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2YNYNAP=H METAANAZEQN ZTA IFONIAIA
CDKLS KAI TSC2 ZE NHMIO 12 MHNQN

Aovuoia MkoUyka', Xpuodven Towpakidn',
Avtwviog Attntdpnc', ABnva Kaoupa',
Xapdhapmnog KotoaAng'

1. Neupohoyikr) KAwikn, I'. N. Maibwv MNevtéAng

Elcaywyn:

Toyovidio CDKL5 evtomiletal oTto X XpwUOoWHA.
MeTtaAAagelg Tou yovidiou euBuvovtal yla pa
Slatapayn, n omola mepllappavel emAnyia
kat oofapn Yuxokwntky kabuotépnon. O
ETUANTITIKEG  Kploelg epdaviovtal ocuvnBwg
arnd v nAkia Twv 3 unvwv 1 kat vwpitepa. H
BaplTtnta Kot Ta CUUMTWHATA TG SLaTapaxng
mukoidouv. To yoviblo TSC2 euBuvetal yla
T ouvBeon NG TOUMPMEPIvNG. METOANAEELG
Tou yovidiou €xouv evtomiotel otnv Olwon
SkAfpuvon. Ita cupmtwpota tng Olwdoug
JkAnpuvong mepAAUBAVOVTAL  ETUANTITLKEG
kploelg kat Puxokwntikn kKaBuotépnaon.

Nepypadn MNeplotatikov:

Mepwypadetar n mepimtwon  vnmiou  UE
eruAnyia kat Puyokwntikny kabuotépnon. To
TIEPLYEVVNTIKO  LOTOPLKO NTOV  PUCLOAOYLKO,
EVW 0 TaTéPAG MAcXeL and aldlopd. H mpwtn
e€€taon tou matdlov €ywe o€ nAkia 2,5 pnvwv
AOYWw emeloodlwv €0TIOKWY OMOOHWV. Ta
EMELOOSLA TV TTOANQTAA Kal KaBnuepwa. Ito
HEl, mou mpaypatonotnke, koataypddnkav

EOTLOKEG ekdOpTIOELG. AkolouBnoe
TIPOKAVIKOG  €AeyxoG (alpatoAoylkog, ENY,
€leyxog yla petaPfoAikd voonuata, MRI

eykedpdhou) xwplc maboloylkd euvprpaTa.
Eniong mpaypatonotibnke yoviSLakog EAeyxXog
pe WES, o omolog avédelte petallagels ota
yoviSia CDKL5 kat TSC2.

3to &ldotnua  Tou  akoAouBnoe  €ylve
TPOOTIAOEl  €EAEYXOU  TWV  ETUANTITIKWY
Kplogwv e HepKn emtuxia. ZApepa to maudi
efakolouBeivaepudavileLemAnmTikd emelcodLa
Me ouxvotnta mepimou 3 tv efdopada Kat
Bploketal unmd aywyn HE BoAmpoikd vAtplo
kat ¢dawoBapBitain. MapdAinAa, spdavilel
onuavtikn  kabuotépnon otnv  avamtuén
tou, kabwg &ev kabetal avefaptnta, Oev
XPNOLLOTIOLEL LKOVOTIOLNTIKA T AVW QAKPOL KoL
avTdpa LepLKwG o€ epediopata.

JuunepAaoporTo:

To meplotatikd Tou meplypadetal adopd ot
nepimtwon  dapupakoavOektikng  emAniag
kal Quxokwntikng kabuotépnong. Ta pova
maBoAoylkd guprpata Tou €Aéyxou ATAV oL
petaAlagelg ota yovibia CDKL5 kot TSC2.
EvSladépov mapouotdlel tOoo n cuvomapén
QUTWV TwV METaAAAEwWY, 600 Kal n Tbavn
onuooio toug otnv mMepaltépw €EEAEN TOU
nadlou, Tapd TO YEYOVvOG OTL WG Twpa
6ev mAnpouvtal ta Kputipa tng Olwdoug
JKAfpuvong.




[MEPINHWEIZEAEYBEPON ANAKOINQZIEQN

MANE

NIO ZYNEAPRIO

E€eni€eis Aixpns

otnv lNMaidoveuponoyia
% ! 6_, 7& 8 Maiou 2022

Zevoboxeio Imaret, KABAAA

EA2
TA NOAAA MPOzZQMA TOY ZYNAPOMOY
KOOLEN-DE VRIES

Maria Tsekoura' Anika Ménétrey*, Sarah
Burki?, Andrea Riegger?!, Georgia Ramantani®

1. Mauboveupordyog, Turnua Emkndiag /
HAektpoeykepaloypadnuatog,
Mavemnotnuiakd Nadlatpikd Noookopeio
Zupixng

Elcaywyn:

To ouvbpopo Koolen-de Vries (KdV) elvat pia
omavia yevetkr) Statapayr mou odeilleTal
o€ HkpoSlaypadn NG YOVISLAKNG TIEPLOXAG
17921.31, evw €eKONAWVETAL HE METPLA €W
Bapid Puxokwntik kabuotépnon, umotovia,
SUOMOPPIKA  XOPOKTNPLOTIKA ~ TIPOCWITOU
(LokpU TPOOWTO, HEYANQ-TIPOEXOVIA WTA,
QVEYEPUEVO AVW XEIAOG, ETILKAVOLKEG TITUXEC),
emuAnyia  (30-50%), ouyyevelc avwpaAieg
(ouyyevelg KapSlomaOeleg (25-50%),
avwuoAieg  Swamhaong  eykedpdhou  (50%),
vedplkEG avwuaAieg), kpupopxia, oTpaBLouo,
UTIEPUETPWTTLA, K.OL.

JKOTOG: H mapouciacn Twv XapaKTnPLOTIKWY,
pe WLaltepn éudaon otnv emiAnyia, 3 acbevwv
pe ouvSpopo KdV.

Mé£6060¢:

Mpoketal ywa aoBevelg, mou ota mAaiola
Slepelivnong Bapiag P UXOKWVNTLKAG
kaBuotépnong, UmoTtoviag, UTEPEUAUYLOLOG
apBpwoewv kol dlatapoaxng  avénong
Sltayvwotnkav pe ouvépopo KdV.

H mpwtn acBevng, 10 etwv, epdavioe to Tpito
€10¢ {wNG EMOVEANMEVO E0TLAKA ETUANTITIKA
Status pe deutepoyevn yevikeuon. H poayvntukn
topoypadia avedelfe yholwpa otn 6e€Ld péon
peTwTILO Lo EALKAL AOYW DOAPUAKOAVOEKTIKOTNTOG
ME ouxva Status kat mopoAa mou Sev umpxav
ocadeig evbel€elg eoTloknG TPOEAELONG TWV

kploewv amodaociotnke adaipeon tou OyKou.
lotohoyka avadeixBnke ylolwpa WHO | (an-
giocentric). Meteyxelpntikd Tmapatnprdnke
ocadng pelwon ouxvoTNTAG TWV KPLOEWV, EVW
yla €va xpovo n acBevig mapépelve eAeVBepn
Kplogwv. 5 Xpovia HETEYXELPNTIKA Kol Xwplg
evbelelg umotpomng tou Oykou epdavice
eMavelAnNUEVA ETELOOSLA (OLAPKELOG EWE KOL
5 wpwv) pe edibpwon, wxpdTNTA TPOCWTOU,
EUETOUGC, TTOU BewpnBnkav Kploelg autdvouou
VEUPLKOU CUOTHHATOG.

O 6eutepog aobevig, 2.5 etwy, eudavios oe
nAkia 16 pnvwv amAoUg Kal ETMUTAEYUEVOUG
TIUPETIKOUG OTIOOMOUG Kal OTn ouvéxela Sta-
tus. Zekivnoe aywyn pe AEPETIPAKETAUN UETA
to Sevtepo enelcddlo. Mapouoiaoe éva akopa
€Melo66l0 Status mpwv amo 6 unveg. Extote
napapével eAeUBePOC Kploewv.

O Ttpltog aocBevrg, 10 etwv, eudavioe
VEVIKEUUEVEG  TOVIKOKAOVIKEG KpLOELS OTa
mAailola EUMUPETOU VOONUATOG O NnAkkia 5
€TWV. ZeKlvnoe aywyn Ke coUATLaun. Epdavioe
OTIOPASIKA TA ETOUEVA TPLaL £TN YEVIKEUWEVEG
TOVIKOKAOVLIKEG Kpioelg. ESw kat 2 xpovia sivat
€AeUOePOG KPlOoEWV.

JuunepAaopoTo:

H emAndla ota mAaiola ouvépopou KdV
ekdnAwvetal o SlapopeTikéG nAkieg, TO
€lbog¢ Twv kploewv kaBwg KkaL n mopesia TG
emAnyiag mowkiMel amd kalonBn mopeia
€wg dappakoavOekTikn emAnyia pe Tdon ya
ouxva Status.
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AKPIBHZ NPOzAIOPIZMOZ TQN ZHMEIQN
OPAYZHZ XPQMOzZQMIKHZ ANAAIATAZHZ
2TO F'ONIAIO CDKL5 ME TH MEOOAO
OPTICAL GENOMEMAPPING ZE AZOENH
ME ENIAHNATIKH ETKEDAAONAOGEIA

Katepiva AvayvwotomnoUAou?, Mapia Zrmavou?,
MeAnopévn Nnwpyn?, Xapng Kovtog?, tapatio-
Mapia Pamntn®, Euotadlog TottoomouAog?,
ApyUplog Ntwomnoulog?

1. Mopiakn levetiotpla, Neoscreen
Epyaotriplo NMpoyevvntikoU kat Neoyvikou
EAéyxou - KAwikng Fevetikng, ABriva

2. latpog, Maidoveupoloyikd Tunua,
I’ Navemotnuakn Modlatpkr) KAk
EKMNA, Attikd Nocokopeio, ABrva

3. BloAoyog, Genomedica,
Epyaotriplo Mevetikng Atdyvwong, Melpotdg

4. BloAoyog, Faculty of Medicine, University of
Iceland, Reykjavik, Iceland

5. BloAoyog, Medomix IKE, ABriva

JKOTOG

H mapouciacn 9xpovou KopLtolol LE TPWLUN
eTUANTTIKN eykedaonmabela amd tnv nAia
Twv 3 pnvwv. O KAAOLWKOG KAPUOTUTIOG
nepudepkol aipatog €8etée pia LooluYLOUEVN
apolBaia petabeon: 46,X,t(X;2)(p22;p25.1)dn.
H XpWHOOWHUIK avAAUCH HE MLKPOCUGCTOLXLEG
KaL N avaAucn Tou AELTOUpPYLKOU YOVISLWUATOG
(WES) tng aoBevolg 6ev aveédelav KAWLKA
ONMOVTLIKA EVPHMATA.

