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MAO1: AEAOMENA ANO THN NAPAKOAOYOHzH AZOENQN ME ATYNO
2YNAPOMO RETT

Aovuoia Mkovuykat, FTaAAvn Kuptakdkn?®, XpuodavOn Towwakidn?, Mapia Frovika?, @soddavng Mpdtroct,
Avaotaoioa AyyehomoVAou?, Evdyyeloc Mapaoksuouvidkoc?, Avtyovn NamaBaciieiov?, Xapdhopmog

Kotoohngt
INeupodoyikr KAwvikr, . N. Maibwv MeviéAnc, . MNevtéAn

EIZATQIH:

To atumo oUvSpopo Rett (0. Rett - like) mephappavel kKAWVIKEG ekENAWOELS, TToU SLadopOoToLoUVTAL ATIO TLG
TUTTLKEG TOU O.Rett kat anodidetal o Slapkwe auEavoueVo aplBo yovISLaKwY LETAAAAEEWV.

2KOMOoz:

H kataypodr Twv KAWVIKWY XOpOKTNPLOTIKWY TwV acbevwy e Rett-like cuvépopo.

MEGOAO:Z:

Meplypadovral 12 mepmTwoelg aoBevwy, mou mapakoAouBolvtal armo TNV KALVIKN pog. Emtd mapouvotdalouv
petaAAaén oto CDKL5 yovidlo, SUo oto FOXG1, €vag oto GABBR2, évac oto MAST3 kat €vag ato STXBP1
yovidlio.

AMNOTEAEZMATA:

Ot aoBeveig pe petaAlagn oto CDKL5 yovidio sival kopitola kat epdavicav emtiAnpia o nAkia KATw TwV 6
pnvwv. H emAnmtikn eykepoaomnabela eykotaotabnke dpeoa e PuyoKvnTikr KaBuoTtépnaon Kot
uikpokedaAio. Kavéva amod ta maldia dev katadepe va Badioet i va avamtugel opthia. OAa epdavilouv
Slotapay£g oltiong KoL TUTILKO QVATIVEUOTLKO TTPOTUTIO.

YTouG 2 0.0Beveig pe petaAlagn oto FOXG1, apxtkd KAWVIKO onpeio ntav n Puxokvntikn kabuotépnaon Kot n
pikpokedaAio. To Kopitol epdavios ETUANTTIKEG KPLoelg o NAKia 16 pnvwv €wg 5 etwv. To ayopl epdavice
Kploelg o nAikia 5 etwv. Kat ol SUo dev opBootatnoay, v piAnoav kat epdavilouv oTEPEOTUTILEG Kall
Slotapay£g oltiong, Xwplg avamveuoTIKEG SUCKOALEG.

H aoBevng pe petaAloén oto GABBR2, epdavics umotovia mpLv Toug 6 HAVEG Kol euprpota oto HET, xwpic
OUWG EMANTITIKEG Kploelg. Badilel os supeia Baon, Sev €xel AOYO KoL KAVEL OTEPEOTUTILEC.

To kopitol pe petaAagn oto MAST3, e€etaotnke AOyw PUXOKLVNTIKAC KaBUOTEPNGONG O€ NALKIiAL 6 UNVWV.
Ao ta 2,5 £tn mapouotlalel eMIANTTLIKEG Kploelg. Aev Badilel, Sev £xelL AOYO, KAVEL OTEPEOTUTILEG,
UTIEPTIVOLEG Kal SUOKOAEVETAL 0T olTloN

O aoBevng pe petaAlagn oto STXBP1, mpoonABe e o. West, o€ nAkia 11 pnvwv. Epdavice pikpokedalia,
OTEPEOTUTILES, UTIEPTIVOLEG KOl AUTLOTLKOU TUTIOU cupmepldopd. Katddepe va mepmatiost kot o€ nAkia 4
ETWV EAEYXONKaV OL EMANTITIKEC KPLOELG.

