmtuélakog Nawdiatpoc-Neoyvohoyoc, AtcuBivtpla Matdtatpikng KAwikng, YrevBuvn
latpeiou Avartuélakng kat Zupmnepldopkng Natdlatpikng kat latpeiov Makpoxpovng
MNapakoAolBnong Npowpwv Kat YPnAol Kwvdluvou Neoyvwy, I'N “AckAnmieio BouAag”

2. MD, Msc, Eldikeuopevn Naudatpikng, MNawdiatpikn KAwikn I'N “AckAnmieio BouAag”

Elwoaywyn H mpowpotnTta o€ mMoAU ULKPEG NALKIEG KU ONG CUVOEETAL UE AUENUEVA TTOCOOTA APVNTLKAG
€kBaong og oxéon e Slatapaxeg ouunepldpopag Kal pabnolakeg SuokoAieg otnv oxoAlkn nAtkia Kot otny
eviAikn Twr). NopAyovTeg Onwg N ePLYEVVNTIKN Aotpwén, oL urtepnyoypadLkeg eykedaAikég BAAPEC, N
urnoBonBoulpevn avanapaywyn Kot n moAudupn Kunon €xouv BewpnBel wg aveEAPTNTOL TOPAYOVTEG
Kwéuvou.

Zkonadg H kataypadr cupnepldpoplkwy Statapayxwy, Labnolakwv SUCKOALWY, KoL KWVNTIKWY EAAELUUATWY
opadag eCALPETIKA KAl TIOAU TPOWPWV MALSLWV UEXPL TO TEAOG TNG TPWTNG OXOAKNG NAKiaG kabwg Kat n
OVIXVEUGN CUOXETICEWV HE TIEPLYEVVNTIKOUG TIOPAYOVTEG KLVSUVOU.

M£0060¢ Eywve avaiuon Sedopévwy LaKkpOXPovNG TapakoAouBnaong madlwy LE LOTOPLKO TPOWPOTNTAS
TPV TNV 29n eBdopdda nAkiag kunong péExPLTo 12 £tog Lwng Omwe autd maparnépdonkay ya aéloAoynon
anod 18lwtkéG kat Anuoole¢ MENN. Kataypadnkav mocootda eudaviong AEMY, AAA, Mabnolokwv
AvokoAlwv kal EM kat €ylve cUOYXETLON LE KAWVIKN 1) EpyaotnpLakn Aolpwén, LoTtoptko moAuduung kUNong,
umoBonBolpevng avamapaywyng Kot urtepnxoypadLkwy eykedpoikwy BAaBwv.
ATOTEAEOUATO-ZUMMEPACUATA JUVOAKA HEAETNONKav 66 mpowpa moadld pe nAwio kunong 23-29
eBSouadec. Amo auvtd 4,54% ntav 24 gBdoupadwv, 13,63% 25 kat 26 avtiotowxa, 24,24% 27 koi 28
avtiotola, kot 19,69% 29 eBdopddwv nAikiag kinong. Méoog xpovog mapakoAouBnong Atav 70,85 pveg
(SD: 38,656 pnveg). YnoBonBoupevn avamapaywyn Atav to 30,3% kat moAuduun kinon to 46,9%. To
81.81% twv madlwv rtou peAetnOnkav eiyav kamolo Babuod apvnTikng EkBacng yia tTnv omnoia xpetaoonkay
napeppoon. AEMY kdaBe tumou Siayvwonke oto 48.48%, pabnolakéG SUOKOAIEG LELOVWUEVEG N OF
ocuvbuoopd oto 33.33%, AAA (Dacpo Autiapol) YYNnAng n Mn Aettoupylkdtntog, HE i Xwpig vonTikn
votépnon oto 15,15%, Nontwky Yotépnon oto 10.6% kot Eykedahwn MapdAucon kdbe Bapltntag oto
10.6%. Meptyevvntikn Aoipwén gixe to 40.7% twv maldlwv He apvntiki ékBaon ald Kat to 41.66% twv
naldlwv pe puctoloyikn £kBaon. lotoplkod umoBonBolpevng avanapaywyng ixe to 80% twv maLdLWV pe
TUTUKN HopdN QUTIOHOU Kal MOALG To 20% Twv Tadlwv pe OAeg TIG AAeg popdég AAA. MabBoAoyiko
umepnxoypadnua eykedpalou kabe Baputntag gixe to 40.7% twv adlwy He apvnTikA €kPaon Kabwg Kalt
10 50% twv Madlwv pe duoloroyikn §EALEN. Ta maldid pe ducloloyikny €§EALEN eixav péon nAwkia
aveéaptntng Badiong toug 14 pnveg evw ta matdld pe apvntikn €kBoon cuvoAlkd Badloav YE OXELTKA
KLVNTLIKA QVWPLULOTNTO KAl CUYKEKPLUEVO KATA LECOG Opo TouG 17 prveg Pe eUpog SltakVpavong 16.48-23.57
HAVeg.