M£00o60g

Xpnowonow|Bnke n puéBodog tou Optical ge-
nome mapping (OGM) pe okomo Tov akpLpn
npocdloplopd Twv onuelwv Bpaldong ota
XpwHoowpota X Kat 2. Artopovwnkay pLeyaiou
unkoug popta DNA amd mepldeplkd aipa pe To
kit SP Blood & Cell Culture DNA Isolation Kit,
€nelta onpavonkav pe DLS DNA Labeling Kit kot
T(POLYLATOTIOLNONKE AMEKOVLION TWV LXVNOETWY
Ue TV mAatdopua Saphyr (Bionano Genomics).
H melpapatikn dtadikacia mpaypatono)onke
oTo gpyaotrplo Bionano Genomics Services
otn MaAAia.

AnoteAécpata

H néBodog OGM adevog emavamnpoodloploe
pe akpifela ta onueia Bpaviong tng apolBaiog
petabeong:  46,X,t(X;2)(p22.13;p25.2)  «kau
adetépou amokdAuPe 6Tl To onpeio Bpavong
OTN XPWHOCWULKA TtepLloxn Xp22.13 evtomiletal
oto yovidio CDKL5 gene, pe mibavr) cuvénela
TNV anevepyormnoinon tou yovidiou.

JuunepAacpoTo
H pébodog OGM umopeoce va e€nynosL to
dawodtuno Tou TALSLOU  ATIOKAAUTITOVTAG

TNV amokomn Tunpatog tou yovidiou CDKL5
oto onuelo Bpavong Xp22.13 Aoyw NG
Looluylopévng petabeong. H pébodog OGM
Bewpeltal éva VEo pYOAELO KUTTOPOYEVOULKNG
VEQG VEVIAG TOU pmopel va TOUTOTOLAOEL
OUVOETEG YEVETIKEG SLATAPOAYEG OTIOU O KAALOLKOG
KAPUOTUTIOG KL N XPWHOCWULKA avaAuon
ME ULKPOOUOTOLXIEG (LOPLOKOG KOPUOTUTIOC)
napouoldlouv TEPLOPLOOUG. OL  VEOTEPES
texvohoyleg umopoUv va  Tpoodlopioouv
ME  peyaAlTepn akpifela  YOVISLWHUATIKEG
mapaAlayEg, ETUTPETIOVTAG OCUCYXETLOELG
YOVOTUTIOU-haLVOTUTIOU Tou auvéavouv

TEPALTEPW TO TIOCOOTO TNG SLAYVWOTLKNAG
andédoong.




[MEPINHWEIZEAEYBEPON ANAKOINQZIEQN

MANE

NIO ZYNEAPRIO

E€eni€eis Aixpns

otnv lNMaidoveuponoyia
% ! 6_, 7& 8 Maiou 2022

Zevoboxeio Imaret, KABAAA

EA4

EMNIAHWIA KAI AIATNQ2TIKA AINAHMMATA:
H 2XEZH TOY TPAYAIZMOY ME THN
ENINAHWIA

JouAtava NanadomnouAou?, Eutéprmn
MavAidou?, @dAela GAouda?, Mavaylwta
Koukoutoidn?, Nauotka ZwaBpat

1. NoyoBepamneltpla - ELSKN Madaywyog,
Enikoupn KaBnyntpia, TuAua
NoyoBeparneiag, NMavemotiuo lwavvivwy

1. Nawdoveupoloyog, Enikoupn KaBnyntpla
MNawdlatpikng, Tuiua AoyoBeparneiag,
Mavemnotiuo lwavvivwy

2. T\woooAoyog, I6LwTko Kévipo lwavvivwv
3. Matpog, Mavemniotriuo Natpwv

1. QPA, KaBnyntpla Tuiuatog AoyoBepaneiag,
MaverotAuo lwavvivwy

Elcaywyn
H emAnplo elvat pua veupohoylky vooog
TIou xapaktnpiletat and TNV epdavion Kot
EVOEXOMEVWE UTIOTPOTTH AMPOKANTWV OTIACHWV.
O tpauAopdg elval Slatapayn Tng Pong TG
oMAlaG Katd tnv omola n guxépela Tou Adyou
Slatapdoostal amd okoUOLEG €eMAVOANYELG
Kol TApATACEL NXwV, OUAAaPwv, AéEewv
N ¢pdcewv KaBwG Kol AKOUOLEG CLWMNAEG
navoelg. Mmopel va ouvodeletal kat amd
Seutepoyevelg cuuTEpLdOPEG.

JKOTIOG

H napovoa €0TLALEL

MEAETN oTo

naboduciohoylkd kat Puxoyevég umoBabpo
TOU TPOAUALOMOU, WG apAyovTa Tou cUVEEETAL
ME TNV P AVLON EMANTITIKWY Kplogwv. EeTalel
TO POAO TOU TPAUALGUOU WG attlwdn apayovta
TIOU OUMUBAAAEL OTNV €UPAVION ETUANTITLKWY

KPLOEWV, L€ OKOTIO VAl ETILOTAOEL TNV TTPOCOXN
OTNV TOAUTIAOKOTNTA KOL TN Ohpacia Tng
akplBoulg aviyveuong tng emAnpiog kat g
TOavnG CUOXETLONG TNG LE TOV TPAUALOUO, WG
€161k unokatnyopla emAnyioag mou oxetiletal
UE TN YAwooa, ota mAaiolo cuv-voonpdtntag n
KOWOU YeVETLIKOU UTtoabpou.

M£00o60g

Mpaypatomnolndnke 0VaOKOTINGN
Snuootevpévwy  ApBpwv, TIPOKELUEVOU va
niepypacdei n moAumhokotnta tng Sltacuvdeong
™¢ emAnyiag pe tov TpauAopo. Avalntnonke
KOWO  VEUPOPUOLOAOYLKO  Kal  PBLOXNULKO
umtoBabpo Twv dUo dalvopévwy, eEETAcONKe N
attionaboyévela, KaBWG KAl N CUCXETLON TOUG
otnv ekdnAwon Twv SladopeTtikwy Hopdwy
emAnyiag. H xprion QmeLKoVIOTIKWY Kal N
QUTELKOVLOTLKWVY TEXVIKWYV ETLXELPEL va avadeleL
v naboducloloyia Tou TPAUALGUOU Kal TN
Slaouvbeon Tou PeE TNV ekOHAwon Hopdwv
emAniag. To yevetkd umoPfabpo ToOU
TPAUALOPOU KaBwg Kot n €kSHAWON TOU HETA
and TN XPNON OVTLETUANTITKWY  PapUAKwY
KAl LETA amo Aolpwén amo tov 1o SARS-CoV-2,
xpnlouv mepattépw Slepelivnong.

JuunepdaopoTa

H epyoaoio amokaAUMTEL TIG TACELG TNG
€PEVUVOG EVNUEPWVOVTAG TNV  ETLOTNOVLKNA
Kowotnta ywa To TaBoducolohoylkd  Kal
YEVETIKO UTIOB0OPO TOU TPAUALOHOU Kal TNG
OVTAVOKAQOTLKAG aAAQ KoL EMAYOMEVNG TNG
YAwooag emAndiag, eplotwvtag tnv mpocoxn
otnv akpPn dtayvwon.
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NEPITPA®H 3 MEPIZTATIKON ME MOGAD
KAI AIAOOPETIKH KAINIKH EIKONA

Aovuoia MkoUyka', Xpuodven Towpakidn',
Inupidwv MeonuBpwoc', FaAnvn Kuplakdkn',
Xapdhapmnog KotoaAng'

1. Neupohoyikr) KAwikn, I'. N. Maibwv MNevtéAng

Elcaywyn:

H MOGAD mepllapfavel éva eupl ddopa
EMIKTNTWY  QMOUUEAWVWTIKWY  AEYHOVWEWV
nabnoswv. e OUTEG OUYKATOAEyovVIAL N
NMOSD, n ADEM Kal 0pKETEG EVOLAUETES Kal
OAANAOKOAUTITOEVES KATAOTACELG.

ZKOTOG:

JKOTOG AUTNG TG epyaciag eival n mapouaciaon
SLadopeTIkWV KAWVIKWY ekdNAWoEwWV TNG MOG-
AD o€ maldLatplkoug acBevelg.

Mé£6060¢:

Mpwtov, ayopL 3 ETWV TPOOKOUIOTNKE WE
kepaladyia, nAma emnpeacpévo  eminedo
ouveldnong,  Slatapaxég — Padiong  kai

odbyktipwv. OLyoveig avédepav eUnUPETO PO
pNVoG kat po 10nNuépou €wg 24 WPEG PO TNG
voonAeiag. H veupoloyikn e€€taon aveédele
QUXEVLKN Suokappia, auENUEVEC TEVOVTLEG
QVTOVOKAGOELG Kol KAOVO ToSoKvnukwy. H
MRI avébelée  Aemtopnviyyiky mpooAndin
oklaypadikol, BAABN oTnV TtEPLOX TNG WXPAG
odbaipag 6efld kaL maxuvon Tou vwtlaiou
HUeAoU oto eminebo A3-A6.

AgUtepov, ayoplL 2 % €TWV MPOCKOULOTNKE HE
SUMAWMIO KAl  OVTIKELMEVIKA  SlarmiotwOnke
TMAPECN  APLOTEPOU  amaywyol  VEUPOU.
To atopkd avopvnoTikd Kat n  Aoutn

VEUPOAOYLKN €€€Tacn ATav GUGCLOAOYIKA, EVW O
QUTTELKOVLOTIKOG EAEYXOG NTOV OPVNTLKOG.

Tpltov, kopitot 5 % etwv mpookouiotnke
AOyw emeloobiwv epétou pe ouvodo {aAn. Ot
YoVelg avédepav EUMUPETO TPO 2UAVOU Kol
€KTOTE AmLa aotabela Badiong kot aAlayn otn
61a0eon tou matbol. Amd TNV VEUPOAOYLKNA
eg€taon mpogkuPav mapeykePaAldika onpela
Me SuopeTpla Kal anwAela looppomiag Kabwg
kal Tupopdiky ouvdpounn dgfid. H MR
eykeddhou aveédelte PAAPeG oTo OTEAEXOG, TA
napeykePaAldikd okéAn, Toug oboviwToug
TWUPNVEG, TOV OKWANKA, Toug BaAdOUG Kol TOV
T(POUAKN HUENO.

To povadikd eUpn A TOU TTAPAKALVLKOU EAEYXOU
KalL oToug Tpeilg aoBevelg nrav ta Oetka
MOGabs. Xopnynbnke evéodAefla aywyn He
KOPTLKOOTEPOELSH KAl OTOUG TPELG A0BEVELG Pe
otadlakr BeATlwon TWV CUUMTWHATWV.

JuunepAaoporTo:

Onwg daivetat kat amd TA TOPATIAVW
TEPLOTATIKA, N VvOooG We Betka MOG
avtiowpata  prnopel  va  eudaviotel  pe
mAnBwpa  KAWIKwWYV ekdnAwoewv. Av Kol
oxL Wlaitepa ouyxvn ota maldld, Ba TpEmeL
navta va Aappavetatr umoyn pe Sedouévn
™ SladopeTIK TPOCEYYLoN Tou amatteital
oTNV TOPAKOAOUONON KAl QVILUETWIILON TWV
aoBevwv.
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H ENINOMH THX OITKOAIMOAHZ :TH
OEPATEIA NAIAIATPIKON AZOENQN ME
NOAAANAH ZKAHPYNZH

Xpuoaven Towakidn?, Aovuoialkouyka?,
lwavvng TupoPoAdg?, Zrupldwv
Meonuppwogt, Xapdhaumnog KétoaAng!

latpog, I'.N. Maidwv MevtéAng

Elcaywyn:

H moAAamAn okAnpuvon (M) eivat xpovia
eKPUALOTIKA vOoog tou KNZ, n omola Tumikd
MPooPAMEL VEOUG €VAAIKEG. € TOOOOTO
2-5% mpooPBdalel moudld kot edprifoug. Adyw
™G MKPNG nAkiag évapéng, ot moudatpikol
aoBeveic epdavitouv eNelppata og pkpOTEPN
NAla. o OUYKPLON HME TOUG EVHALKEG.
Juvenwe, elval okOTLUN N €yKalpn Xopnynon
OVOOOTPOTIOTIOLNTLKNAG QYWY G yLa TNV TPoAndn
avamntuéng véwv BAaBwv.

Mpoéodata, n dykoAnddn éAaBe €ykplon amo
tov FDA kat tov EMA, yla tn Bepameia tng
nodLatpkng Mg, pHetd amod tn Slevépyela TG
peAETng PARADIGMS.

ZKOTOG:
H avadel§n tng epmelplog pag anod tn xpron tmg
dLykoApodng oe Tpelg aobevelg.

M£6060¢:

e 600 aydpla Kkal €va kopitoL emAéxOnke
N OWKOAWOSN WG apXlkn 1 WG EVAANAKTLKN
Bepaneia, ya Stapopetikoug Adyoug.

Mpwtov, meplypadetal n nepintwon ayoplov
13 eTtwv pe mpwtn ekdAwan M2 pe oykopopdn
BAAPN aplotepd petwriaio kat KAwkKa Sefla
nupodiky cuvdpoun. Aapfavovtag umoyn
v €ktaon tng PAAPBNG, mpoTunOnKe n évapén
Bepameiag pe GLykoALuodn.

AgUtepov, meplypadetal n nepintwon edrifou
14 etwv pe NI amod €toug, UMO aywyn ME
wtepdepovn. Ze MRI poutivag avadeixbnkav
véeg PBAAPeg UMEP KAl  UTIOOKNVLSLOKA.
AkohoUBwg, o aoBevng TapoUCLacE KAWVLKA
urnotponr| He BAABn otn OMZZ, omote Kal
kpiOnke okomun n aMayn Bepaneiag o€
dLykoAodn.

Tpitov, mepypdadetal meplmtwon KopLtolou
14 etwv pe Suayvwon M amd 6unvou,
umo wtepdepovn, n omola TMOpouciace
Bappakopopda efbpwpata oto Pubd ToOU
0dBaApoU o€ TakTKO 0POAAUOAOYIKO ENEYXO.
H BAABNn amoddbnke otnv wtepdepovn Kat n
aocBevig alage Bepamneia oe dLlykoApuddn pe
umoxwpnon tng opOaApoloyikng BAABNG.

JuunepAaoporTo:

H xopnynon tng GLykoApddng oToug avwiEpw
000evelq €xel MEXPL OTLWYMNG LKOVOTIOLNTIKA
QMOTEAEOMATA WG TPOG TNV achAAEld KOl
TV anoteAeopatikotnta. H  PpLyKoALLosdn
elvat ¢ddppako mou €xel eykplOsl ywa TNV
madlatpikn M kal anoteAel pla koA emioyn
O€ TIEPUTTWOELG OTIOU OL €VEOLUEG Oepareleg
S6ev €XOUV T AVOUEVOUEVA QTOTEAEOUATA N
otav nopouctalovtal aVerlBUUNTEG EVEPYELEG.
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NOAAANAH ZKAHPYNzZH zTHN nNAIAIKH
KAl EQHBIKH HAIKIA: H EMMEIPIA ENOZ
TPITOBAOMIOY KENTPOY.

Evayyehia MmexABavn, ABavaaoiog EuayyeAiou
A’ NMoudatpikn KAk AMO, NG Mamnayewpyiou

Elcaywyn:

H maidiatpiky moAAamAn okAnpuvon adopd
WG Kal To 10% Twv aTdUwWV TToU TACYXOoUV Ao
moAAamAn okAfjpuvon, ota omola n nAwkic
€vapéng tng vooou elval pikpotepn twv 16
ETWV, EVW O0€ TO00oTO 1% n nAwia €vapéng
elval pkpotepn amo ta 10 €tn. H moAAamAn
okAnpuvon ota maldld mapouctalel SltadopEg
o€ OX€on Me TNV TOANAMAN OKARpuvon Twv
evnAlkwy, evw TaPAAANAQ oL BEPATEUTIKEG
€TUAOYEG elval cadwg TLO TTEPLOPLOUEVEG.

Ta &ebopéva  OXETIKA HE TNV  TIOAQITAN
okAjpuvon otnv EAMGSa, toco oe madid/
ednpoug, 600 KaL o eVAAIKEG, aveupiokovTal
omnopadikd otn BLBAoypadia.

ZKkom6¢/M£00obog:

H avalitnon, kataypadr Kal avaAucn Twv
oTolXElwV Twv TSV e OKApuvon Katd
TAGKAG OTO VOOOKOMElo pog amd to 2010
Kat Emewra. MehetOnkav to apxela tou
VOOOKOWElOU, €ylve kataypadry Tou cuvoAou
Twv MadLwyv <16 etwv pe Stdyvwaon moAAATANG
oKApuvong, evw OmoKAeloTnKav TOLOLA pe
Slayvwon GAAOU AIMOUUEAVWTIKOU VOO LOTOG
1 o&elag duayxutng eykedaropueritidag.

JuunepAaopoTo:

Amo 1o 2010 Kkal €melta VOONnAeUTNKAV OTO
VOOOKOMELD pag 23 mabld pe Sldyvwon
moAAamAng okAfpuvong. H &iudpeon (medi-
an) nAwia évopéng TwWV CUUMTWHATWY ATV
ta 14 €tn. H &udpeon (median) Sudpkela
CUUMTWUATWY MEXPL TNV avalATnon LATPLKAG
BonBelag kat €vapéng OSlepevvnong ntav
oL 7 nuépec. Ta mo ouxva avadepoueva
CUUTTTWHOTO TIPOCEAEUCNG NTOV OL ALUWSLESG
Aavw/Kdtw Gkpwv Kal oL dlatapaxég 6pacng.
Ano toug 23 aoBeveic ol 14 (61%) ntav
Kopitowa kat ot 9 (39%) aydpla. OloL ot
aocBeveic €éAaBav won koptldvng wg MPwWTn
OEPATEVUTIK TPOCEYYLON TPWTING YPOMMAG.
Ao Toug 23 aoBevelc, Katayeypapévn Evapén
0VOOOTPOTOTOLNTIKAG  aYyWynG onuelwOnke
otoug 13 (56.2%). And autolg toug acBeveig
ot 11 (84%) mopouciocav TOUAdXLOTOV €va
EMELOOOLO UTIOTPOTING META TNV €vapén Ttng
aywyng, kat oe 4 amd autolg (36%) €ylwe
oAAayr)  QVOCOTPOTOTMOLNTIKAG  aywyng N
tthomoinon  860nG.  ZUUMEPACHATIKA, N
ToAAamA okAnpuvon ota maldld KAl oToug
ednpoug elval pla axaptoypadntn ovrotnta
ME TIEPLOPLOMEVEG OEPATIEVTIKEG  ETUAOYEG.
ATaLTOUVTAL TIEPLOOOTEPEG EPEUVEG WOTE VA
SleupuvBel To YVWOTIKO TAALOLO TTPOG OPENOG
TWV ULKpWV 0oBeVWV.
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NOAANATNAH 2KAHPYNZH KAI
NOAANATIAH AYTOANOZIA: MAPOYZIAZH
ENAIAOEPONTOZ NEPIZTATIKOY.

Evayyehia MmexABavn, ABavaaoiog EuayyeAiou
A’ NMoudatpikn KAk AMO, NG Mamnayewpyiou

Elcaywyn:

H moAAamAn okAnpuveon eival pia vocog mou
Kataypadetal oAoEva Kal CUXVOTEPA OTNV
rioub ik kat otnv ednBikr nAia.

Agv elval omavio, miong, va ponyeitat i va
EMETAL TNG €UDAVIONG KATIOLOU OUTOAVOOOU
VOOT LOTOG.

ZKOTOG:

Mepwypadny  meplotatikol  edprfou pE
npwrtodlayvwobeioa moAAanAf okAfpuvon Kot
ETUBAPUUEVO OTOULKO/OLKOYEVELOKO LOTOPLKO
autoavooiag.

Napouciaon nepLotatikou:

‘EdnPog 15 eTwv npookopileTal A\oyw aluwdiwy

apLoTEPOU AVW KOl KATW GKPOU ME ouvodo
Baupog Opaong aplotepol odOaApol, UE
awdpvidia évapén and 24wpou.

Mpoketal ylo €dnPo pe eAelBepo ATOULKO
LOTOPLKO yLa VEUPOAOYLKEG TTOONOELS, WOTOCO
ME ouvuTidpxovta voonuota Bupeoslditida
Hashimoto (8tdyvwon oe nAwia 11 etwv)kal
Jakxopwdn Awafntn tumou | uMo umododpla
wooulwobBepaneia (Stdyvwon 2 WAVEG Tpo
™G €Aeuong). AMO TO OLKOYEVELOKO LOTOPLKO
avadépovtal EMiong LNTEPA KOL LNTPLKNA yLayLd
pe Bupeosldittda Hashimoto, kat adepdog

Tou aoBevoug pe emelcddla TOAVAG OMTIKAG
veupitidag otnv ebnBikn nAtkia.

Jtov aoBevr) Olevepynbnke o amapaitntog
QTTELKOVLOTIKOG KAl €PYOOTNPLOKOG EAEYXOG,
Omou aveupédnkav eotieq uPnlol onuaTog
OTN MAYVNTIK €YKEPAANOU Kal GOTOVOUALKAG
otAANG, eotiakr BAGRN tumou “blackhole”, kat

aviyveuon

IgGoAlyoKAWVIKWY  {WVwVv  OTO
€v60BNKIKN TIapaywyn AVILoWUATWV.
Ta eupnuata aUTd cuvduaoTika €0scav TtV
Slayvwon tng moAAATANG OKARpUVONG.

O aoBevrig tédnke og evodAEPLO OXNMA WOEWV
UEBUATPESVIZOAOYNG Yyl 5 nuépeg,ue Udeon
NG CUMMTWUOTOAOYLOG TOU, KOl €V CUVEXELA
600nkav odnyieg yia AnYn npedbviloAdvng anod
TOU OTOMATOG OE HELOUPEVN SO0,

e Xpoviko OSlaotnua 20 nueEpwvV amo TNV
Slayvwon, o aoBevrngmpookopiotnke EavaAoyw
eMaveppAvVIONG TNG CUMMTWHATOAOYLOG TOU,
ME TApdAANAN gudAvVIon VEWV CUUMTWHATWY
(6uthwria, utatoBnoio kat alpwbdieg aplotepng
TAQyLag TPaxnAWKnG Kol Bwpakikng xweag).
AlevepynBnKe €K VEOU QTTELKOVLIOTIKOG EAEYXOG,
TIOU QVESELEE VEEG E0TIEG.