H koBuotépnon otoug Topelg TG adpnc KvnTLKOTNTAG KAl KUpiwg otnv avefaptntn Badion amotelolos
TOV MOVO TIPOYVWOTIKO TOpAYovVIa apvnTKNG €KBaong oe oxéon Me autolC mou peAetnOnkav. H
umoBonBolpevn avamopaywyrn cucxetiobnke pe uPnAd mocootd gpdaviong Gdopatog AUTIGHOU UOVO
OTO TTALSLAL IE TUTTLKI ELKOVA AUTLOTIKOU PACHOTOC.



EA 48: EOHBH ME ENINHWIA KAl MAOHZIAKEZ AYZKOAIEZ.

Melayio Bopyud!, Maptévva KapoaydAiou?, HAldva Maviaddkn?, EAévn MuwonAidou?!, Mnveldnn
Moaomnoldkn?, Eupavoui faovakngt

Naubatpikn KAwikn, Mavemotnuiako Feviké Noookoueio HpakAgiou Kpntng

Ewoaywyrl OL pabnolakég Suokohie¢ €xouv  ouoyxetwobel  otn  PBpAloypadia e
nAektpoeykedaAoypadlkeG avwHaAies. Mevikeupéveg ekdopTIOELC alYUnG KU PATOC £xouv SlamioTtwOel
o€ maldLd pe pabnolakeg mpoBAnpata Omwe kot og modia pe AENY xwpig ouvodo emAnPia. Aev sival
cadEC av oL nAektpoeykedahoypadLKEC OVWHAALEG KOl ELOIKOTEPA TAL CUUTTAEYHATA OULXUAG KUUATOG
QmOTEAOUV TIPOYVWOTIKO Tapayovta eudaviong emAngiag¢ oto péAlov kal av Ba mpemel va
Bepamevovtal e161ka otav 6ev UTIAPXEL oadng avartullakn maAlvdpounon.

Zkomog MNapouciaon acbevouc pe mpwrtoepdavi{OPevn veavikr LUoOKAoVIKN emAnyio os nAwkia 14
ETWV |LE LOTOPLKO paBnotakwyv SUoKOALWV Kal TTtaBoAoyLko NAEKTpoeYKEAAOYpAPN LA EYPIYOPONG KoL
UTIVOU O nALKLAL 7 ETWV.

M£00d0o¢ Kopitol 7 stwv Slepeuvatal Aoyw pabnolakwv SUcKoALWY Ue nAektpoeykedaloypadnua
EYPNYOPONG KOL UTIVOU OTN CUVEXELA TIOU aVESELEaV €KPOPTIOEL aALXUNG KUUATOC HE apLOTEPN
ETKPATNON OTNV €YpHyopaon Kal evioxuon Ue yevikeuon otov Unvo. AauBadvel aywyn e BaAmpoikd
yla Sldotnuo 2 €TwWV HPE QMOKATAOTACN TOU hAektpoeykedaloypadrnpatog oto GUGLOAOYLIKO Kal
BeAtiwon tng HABNOLOKAC TNG KAVOTNTAG. H amelkovion tou eykedbdAoU HE HayvnTikh elvol
duololoyikn. Ze nAikia 14 etwv epdavilel SU0 EMELCOSLO YEVIKEUUEVWY TOVIKOKAOVIKWY OTIAC LWV EVW
oavadEpovtal Kal TPWLVEG LUOKAOVIEG AKpwV Ao £ToUC. 2To NAskTposykedpaloypadnua eypriyopong
ovadelxbnkav  Bpadéa  alunpopopda  Kuplwg OTIC  TPOCOLEG  TEPLOXEG EVW  OTO
nAektpoeykedpaloypddpnua UMVOU YEVIKEUUEVEG €eKPOPTIOELG alyunG KOpATtogC KabBwg Kol
alunpopopda Bpadiéa apdotepomievpa. H véa payvntiky eykepdlou dev avédelfe maboloyikd
gupnuota. H veupoloyikn e€€taon mapapével puUCLOAOYLKN EKTOG amo nria adsflotnta. TéBnke ot
aywyn Ue AEBETIPOKETAN KOL TIOPOUEVEL LOUUTITWLOTLKA.

Tupnepdaocpara O nAektpoeykedoahoypadlkdg €AeyXoG e£ypriyopong Kol UTvou ot Tadld pe
poBnolakég duokoAieg evdéxetal va amotedel péBodo emhoyng mawdiwv mou Ba prmopoucav va
wdeAnBoUV amod avILEMIANTTIKA aywyr evw oL NAsktposyekpaloypadikég avwpalieg, el6IKOTEPA oL
£KPOPTIOELG AUXUAG KUHATOG UIMOPEL va €lval MPoyvwaoTLKOE apdyovtag spdaviong semAndiog oto
MEAAOV. OAa Ta mapamndavw xpnlouv nepetaipw HEAETNG TPOKELUEVOU va SladoporotnBouy rmodid pe
OCUYKEKPLUEVA paBnolakd mpoBAnpato aAld Kot hAektpoeykedahoypadlkd XapaKTNPLOTIKA Tou Ba
enwdeAnBolv amnoé mpwiun nopeUPacn aAld Kot TaKTIKA TapakoAolonon.