O 000V OVTLLETWTILOTNKE LE 2° OXN O WOEWV
evOodAEBLOG LeBUATIPESVI{OAOVNGYLA 4 NUEPES,
Kal €EmMelta TEONKE O€ OVOOOTPOTOTOLNTLKN
aywyn e wrtepdpepdvn-B 1A, pe TitAomoinon
5060nG AOYWw UTIOTPOTIWV.

ENY pe

JuunepAaopoTo:

H moMamAry okAfpuvon, mopott dev eival
ouxv) vooog otnv maldik nAkio, TIPEMEL
va  oupnmeplAapBavetal oty SLayvwoTiki
dapétpa tou madldtpou oe bl UE
€VOELKTIKA VEUPOAOYLKN onuELoAoyia, oLaitepa
0V CUVUTIAPXEL BETIKO LOTOPLKO QLUTOAVOGLAG.
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2YNAPOMO FLOATING HARBOR ZE KOPITZI
ME ANOYZIA AOTroy

KoAavng 2aBBag?, MavAidou Eutépmn?,
MamouAidng lwdvvng?, NToupa Ztepytaval,
NaBacidou Kwvotavtiva?,
FaAAR-TowomoUAou Aonuival.

1. B’ Noudratpikr kKAwikr ANG, MN.I.N.0©
AXENA, Gecoalovikn

2. Epyaotriplo l'evetikrig Access to Genome,
Oeocahovikn

ZKOTLOG TNG Epyaciog

H mapoucioon tou onaviou cuvdpouou Float-
ing Harbor oe aoBevr) n omola Stayvwaobnke
ota mAaiola Stepelivnong amouciag Adyou Kat
XOUNAOU avOoTHHATOG.

Napouciaon nepLotatikol

Mpokewtal yw kopitol nAwiag 6,5 €etwv
mou TopakolouBeltar  amd  Sietiag  amd
nadoveupoAoyo yla TARPN amoucia Adyou
Kat  koBuotépnon oTa KWNTIKA OpOcnua.
Emiong mapouotdlel xapnAd avaotnua Kat
dlalov mpoowrelo (TPlywvikd TpOOWTO, |,
avTioyyohoeldn dopd oPpOaAULKWY OXLOUWY,
XOUNAn mpdoduon WIwV KAl TTPOEXOV HETWTIO.
Jta mAaiowa  Sitepelvnong  SitevepynOnkav
MRI Eykeddlou, nAektpoeykedahoypadnua
Kal  €AeyxoG  METABOAKKWY  VOONUATWV
ME duololoylkd eupnApata.  Ita  TAaiola
Slepelivnong Ttou  XapnAoU  avaoTAUOTOG

Tipayatomnol|Onke €KTeEVAG €AEyXog KoBwWG
kat Sokipaoieg Sleyepong augnTikng opuodvng
and TG omoleg mMpoékuPe n Sldyvwon TG
MPWTOMOO0UE QVEMAPKELNG TNG  OQUENTLKAG
OpHOVNG.

Noyw tou dLalovtognpoowreiou StevepynBnke
YEVETIKOG €Aeyog e Whole Exome

Sequencing, o omolog avédelée voukAeoTldikn
aAlayry c3707-2A>G oto yovidio SRCAP pe
anotéleopa etepoluywtio oto avadepOuevo
yoviblo. Mpodkewtal ywa mpwrtoavadepduevn
otn  BBAloypadic  voukAeotdikry  allayn
mou Sleupelvel Tov KAWLIKO awvotumo Tou
ouvbpduou. Floating Harbor.

JuunepAaoporTo:

To ouvbpopo Floating Harbor elvat éva moAu
omavio ouvépopo TO omoio petaPiBaletal
ME OUTOOWULKO ETUKPATOUVTIO XAPAKTAPA N
ouvnBéotepa pe de novo PeTAAaEN.

Ta KAWIKA XQPAKTNPLOTIKA TOU OUVEPOLOoU
neplhapBavouv 6Lalov mpoowreio, XapNAO
Bapog  yévwvnong,  xaunAo avaotnua,
kaBuotepnuévn ooTIk avamtuén, ocofapn
Swatapayxny Adyou, NATEC  EwWG  METPLEG
HOONGCLOKEG SuokoAieg, Slatapaxeg
ouumnepldopdg kot Slaxelpiong  Bupkou,
UTIEPUETPWTILAL KOl OTPOPLOUO, SLOTAPOXES
OKONG QYyWYLHOTNTAG, ETUANTITIKEG  KPLOELG,
yaotpooloodayik maAwvdpdunon, vedplkeg,
OUPOYEVVNTIKEG QAVWHUAAIEG KAl OKEAETIKEG
avwpoAies. H dtdyvwon tibetal og dtopa mou
TaPoUoLalouv KAWLKA €LkOVA TOU GUVEPOROU
Floating Harbor oe ouvduacpd He poplakh
aviyveuon petalagng oto yovidio SRCAP.

H Bepameia elval kuplwg UTIOOTNPLKTIKY .




[MEPINHWEIZEAEYBEPON ANAKOINQZIEQN

MANEAAHNIO ZYNEAPIO

E€eni€eis Aixpns

otnv lNMaidoveuponoyia
% ! 6, 7& 8 Maiou 2022

Zevoboxeio Imaret, KABAAA

EA10
NHMIO ME YMNOTONIA KAI
BAEDAPONTQzH

Avbpopayn Ztapdtn?, Mapia KoAALa?,
A¢omowa Mapiton?, ZtéAa Mouokou?, Audia
KooouBal, AAe€avdpa ZoAdatou?, ANEEavdpog
Mavog!, Aven Aautavakn?, Alkatepivn
AvayvwaotomoUAou3, lewpylog Nuwtakng?,
BaoAkn Ziaka?, Avaotacia Kopwva?,
lewpylog BaptleAng?, Kwvotavtivog Boudpng?

1. B'Mavenotnuioakny Nawdtatpiky KAwikn,
Noocokopeio Naidwv «M. & A. Kuptakol»,
ABrva

2. Neupoloyiko tunpa, Noookopeio MNaidwv
«I. & A. Kuplakou», ABriva

3. GENOMEDICA, EpyaoTrplo yeVETIKAG
Awdyvwong, Melpatdg

4. Nouwdoveupoloyog, empueAntng A’ EXY,
BeviZéAelo I.N. HpakAeiou

Elcaywyn:

To oUvbpopo Aicardi-Goutiéres  avrkel
otlg  rtepdeplvondbeleg  TtUMou-1 Ko
amotelel KANPOVOULKN TIPOOSEUTIKN
Aeukoeykedalonabela. Xapaktnpiletoat

and TMANBwpa KAWIWKWY eKSNAWOCEWY, TOU
neplAapBavouv veupoloyikég Slatapaxeg e
QTIOTLVAVWOELG 0TA BAcLKA YAyyALa, SLoTapaxES
™G Aeukng ouciag, pikpokedaAia, yAalKwa,
uToBUPEOELSLONOG, XEIUETAQ Kal €KOSNAWOELG
avaloyeg ZEA. Odeiletal oe PETAANAEELG TwV
yoviSiwv TREX1 (AGS1), RNASEH2A (AGS4),
RNASEH2B (AGS2), RNASEH2C (AGS3), SAM-
HD1 (AGS5), ADAR1 (AGS6) kat IFIH1 (AGS7).
Ta tedevtaio xpovia, PETE TV avayvwpLon The
naboduactohoyiag tou cuvdpduou, potddnke
n xopnynon avootoAéwv JAK-kwvaong os
ooBeveic pe AGS, pE OXETIKA £vOOPPUVTLKA
anoteAéoparta.

ZKOTOG:
H meplypadn vnmiouv 2.5 €twv pe umotovia,
uikpokedalia, unoBupeoeldlouo,

BAedapomTwon avoooloyikng attloloyilag Kat
Seppatika e€avOnuata.

MéBodog:

Mpokewrat ywa vAmo 2.5 €twv  Tou
napanéudOnke  otnv  KAWLKR  MOG Yl
Slepelivnon ouyyevoug umotoviag, odalpikng
avamtuélakng  kabuotépnong,  xelpetAwv
Kal emipovng PBAedpapdmtwong. Ita mAaiola
Slepelivnong, SlevepynBbnke MRI eykeddou n
ormolia tav ocuppath pe Asukoeykedparomndbela,
evw AOyw NG PAsdapomtwong eotdAncav
avtiowpato évavtl urtodoxéa aKeTUAOXOALVNG:
12 nmoles/L (Betikd > 0,6) kot £ytve HMI-HNI
TO omolo aVESELEE CUVATTTIKN 1) LETACUVATTTIKL
SuoAettoupyla TG veupopuLkng ocuvadng. And
TOV MO0 £pyaoTNPLaKO EAEyXO apATnPNONnKe
AT AEUKOTIEVIA,  UTIEPTPAVOOULVACALULQL,
unoBupeoelSlopog pe Betikd avi-TPO, ANA
1/160, antidsDNA aoBevw¢ BeTikd evw 0 EAeyX0C
yla LETABOALKA VOOHATO ATAV OPVNTLIKOG. XTO
VEVETIKO €Aeyxo pe WES aveupéBn etepoluyn
uUetdAAaén oto yoviblo SAMHD1. Me Bdon
v undpyouvoa BiBAoypadia Kal ta KAWLKA,
£PYAOTNPLOKA KAl QTELKOVIOTIKA gUpHUaTO
Tou vnriou €t€On n SLdyvwon Tou cuvdpoUoU
Aicardi-Goutiéres. o TNV QVIIHETWTLON TNG
puooBévelag  xopnynbnke muplbootuypivn
Kl ooABouTtapoAn XwpLg WSlaitepn
avTamnokpLon. H xopriynon KopTlKOOTEPOELSWV
Kal ovoaotoAéa JAK-kwvaong ouvéBaAAlav oe
ONUOVTIK BeAtiwon Ttou MUKOU TOVOU, TNG
BAedopoOmTWONG KOl TWV  EPYOOTNPLOKWV
EUPNUATWV.

Jupnepdopota:

Autn n meplnmtwon umoypapuilel T onpacia
™¢ e€€taong tou cuvdpopou Aicardi-Goutiéres
otn Sladopiky Sldyvwon plag ave€nyntng
Aeukoeykedalondbelog Wlaitepa otav
ouvbualetal Me  OepUATIKEC  €KONAWOELG
kol avtoavooia. Afilelt va onuewBel, ot
otnv umndpyxouoa PBipAoypadia, dev €xouv
avadpepbel  avrtioTolXo — TEPLOTOTIKA  UE
HuaoBévela Gravis wg ekdNAwaon avtoavooiog
oTa mAaiola Tou cuvSpopovu.

]2
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MEAETH MEPINTQZHX MAOHTH ME
AYIKOAIEZ ANAINQzH:z KAl TPA®HZI:
H AIATNQZTIKH AZIA THZ ANIXNEYZHZ
ODOAAMIKQN KINHZEQN

Euyevia Tokn?, Miyaéha Nepavtlivn?,
Kwvotavtivog MAaxolpag?, NikoAaog Xattag?,
Eutépmn Naulibou?, Biktwpia ZakomovAou?!

1. AvarmAnpwtpla Kadnyntpla, Tunuo
NoyoBepaneiag, ZxoAr Emotnuwy
Yyeiag, NavenotiuLo lwavvivwy

2. Entikoupn KaBnyntpla, Tunuo
NoyoBepaneiag, ZxoAr Emotnuwy
Yyeiag, NavenotiuLo lwavvivwy

3. MéAoc ETEN, Tunua AoyoBepaneiag, IxoAn
Emotnuwv Yyeiag, Navenotiuwo lwavvivwv

4. ®ottntng, Tunpa AoyoBeparmeiag, xoAn
Emotnuwv Yyeiag, Navenotiuwo lwavvivwv

NepiAnyn

Elcaywyn:

H texvohoyia  avixveuong odpBaApkwv
KWWAOEWV GUUBAAAEL TN AN QVTLKELUEVIKWV
TIOOOTIKWV UETPNCEWV TNG OTTLKAG TPOCOXNG.
Me tn xprion avixveutr odOAAUKWY KVHOEWV
(eye-tracker) elpaote og B€on pn emepPatika,
va  yvwpilloupe T oupmeplpopd  TOU
BA£ppaToc, SnAadH) To Tou, TIOTE Kal TL KOLTAlEL
0 XPNOTNG OE TPOYHUATIKO XPOVO. INUEPQ,
n xpnon tou Eye-Tracking otov Ttopéa tng
oaAAnAeniSpaocng avBpwmou-umoloyLotr eival
BiBAoypadikd TEKUNPLWHEVN, evw, Slaitepa
€UpL €lval TO EUPOC TWV AVEPXOUEVWY LEAETWV
0TN UEAETN TNG QAVOYVWOTIKAG CUUTEPLPOPAG
Kat Ttwv ouvadwv Suckohwv. AkplBeig
METPNOELS TwV 0DOAAUOKIVACEWY oxXnuatilouv
TO OMUKO MOVOMATL WOTE va €EAYOULE
XPNOLUO CUMIMEPACHATA YLa TOV TPOTIO (KL TLG
Suokolieg) emefepyaociag Tou Kelwwévou Katd
™V avayvwon.

ZKOmOgG:
JkOmOG NG mapovoag  HEAETNG  elvol
n  TOAUTIOPAYOVTIK  TPOCEYYLON  TwV

eMEWWPATWY avdyvwong Kol ypadng HEow
™¢ aviyveuong odOaApokvACEWV Kol TNG
afloAdynong Ttou  avartuélakol/yvwoTikoU
npodiA Tou pabntn.

Mé£Bodog:

H mopoloa épeuva  amotelel  HeEAETN
nepimtwong  padnty nAwkiog 7.6 etwv. 2TtO
MAQIOL0 OUMHETOXAG TOU OTNV EPEUVNTIKA
MeAéTn, «EEumva  UTIOAOYLOTIKA — MOVTEAQ,
alobntipeg  kal  mPWLHOL  SlayvwoTKol
Selktec otnv autopatomolnuévn Sldyvwaon
eMepaTwy mpodoptkol Adyou ot TOLSLA»
Tou ekteleital oto TuApa AoyoBeparmeiag Tou
Mavemniotnuiou lwavvivwy, Pe xpnuatodotnon
amnd tnv Mepudépeta Hnelpou kat Eupwmaikolg
nopoug, avadeixOnkov  SuokoAieg  otnv
avayvwaon Kat  ypaodn. Xopnyndnkav
napadoolakeg Sokuacieg dtunng aflohdynong
Twv SeflotTwy avayvwong kat ypadng oe
Kelpeva €vtumng popdng kot aflohdynon
Kal kotaypadrn oPpOAAUKWY KIVACEWV Kot
™V avayvwon Kelpévou péow Eye-track-
er Tobii TX-300 kat Aoylopiké Imotions v8.1
yla Tapoucioon epeblopdtwy, oulloyn,
enefepyaoia Kol avaAuon Sedopévwy.

JuunepAaoporTo:

OL kataypadéc amd To Aoylopwkd Smart-
Speech avédel€av Suokolie¢ o AEKTIKEG
KAl HMN  AEKTIKEGC eKDAVOELS ETIKOVWVIAG,
(UXOKWVNTLKOTNTA, EKTEAECTIKEG AELTOUPYIEC
Kal uyxoouvaloOnUaTIKy Kotdotaon. Amo
v atumn  afloAdynon  ouvOUAOTIKA  ME
TIC akplPei¢ peTpAoel; mpoonAwong Kot
OOKKOSIKWY odpBaApokivioswy  mpogkuav
avtiotolya, eppévouaec Suokolieg otn ypadn
KL OVAYVWON CUYKEKPLUEVWY YPAUUATWY, CE
OUYKEKPLUEVN B€on oTo Kelpevo.

Ta euppaTa TNG Mapouoag LEAETNG EVICXUOUV
TNV OVayKaOTNTa Avixveuong twv opOaAULKWV
KLVAOEWV yla  akpBy  mpocdloplopd
QVOAYVWOTIKWY eMNEPATWY, aodaln
SlOYVWOTIKA TIPOCEYYLON KOL OTTOTEAECHATIKNA

napepPBaacn.

= i8] =
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O=EIA ATAZIA ENIEAADOYZ NAIAIATPIKHZ
NOIMQ=H2 CovID-19: NEPITPAODH
ENAIADEPOYZAZ NEPINTQzZHZ KAI
ANAZKOMHZH THZ BIBAIOTPADIAL.

Sapavtn Avva®, Namadnuntpiouv EAévn'?,
MnAwouén Mapia?, BouaBoukn

Mapia'?, Kuplaln Mapia® -

Apayouun Mnvehonn'' Bapylaun EvBupia
Anpntplog | Zadelpiov®?

1. A’ Maveruotnuioakn Moudtatpikr) KAwkn,
Aplototélelo Noookopelo @ecoalovikng,
«Immokpdtelo» Fevikd Noookopeio
@eocahovikng, Osooalovikn

2. A’ Madratpikn KAk ANG, Movada
Eldikwv Nolpwéewv Maidwv
(MEAN), «Immokpdtelo» Mevikd Noookopeio
@eocahovikng, Osooalovikn

Elcaywyn:

AUo yxpovia amd TtV €eudAvVion TOU VEOU
kopovaiol SARS-CoV-2 gival TA€ov yvwoTo Twg
n vooog mou nipokaAet (COVID-19) mapouaotdlet
€va eupy dacpa ekdnAwoewv amd TOAAAIAA
ouoThpaTa, oupmneplhapufavopévou Kat
Tou veuplkoU. Ita modld n emimtwon Ttwv
VEUPOAOYLIKWV EKSNAWOEWV ayylleL LEXPL KaL TO
43% twv voonAguoueVWY atdLwv. Metagt twv
VEUPOAOYIKWV €eKONAWoewv €xel meplypadel
Kat n atagia, n omola pmopel va gudpaviotel
otnv ogela kat untogeia paon tng Aoluwéng ano
SARS-CoV-2, 0T0 TMAQICLO TOU OUOCTNUOTLKOU
noAudAeypovwdoug cuvdpopou(MIS-C) alld
KOl WG CUUTTWHA TOU ouvSpopou «Long
Covid».

IKomog - M£00o6og:

Mepwypadn g eunepiag tng povadag COV-
ID-19 NG KAWIWKNAG Mag amd €va oUvBOeto
TepLoTatiko atafiag emni Aolpwéng Ue Tov véo

KOpovoio Kal avaokomnon twv §eSoUEVWY TG
BBAoypadilag OXETIKA e TTEPLOTATIKA aTa&iog
oto mAaiolo tng COVID-19.

AnoteAécpata:

‘EbnPn aobevig e LOTOPLKO VEUPOTVWHUATWONG

Timou | kat Ama cupmtwpato Aotpwéng
OVWTEPOU QVOTVEUOTIKOU oTa mAaicla COV-
ID-19 TPOOKOWIOTNKE OTO VOOOKOMELD AOYyw
emubelvwong  mpolmdpyxovocag LAANG Kot
aotdaBelag. Koatd tnv veupoloyikn e&€taon
napouvoiooe atafioa otdong kot Badiong
pe maboloywkd onuelo Romberg, xwpig
Aoutd moaBoloykd euprpota. Alevepynbnke

EKTETOUEVOG  €AEYXOG  YlO  QTIOKAELOMO
ETUTAOKAG TOU  UTIOKELMEVOU  VOOHHATOG,
AaBupwvOikig BAaBng,  Aolpwéng  Ttou

KEVTPLKOU VEUPLKOU CUCTAUOTOC, veomAaoiag,
autodvoong eykedaAitidag Kot PUXLATPLKAG
Swatapayxng. H  veupoloyikp  onueloloyia
ntav avOekTlky otnv opxkr Bepameia Kat
uTIoXWPNOE oTadloKA HeTd amd  Seltepn
won y-odatpivng. Tivetal avaokomnon ota
Sedopéva tng BLBAloypacdiog OXETIKA ME TNV
ekdnAwon ata&iag mou oxetiletal pe Aolpwén
and SARS-CoV-2 ota maidld, eotidlovrag otnv
KAWVLKN) €lKOVA, TN SlOyVWOTIKA TPOooTEAON,
TOV TPOTIO AVTLLETWILONG Ko TRV €KBaon.

JuunepAaopoTo:

Ao v neplypadn Tng mapoloag MePLmTwong
KalL TV avoaokomnon tng PBipAloypadiag,
yivetal epdavég OTL cupmtwpaATo Anod TO
VEUPLKO oUOTNHA, OTIWG N ataéia, Ta omola dev
Uropouv va anodoBbouv oe GAAN autia, propel
VA amoTEAOUV UEPOG TWV EKSNAWOCEWVY TNG
COVID-19. Mepawtépw €psuva  amatteltol
WOTE VO avOyvwpLlotoUV oL  MNXovLopol,
avoooloyikol, autopAeypovwdelg 1 aAAol, Ue
Toug omoloug 0 SARS-CoV-2 emibpd 0TO VEUPLKO
oUOoTNUA KOl TTPOKOAEL atagia.
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NEYPOAOTIKEZ EKAHAQZEIZ ZE AOIMQ=H
COVID-19: ANAAPOMIKH MEAETH :ZzE
NAIAIATPIKOYZ AZOENEIZ ME COVID-19
NOIMQ=H

Mapia-Zodla Kadtepavn?, Mapia MnAoudn?,
EAévn Namnadnuntpiov?, OAya Toldtolou?,
EAlodBet MyanAidou?, Mapia BouoBoukn?,
Mapia KuptaZn?, Mnvelomn Apayolun?,
EuBupia Bapylaun?, Evayyehia Qapudkn?,
EppavounA PonAidng?, Anuntplog Zadelpiou?

1. Nawdiatpog, A’ Naudtatpikn KAwikn
AMNO, Movada eldikwv Aolpwéewv Matdwv
(MEAM), Immokpdtelo M'evikd Noookoueio
Oeooalovikng, Oecoalovikn

2. Naudiatpog, I’ Nawdiatpikn KAwikn
AMNO, Movada eldikwv Aolpwéewv Matdwv
(MEAM), Immokpdtelo M'evikd Noookoueio
Oeooalovikng, Oecoalovikn

Elcaywyn:

OLveupOoAOoYyIKEG EKONAWOELG oTa TALSLA, KaBwG
n mavénuia COVID-19 cuveyiletal, avéavovtal
WG TPOG TN ouxvoTNTA Kal TN BopuTnTa TOUG.
H emaypUlMvnon Tou LaTpLlkol TPOCWITLKOU yLa
TLG VEUPOAOYLKEG ETIUTAOKEG KOL N EVNUEPWON
Tou ywa TNV Slaxeiplon Twv TEPLOTATIKWV
auTwv Kpivetal anapaitntn, epdoov o aplduog
Twv maslatplkwv aobevwv pe Aoipwén Cov-
id-19 Kkal VEUPOAOYIKEG EKONAWOELG oUVEXITEL
va epdavidetal ota efwTteplkd Lotpeia Twv
VOOKOMELWV KAl QTOTEAOUV TEPLOTATIKA TIOU
xpnlouv voonAeiag.

ZKOmOgG:

Ta&lvounon Twv VEUPOAOYLKWY EKONAWCEWV Kot
N MOPOUCLAcH TEPLOTATIKWY UE Aolpwén Cov-
id-19 kot 16Laitepeg VEUPONOYIKEG ETILITAOKEG.
MéBodog: Ta 6edopéva avalntibnkav otoug
LaTPLkoUG hAaKeAOUG VOonAEUOUEVWY aoBevwv
e Aolpwén COVID tou TuAuatog Ewdikwv
Nowéewv MNaitdwv (MEAM) Tetaptofaduiou
Noookopelou, mou anotelel Kévtpo Avadopdg
yla meplotatika COVID-19 ywa t Bopela
EA\GSa, amnod tov lovvio 2020 ewg tov Ampillo
2022. Mpokewtal ywa oewpd 50 aoBevwv, oe
olUvolo 663 voonAeudpevwv otn Movada
EWbkwv  Nowwéewv Maidwv (MEAN), ot
omoiol eudavicav gupl GAcCUA VEUPOAOYLKNG
onueloloylag ent oelag Covid-19 Aolpwéng.
Kataypddnkav KAWIKA, €PyaoTneLaKA Kol
VEUPOOTIELKOVIOTIKA gupnuota kabe aocBevn,
KaBwg Kat n €kBaocr) Toug Katd to Suvatod.

JuunepAaoporTo:

Kata tnv €§€AEn tng mavdnpuiag Stadaivetal n
oMoéva Kal cUXVOTEPN EUPAVLON TIEPLOTATLKWY
ME veupoloyikég ekdnAwoelg kot Covid-19
Aolpwén. OL  veupoloyikég  ekONAWOELS
adopolv €eMELCOdLA OMACHWY UE auEnUEVN
ouxvotnTta Al Kal aouviOnoTeg EMUTAOKEG
OMWG  QYYELIKO  €YKEDOAKO  €MELOOBLO,
amopugAivwon (ADEM, omtik veupitda),
atafio kot adacia. Ymoypapuiletal n avaykn
€YKALPNG  avVOyvVWPLONG, TIOPOTTOMIAG KO
Slaxelplong meplotatikwy mou adopouv oTn
ouppEeTOXn Tou Neuplkol ZUOTHMATOG OF
aoBeveig pe Aolpwén Covid-19.
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EOAPMONH WHOLE GENOME  SE-
QUENCING (WGS) ZE AZIOENEIZ ME

ZMANIA NEYPOAOTIKA NOIHMATA*.
NMPOKATAPKTIKH ANAKOINQzH

Mapia Zravou?!, MeAnopévn Mwpyn?,

Mapia Tolpouda?, Mapia MmaAA&?,

lewpyla Owdn?*, Katepiva Avayvwotomnoulou?,
Mwpyog NrewpyouAng®, Zodia Xafakn®,
lwavvng Aoukag’, Apyuplog NtwvomouAoc®

1. Nouboveupohdyog, [’ Mavemiotnuiokn
MNawdiatpikny KAwikn, NN ATtikov

2. NoonAeUtpta ME, [ MNovemotnulokn
MNawdiatpikry KAk, NN ATTtikov

3. AY Mawdoveupoloyiag I MavemotnuLoKn
MNawdlatpikn) KAwikn, NN ATTikov

4. Mopuakr levetiotpla, Neoscreen Epyaotrplo
KAWIKAG FEVETIKAG

5. Neupoxetlpoupydc, INA I.Fevwnpotdg
6. Em. KaBnyntpla lotoloylag EKMA

7. Av. KaBnyntrig ®appoakeutikrig EKMA
8. KaBnyntn¢ Natwdoveupoloyiog EKMA

*«Rare-ID: A¢lomoinon twv VEwv SuvatotHTwV
gyevetikng (WGS, NGS) ko tnG LETOBOAOULKAC
avdAuong ywa thv avamtuén PBeATlwpEvwy
uUmnpPecLwV o TaldloTplkolG aocBeveic e
QUTLOMO KAl OTIAVLA VEUPOAOYLKA VOO aTa KOl
OUUTTTWHOTLKA/ 0O U UIMTWHATIKA VEOYVA»
Apdon EPEYNQ - AHMIOYPIQ - KAINOTOMQ:
Eykekpiuévo Epyo K.E. 16254 (EXMA)

Elcaywyn:

H pébodoc WGS adopd tn Aemttopepn avaluon
TWV WIPOVIKWY Kal €EOVIKWV TIEPLOXWV TOU
yovidiwpatog, aufdvovtac T  SloyvVWOoTIKA

arntdédoon kot akpiBeLa.

ZKOmOgG:

MPOKATAPKTIK aVOKOlvwon 2 TEPLOTATIKWY
oto mAaiolo mpoypdppatog Rare ID*.

H epappoyri WGS ot 2 aoBeveig pe adldyvwota
VEUPOAOYLKA Voo poTa.

Mé£0obog:

O 1° aoBevng yevvnbnke mpowpog (32w) pe
Lotopkd Bavdtou 818Upou tnv 10nw kNonNgG.
Mapouciooe PBapld umotovia pe otadlakn
umeptovia dkpwv amd tn yévvnon kot MRI
eykedpdhou pe Sayuteg BAABEG Twv Baoikwy
vayyAiwv. Mapouciale Slopopdisg cupPatég
evbountplag umotoviag (Hikpoyvabia, Bohwtn
umepwa).  tadlakd  mpooTédnkav  oTov
dawdtuno ocoPapry TPOUNKLKA cuvdpoun,
eruAngia, Slatapoxég BeppopplBuong Kot
moAU ocofapry Sucavelia otnv Tpodn, HE
avaykn TIPEVTEPLKAC altionc.

O veUPOUETAPBOALKOG KOl YEVETIKOG EAEYXOG
(WES, mtDNA, arrayCGH) rjtav apvnTikoc.

H avaluon WGS avédele pia petaldayr oto
yovisio RALGAPA1 dyvwaotng KAWVIKAC onpaociag
(VUS) kat pta wtpovikn petaAAaén oto iSlo
yovidio. Metal\déelg oto yoviblo suBuvovrtatl
yla tn vooo Neupoavartuélakn Siotapaxn,
umotovia, emAnia kat StatapayEg oltiong, Ue
AR KANpPOVOULKOTNTO Kal GaLVOTUTIO amtOAuTa
ouvppatd pe tov acBevr). O €AeyxoC OTOUG
yoveic emiPBePBaiwaoe OtL eival popeic.




MANE NIO X

E€eni€eis Aixpns

otnv Maidoveupofoyia
6, 7& 8 Maiou 2022

Zevoboxeio Imaret, KABAAA

0 2°¢ aoBevn g yevvnOnKe TEAELOUNVOG LE OMAAR
TEPLYEVVNTLKA TIEPL0S0. Tov 20 prva {wng LETA
arnd BpoyxloAitiba napouvciooe otadlakn LUTKA
aduvapia kot otolxela moAuveupomndBeLlag Kat
veupovonaBelag (SMA-like).

JToug 9 pAveg €T€On  TpoyxelooTopia Ko
PLVOYQOTPLKOG owAnvag. MNMapouotdlel oxedov
mAnpn aduvapio ekololag Kivnong, xwpig
T(POGROAN TWV LUWV TOU TIPOoWToU. EmutAéov,
nmapouclalel enelcodla Sucautovopiag, e
WOpwteg, Taxukapdia KoL apTNPLOKN UTIEPTOON.
O VveUPOUETABOAKOG KOL YEVETIKOG €EAEYXOG
(WES, mtDNA, arrayCGH) 6ev Atav eVOEIKTLKOG.
H Bloyia velpou avédelte coBapr avendpkela
MUEAIvNG UE ¢ucololoykoug afoveg. EoTAAn
WGS pe eotiaon ota yovibia mepldePLKNG
veupomnaBelac-ducautovopiag (HSAN) kot
aveupedn wtpoviky HetaAaén oto yovidlo
SPTLC2, mou oxetiletal He TN KANPOVOWULKA
aloOntikn veupomndbela autovopou, tumou 1C
(HSAN1C), AD kAnpovouikotntag. O €Aeyxog
Autdatpikol mpodih avedelle cuoowpeuon
TWV To&KWV PeTaBoAtwy, oAkwy 1-5e0EUSA/1-
6e0€uSO-kepapdiwv o wvoPAdoteg acBevoug,
erupepatwvovtag tn Stdyvwaon.

JUUNEpOOLOL:

H edapupoynn WGS obnynoe otn Sidyvwon
acBevwyv  pe  abldyvwota  VEUPOAOYLKA
voonuata.
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O ETEPOTENHZ (MAINOTYMNOZ THX MOG-
AD: NAPOYZIAZH TPIQN NEPIZTATIKQN».

Avaotaoia Kopwva?, BaotAkn Ziaka?,

Avpopdyn Ztopdtn?, ZtéAa Moucokou?,

lewpyLog BaptleAng?, Kwvotavtivog Boudpng?

1. Neupohoyiko Tunua, Noookopeio Maidwv
«I. & A. Kuplakou», ABriva

2. B’ Moudratpikn Mavermotnuiakny KAwikn,
Noookopeio Maidwv «MM. & A. KuplakoU»,
ABrva

Elcaywyn:

H vooog mou oyetiletal pe MOG avilowpata
(MOG associated disease, MOGAD) amoteAel
éva paopa dlatapoaxwv Tou €xel mpoodata
avayvwplotel wg pia Slakplty avoooAoyikn
ovToTNTA HE eTeEpOyYevh aAVOTUTIO, O OTOLOG
OUVEXWG ETEKTEIVETAL.

ZKOTOG:

Mapouciaon tplwv meplotatikwy pe MOGAD
pe Sladopetikn mPoPoAn kot povodaoiki n
unotpomnialovoa nopeia.

Mé£6060¢:

To mMpwTto meplotatiko adopd oe Kopitol 10
€TWV He ofela eudavion eykepalomabelag
KOl TIUPAULOLIKNAG CUVOPOUNG KATW AKPWY, UE
TOA\AMAEG €0Tieg o dald Kkal Agukr ouaia
UTIEP KAL UTTOOKNVLSLOKA, TIOU QVTLLETWTTLOTNKE
pe  IVIG, woelg peBuAmpedviloAovng  Kal
mAaopadaipeon.

O apxLKOG EAeYXOG OVESELEE OALYOKAWVIKEG LWVEG
TUTOU 3. € UTIOTPOTIA €VAl LAV OPYOTEPA HE
eudavion OMTIKAG veupitidag, umo koptldvn,
o enavéleyxog Twv MOG avtliowpatwy (pe live
Cell Based Assay) amépn Betikog kal n acbevig

6, 7& 8 M

OVTLLETWTILOTNKE HME WOELG KOoPTIIOVNG KoL
Katomwv BOepamneia ocuvtipnong e Rituximab
(MOG-associated Optic Neuritis, Encephalitis,
Myelitis, MONEM).

H &eltepn aocbevig elval kopitol 12 etwv
ME KAWLKA  €lkOVO  pnviyyoeykedaAitdag,
OTIOOMOUG, TAELOKUTTWON oto  ENY kot
QVTLOTOLXO QTIELKOVLOTLKA EVPHATA (Ttayuveon-
efolbnon dAolovu, eotieg oe dald kat Asukn
oucia), n omola avtlpeTwniotnke pe IVIG, WoeLg
HeBUATPESVIZOAOVNG Kol TAaopadaipeon, Kal
OTIOU O AVOOOAOYLKOG EAEYXOG avESeLEe BETIKA
MOG avtiowpata (FLAIR hyperintense cortical
lesions in MOG-associated Encephalitis with
Seizures, FLAMES).

To tpito meplotatikdo adopd CGE VATILO APPEV
5 gtwv pe ADEM «kat voonAeia otn MEO,
ME TAAPN UTIOXWPNON CUMMTWHOTOAOYLOG
KAl QTELKOVIOTIKWY  gupnuatwv.  Avo
XPOVLAL OpyOTEPA TIOPOUCIACE VEO KALVLKO-
QUTELKOVLOTIKO €melcddlo pe uPnAd titho MOG
OQVTIOWMUATWY, TIOU QVTLUETWITIOTNKE WE WOELG
kopti{ovng. O aoBevng €tébn oe Oegpameia
ouvtipnong Me Rituximab (MOG-associated
multiphasic disseminated encephalomyelitis,
MDEM).

JuunepAaoporTo:

Ta mMapamavw MEPLOTATIKA AVOSELKVUOUV TNV
€TEPOYEVN KAWLKN TIPOBOAN Kol TOpsia NG
MOGAD «kal tn onpoaoia Tng avalitnong tTwv
QVTIOTOLXWV QVTIOWUATWY HE TNV KATAAANAN
epyaotnplokn péBodo. H owotn Stdyvwon kot
TO§WVOUNGCN TWV QMOMUEAVWTIKWY VOO HATWY
elval onpaviiky wote va avIpeTwilovrol
€ykalpa Kal va EMAEYETAL N KOTAAANAN
Bepaneia ouvtipnong edpocov xpelaletal, Ue
oKomo tn PBeAtiotomoinon TNg MPOyvVwong Kot
™V MPOANYN TWV UTTOTPOTIWV.

ou 2022

Zevoboxeio Imaret, KABAAA
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EAl6
2YITENH  MYAZOENIKA  ZYNAPOMA,
DAINOTYNIKH KAI FENETIKH

ETEPOTENEIA, ZEIPA AZOENQN. ZYMBOAH
2TH AIATNQZH THZ NEAZ TENIAZ
AANHAOYXIZHZ (NGS)

MeAnopévn Mwpyn?, lwavvng rwviwtakngt,
Aptepig Ztedavidn?, , Nelayia Bopylds,
Mapia Zravou?, EeuBepla NamadomovAou?,
XpLotodopoc Natakng?, lwavvng Tolepidng?,
Katepiva AvayvwotomoUAou®, lwavvng
Noukac?, lwavvng Zayavag®, Apyupng
NtwomnouAog?

1. Nawdiatpikr KAwikn Mavemnotnpakol
Noookopeiou HpakAgiou Kpntng

2.’ Naudtatpikn Nav/kn KAwikr, N.I.N.
CATTIKOV»

3. lvotitouto Aypodiatpodng kot Emotiuwy
Zwng, NavemotnuLlako Epguvntikod Kévtpo,
EAANVIKO Meooyelakd MavemioThpLo,
HpdkAelo Kprtng

4. Epyaotriplo DNA BIOLAB

5. Epyaotripto Neupoloyiag/NeupoyeveTIKnG
latpikn ZxoAn, Mavemotiuio Kprtng,
HpdkAelo Kprtng

6. Epyaotriplo Neoscreen

Elcaywyn:
Ta Zuyyevr) MuaoBevikd ZUvSpopa
(Congenital Myasthenic Syndromes, CMS)

odellovtal o€ YeVETIKA AAELOTA TIPWTEIVWY
TIOU CUMMETEXOUV oTn Ooun, Asttoupyia Kot
emublopbwon TNG  veupouuikng ouvaydng.
Elvat voonuata ¢alvoTtumilkd Kol YEVETLKA
€TEPOYEVN, e Suvatotnteg Beparmneiag. Tplavta
ouVOAKA yovidla oxetilovtal pe ta CMS, evw

n edpapuoyn tg Néag levidg AAAnAoUxLong
(NGS) emroyuvel TNV OvakGAuyn VEWV
yoviSiwv. Alakpivovtal ot TIPOCUVOTTTIKA,
0T CUVATTTIKA KoL OTO HETACUVOTTTIKA CMS,
EVW TpOodaTa TPOOTEONKAV Kal KAToLd
atagwvounta.

Ta ovpntwpata twv CMS  ekdnAwvovtatl
Nnon amd tn VEOYVIKN Kol TNV Tpwtn Bpedikn
nAwkia. H mo kown popdn elvat n mpwtonabng
QVETAPKELX TOU UTIOSOXEQ TNG AKETUAOXOALVNG,
TIOU OUXVOTEPA TIPOKAAE(TOL Mo PETOANALELG
oto yoviblo mou kwdlkomolel tnv unopovada
€ tou umobdoxéa (CHRNE) kat ekdnAwvetal
ME TIPOOSEUTIKA EYKATAOTAON GCUMUETPLIKAG
BAedapomntwong, TotkiAou BaBuou
odBaApondpeon kat puikn aduvapia.

Nepwypadn:

Mapouoldletal oepd 7 meplotatikwy CMS
and TNV €AANVIKN ETUKPATELA ME YEVETIKNA
emuBePaiwon (NGS).

JUYKEKPLUEVO,  TIAPOUGCLAJOULE  OUVOALKQ
7 TEPLOTOTIKA, 4 €K Twv omolwv ¢épouv
naboydveg petaAlagelg oto yovidto CHRNE
Kal 3, petaAlagelg oto yovidio DOK7. Tpia ek
TWV TEPLOTATLIKWY TNG TPWTNG opadag, dEpouv
oe opoluywtia TtV Taboydvo peTAANAEN
€.1219+2T>G oto wtpodvio 10 tou yovidiou
CHRNE, mpokoAwvtag petalayn patiopartog,
n omola oxetileTal Le MPwWTOMAOn avemdapkeLa
Tou urtoSox€a TNG AKETUAOXOALVNG.
TaMEPLOTATIKA AUTA TTAPOUCLALOUV SLATUPOXES
0OAALOKIVNTIKOTNTAG KAl KEVTPOUEALKH LUTKNA
aduvapia Kal avtamokpivovtal otnv xoprynon

nuplbooTypivng.
To 4° meplotatiko, mou ¢GEpPeL 0 OUVOETN
etepoluywtia TNV maboyovo  peTaAlagn

€.1219+42T>G «kat tnv maboydvo MeTAAAEN

c1181_1187dup, Tou oxetileTal ME
TP ATETAEVO avolyua UTTOSOXEWV
aketuhoxoAivng  (slow—channel syndrome),

napouotdlel Statapaxn opOaApokvnTkdTNTAS
KAl ATILOL KEVTPOUEAKH aduvapia, HE KAWLKA
QVTATOKPLON 0TN Xopnynon coABouTapoANG.
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Ou 3 aobBeveig pe petaAlagelg oto yovidlo
DOK?7 o€ ouvBetn etepoluywria, mapouoLalouv
TOWKIAO  KAWLKO OLVOTUTIO, TIOU KUMALVETOL
ard AT HEXPL Kal Bapld cupmtwpatoloyla
(odBaApomAnyia, BAedapontwon,
KEVTPOMEAKN aduvapia, xpovia amodpaKTLKn
TIVEUOVOTIAOELQ, £WG Kal TETpATAnyia).

OL aoBeveig autol mapouciacav emdeivwon
oTn Xopnynon muplbooTypivng mpo HoPLOKAG
Slayvwong, kat BeAtiwon pe T caABouTapoAn.

JUUTEpOOLOL:

Ot petaAlagelgc.1219+2T>G oto vtpovio 10 kat
€.1327delG oto yovidio CHRNE amotelel ouxvn
METAAAQEN, KUPlWG OTLG VOTIEG VNOLWTLKEG
TMEePLOXEG TNG EAAGSOC Kol avtamokpivetal
KALVLKA 0Th Yopriynon mupldootiyuivng.

H mapouocio petaldfewv mou cuvdéovtal
ME TIOPOTETOUEVO AVOLYMA TWV UTIOSOXEWV
OKETUAOXOALVNG, aKOMA KAl Ot €TEPOlUYyWTLA,
avtamnokpivovtal otn xopnynon
COABOUTAOANG.

AcbBevelg pe petaAhatelg oto yovidio DOK7,
propel va embewvwbBolv pe TN YOPHynon
nupldootyuivng, n  omola  TPEMEL  va
arnodelyeTAL, KAl VO TIPOTLUATOL N XOPrHynon
caABouTapoAng. H poptakn Stayvwon ota CMS
elval amapattntn ywa tn owotn Bepameutiki
T(POGEYyLON.
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EA17

nPQIMH ANIXNEYzZH OPTANIKOY
YNOZTPQMATOZ 2E NAIAIA ME
KAOYZTEPHZH AOroy KAl MNMPQTOY
ENEIZOAIOY :fMNAIMQN (MPOZKAHZIH

ZYMMETOXH ZTHN MEAETH)

Awatepivn ZkoUdou?, Mapia Zrmavou?,
MeAnopévn Mwpyn?, Mapia TolpovdaZ,
Awatepivn AvayvwotomoUAou?,
ApyUplog Ntwomnoulog?

1. ElSikeuopevn latpdg Maldlatpikng,
I.N. «AAe§avbpa», ABriva

2. Naudoveupoloyog, M.I.N. «Attikov», ABrRva
3. Texvikog HET, M.T.N. «Attikdv», ABrva

4. Moplakn levetiotpla, Epyactiplo latpikig
levetikng «Neoscreen», ABrva

Elcaywyn:

H kaBuotépnon tou Adyou o€ MaLSLd MPWLUNG
vnTakng nAtkiag eivat cuxvo evpnua (10-15%),
To omoio ocuvnBwg dev amodidetal og KAmoLo
opyaviké aitlo kot amokobiotatal PEXPL TNV
NAWKLa Twv 3 €TWV.

Qotdo0, TO lOTOPKO KaBuotépnong Adyou
o€ ouvbuOOoUO He €UdAVION  ETUANTITIKWY
OTIOOUWV 0TNV OYLun vnmakn nAkia, pmopet
va KOTeUBUVEL TN SLAYVWON O GUYKEKPLUEVEG
naOnoeLg, Twv omolwv n KAWLKA Topeia Eekvaet
HE QUTOV TOV TPOTIO, OTWG €lval N VEUPWVIKNA
knpoeldng Autodouokivwon tumou 2 (CLN2), to
NAEKTPLKO status epilepticus otov Unvo (ESES)
Kall KAroleg Staulomabelec.

ZKOmOgG:

JKOTIOG TNG €PELVAG Elval N TPWLUN avixveuon
0PYQVLKOU UTTOOTPWLOTOG OE VATILA LLE LOTOPLKO
KaBuotépnong tou Adyou Kkat veoepudavilopeva
EMELOOSLA ETUANTITIKWY OTIACUWV.

KAwiky onuooio: e mepMTWon TPWLUNG
Sl1ayvwong cuyKeKPLUEVNG vooou, ivat Suvartn
n xopnynon katdAAnAng Bepamneiag vwpig otnv
nopela TnG. Ztn CLN2 n éyxuon cerliponase
alfa evbokoltakd otaBepomolel TNV KAWLKA
Kataotaon Tou aoBevolg, evw oto ESES n
dapUaKeUTIKN 1) XELpOUPYLKN Beparmeia pmopet
va BEATLWOEL TNV TTPOYVWON.

YAwa-MéBobog:

Mawdld 2 €wg 4 €TWV ME LOTOPKO TPWLUNG
kaBuotépnong tou Adyou, ToU TapoucLalouV
VEQL EMELOOSLA  QMPOKANTWVY Omacuwy, Oa
umtoBdAdovtal o nAektpoeykepaloypadikn
kataypadn mou Ba meplhapPavel Pwtewva
epebioparta xapnAwv cuxvotitwy (1-2Hz).

Je mepimtwon PwtonapofUoULIKAG avtidpaong
(PPR) otig ouyvotnteg autég, Ba akolouBel
€\eyxog evepyotntag tou eviupou TPP1, Adyw
vPnAng urtodiog CLN2.

e Tmeplmtwon MEWMEVNG evepyotntag Oa
emBePatlwvetal yevetikd n BAaBn oto yovidio
™™g TPP1. Av n evepyotnta elval ¢pucLloloyikn
n 6ev aviyvevetat PPR efapxng, tote Ba
Slevepyeital HEM UTIVOU Kal YEVETLKOG EAEYXOG
pe panel yovibiwv emiAnyiag, pe OKOTO TNV
aviyveuon ESES, StaulomaBetlwy, i CLN2 xwpig
dwroevatlobnoia.
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EA18
TEXNIKH HAEKTPOETKEDAAOTPADIKHZ
KATATPAOHZ EMIAHNTIKQN  KPIZEQN

EMATOMENQN AMNO OEPMO AOYTPO
ME TPOMNOMNOIHMENH TOMNOGETHzH
HAEKTPOAIQN.

Mapia Tolpoudal, Mapia Zravou?,
MeAnopévn NMwpyn?, Mapiva Maikavth?,
ApyUpng NtwvomouAog®

1. NoonAeUtpia ME-Texvikdg HEN & 'Yrvou,
I"Noaudtatpikny KAwikn, Mavemotiuo
ABnvwv, MINA «ATTKOV»

2. Naudiatpog-Natdoveupordyog,
I Naudotpikr KAwikn, Mavemiotiuo
ABnvwv, MINA «ATTIKOV»

3. Naudiatpog-Natdoveupordyog,
I Nawdatpikn KAwikn, Maveniotiuo
ABnvwv, MINA «ATTIKOV»

4. NoonAeutpla, I Natdatpikn KAk,
Maverotriuo ABnvwv, NMINA «ATTIKOV»

5. KaBnyntng Nawdiatpikric Neupoloyiag,
I Naudotpikr KAwikn, Navemiotiuo
ABnvwv, MINA «ATTIKOV»

Elcaywyn:
H emayopevn amd Ogppd Aoutpd emdndia
armoteAel  omaAvio  TOMO  AVTAVAKAOOTIKAG

sruhnyiag kat givol meplocdtepo cuyvh ota
ayopla (3:1). MNpokoAeital amd T porj Tou
Beppol vepoU, KUPLWE 0TO TPIXWTO TNCKEGAANG.
H HET-kataypadn Twv EMELC0SiWV elvarL TEXVIKA
aduvatn Aoyw mapacitwy tou Snutoupyoulvtal
ard ) yedbLpwon Twv NAEKTPoSiwv e TO VEPO.

ZKOTOG:

Jtnvrapoloa LEAETNTIPOTEIVOUUE N KaTaypadh
VO TIPOYUOTOTIOLE(TAL HE  TPOTIOTMOLNUEVN
tonoBétnon twv nAektpodiwv. Avadépovtal
4 TEPUTTWOELG VEAPWVY ayoplwv (14 pnvwv-8
£TWV) TTOU TAPOUCLACAV ATUTIA, 1N OTIAOUWS LKA

EMELOOSLA KATA TO AOUTPO He (eoTd vepd. DA
Ta maldld eixav GpuoLOAOYLKA VEUPOAVATTTUEN
Kal EAEUOEPO QTOMUIKO QVAVNOTLKO, EVW
€VOL EIXE LOTOPLKO ETUTAEYUEVWY TIUPETLKWY
onaopwv. OAa mapouciocav  emelcodla
aAAayng cupmnepldopdg Katd tn por Bepuou
vepoU Ue Tiieon, Kuplwg oto KeDAAL.

Tpla moudd mopouciacav TO  cofapn
Satapayx WME HELWHEVN  OUITAVINTIKOTNTA,
AnBapylkOTNTA, QUTOMOTIKEG KLWVAOELG Kol
UETAKPLOLKNA VWwOpoTNnTAL.

MéBodog:

H Slepelivnon Twv eneloobiwv

npaypatonoldnke pe Bwreo-HEMN-kataypadn
Kata o Oep o Aoutpo (6=32-340C).

H tomoBétnon Ttwv nAektpobiwv  €ywve
ocvpudwva pe TO OleBvég cvotnua 10-20,
TPOTIOTIOLNEVO OE AMOCTACH QMO TO OYKWHA
(wwokd nAektpodia), wote va elval duvatn
n por Tou VeEPOU LE TILECN OTN OUYKEKPLUEVN
neploxn xwpig emadn pe ta nAektpodia.

To «kebpAAl KoAUPONKke pe HeEUPBpAVN HNn
Slamepatr) oto vepo. To HEl oe mocootd 75%
avedbelge ocadn kplowkn Spaoctnpldtnta anod
NUPUBUIKA Bpadéa KUMOTA HE OVEUELYUEVEG
OUYMUEG, OPUWUEVN TG TLG WLOKEG-KPOTUPLKEG

TEPLOXEG KOl  €makoAouBn  yevikeuon.
METAKPLOKA  KaTaypAdnNKE  YEVIKEUMEVN
Bpadutnta pubuou.

JuunepAaoporTo:

H Oepameia mou ouvotnbnke mepl\apPave
Aoutpd oe Beppokpaocia vepol <25°C, pe xprion
OTIOyyou, woTte va anodeuxBel n meoTkr pon
0TO KEPAAL KAl ATAV ATTOTEAECUOTIKN YLt OAQL.
H emayouevn and Bepud Aoutpd emhnyia
xapaktnpiletat and emANTTKEG KPLOELG TOU
pLpovuvTat urtvnAlag kat AnBapykotntag, xwpelig
va neplthapBavouv cadn Kwntikd dovopeva.
H oOXoAOoOTIK Kol TPOCAPUOCHEVN Bvteo-
HET-kataypadry Tou KAWIKOU €emelcodiou
TIOU TPOTElVETAL SLEUKOAUVEL ONUOVTLIKA TN
Slayvwon.
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Z ONOMA YEA | ONOMA LEA
2
§ BURKI 'S 4| KAOYPA A 3
8 MENETREY A 4 | KAOTEPANH M-3 15
% RAMANTANI G 4 | KONANHE : 11
E RUEGGER A 4 KOAIAM 12
> TSEKOURA 4 | KONTOE X 5
ANATNQITOMOYAOY A 12,21 | koPQNA A 12,18
ANATNQITOMOYAOY K 516,19 | kossYBA A 12
BAPFIAMH E 14,15 | KOTEAAHE X 3,7,8
BAPTZEAHE T 12,18 | kovKOYTZIAH N 6
BOPTIA 19 kyPIAZH M 14,15
BOYAPHE K 12,18 | KYPIAKAKH I 7
BOYZBOYKH M 14,15 | AABAZIAOY K 11
FAAAH-TZINOMOYAOY A 11 | ATHTAPHE A 3
FEQPFOYAHZ I 16 | novKA3 | 16,19
MATZAKHE X 19 ' MAIKANTH M 22
MQPrH M 5,16,19,21,22 | \iAPITZH A 12
[KOYTKA A 3,7,8 | MEZHMBPINOS 3 7,8
FQNIQTAKHE | 19 MHAIOYAH M 14,15
AAMIANAKH A 121 mixAHAIDOY E 15
APATOYMH N 14,15 | movsKoy 3 12,18
EYAITEAIOY A 9,10 | pMNAMAM 16
ZATANAS | 19 | MREXAIBANH E 9,10
ZAKOMOYAOY B 13 | NEPANTZINH M 13
ZAOQEIPIOY A 14,15 | NIQTAKHE T 12
ZIABPA N 6 | NTINOnOYAOZ A 5,16, 19, 21, 22
ZIAKA B 12,18 | NTOYMA £ 11
OQAH I 16 | nanoz A 12
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Z ONOMA ZEA

'E

>

g NANAAHMHTPIOY E 14,15

8 MNAMAAONOYAOY E 19

% MNAMAAONOYAOY 2 6

E MNAMNOYAIAHZ | 11

E MAYAIAOY E 6,11,13
MNAAXOYPAZ K 13
PAMNTH 2-M 5
POHAIAHZ E 15
ZAPANTH A 14
ZKOYDOY A 21
ZONAATOY A 12
2MANOY M 5,16, 19, 21, 22
2TAMATH A 12,18
ITEQANIAH A 19
TOKHE 13
TZIATZIOY O 15
TZIBEPIAHZ | 19
TZIMAKIAH X 3,7,8
TZIPOYAA M 16, 21, 22
TZITZOMOYAOZ E 5
TYPOBOAAZ | 8
OAPMAKH E 15
OAOYAA O 6
XABAKH 2 16
XAITAZ N 13