2YMMEPAZMA:

OL aoBeveig pe o.Rett-like epdavitouv MOAAEG oOLOTNTEG e TO O.Rett Kat o€ peydho Babuo xprlouv Kowng
napakoAouBOnaong. Ot S1apopoTMOLACELS WG TIPOG TNV AVILUETWITLON TOUC, OUWG, Sev Ba mpeneL va
napaBAEnovral.



MA02: O POAOZ THZ OYZIKOOEPAMEIAZ 2THN WYXIKH YTEIA TQN
NAIAIQN ME NEYPOANANTY=IAKEZ AIATAPAXEZ, OMNQz AYTIZMOZ,
AENY

Maptavva StauvpomnoVAlou?, Mapia Toyyipn?, AAe€avEpa Xplotdpa-Manadonoviou?®, lwavvng Zuvidc
INbaktopikn pottitpta, PhDc, MSc, NDT, PNF, Dip. Acupuncture, Quaotkoepameltola, akabnuaikr umétpopog Tou
TUNUATOC PuUalkodepaneiac tou AteBvoug lNavemniotnuiou EAAGSOG.

TplueAnc emitpornn:

2PhD, Matbiatpoc, kadnyntpla tou Turiuatoc puotkodepaneioc tou Atedvouc Maveniotnuiov EAAGS0C
(apunnpetrioaca)

3PhD, QuatkodepamevTpLa, KaONyrTpLa TOU TUNRUATOC QUOLKOUEPATELXC Kot SLEUTUVTPLO TOU UETATITUXLAKOU
TTPOYPAUUATOC TAULSLATPLKN QUTtkodeparmela Tou Atedvouc Mavemiotnuiov EAAaSoc.

4PhD, AvartAnpwtric Kadnyntric Mawbtatpiknic Faotpevrepodoyiac, I Moubiatpikd Turjua, Inmokpdteio Noookousio,
Aptototéleio lNavemiotriuto Oeooadovikng

EIZATQIH:

H ev AOyw epyacia eumintel cto eupUTEPO MESIO TWV EMOTNUWVY UYELQG KOl CUYKEKPLUEVO GTOV TOUEQ TNC
duoikoBeparneiag.

2KOMOoz:

Eival n anocadnvion tng enidpaong tng puoikoBepameuTtikig mapéupBaong otnv PuXLKA VYELD TWV TTALSLWV
LE VEUPOQVATTTUELOKEG SlaTtapayEc Kal LSlaltepa 0 pOAOC TNG otn SdLaxeiplon Tou ayxoug, otn BeAtiwon tng
S1aBe0nC, TNG KOWWVLKAG IPOCAPUOOTIKOTNTAC KAl TNG PUXOCUVALGONUATLKIC KATAOTACNC.

AEITMA:

O mMANBuopOG TNG HeEAETNG TteptAapBavel tatdia kat epriBouc nAtkiag 6-18 eTtwv, mou mapoakoAouBouvtatl
oTo atdoPuxLaTPLIKO TUARHA Tou ITmokpdtelov Noookopeiou Osooalovikng kot ekel SLe€nxOn kat n
mapEuBaan.

MEGOAOQ:S:

117 yoveic matSiwv pe autiopd kot AEMY cupmAnpwoayv L6k EpWTNUATOAOYLO Ttou adopd Thv
aflohoynon Yuxtkng katdotaong (Dass-21) avtiopou («The Childhood Autism Spectrum Test CAST) kot
AENY avtiotowya (EpwtnuotoAoyLo yia yoveic yia matdia pe AEMY). Tuykekpluéva, 64 dtopa akoAovOnaoav
v napéupaocn (10 cuvedplieg) pe tn xprion tng pucikobepameiag, evw Ta utOAouta 53 AMOTEAECAV TV
opada eAéyxou Tou Sev mapakolouBnoav ducikoBepamneiec.

OEPATEYTIKO NMPQTOKOAAO:

Avarveuotikn ¢ucikoBeparmeia — StadpayATIKY 0VATVOr), WTLKI) VEUPOTPOTIONOinah, Aoknaon XaAdpwaong
Jacobs, Béoelg yahdpwoaong, miecoBepaneia.

2YMMEPAXMATA:

Ta moudid mpLv tnv napepPaon daivetal va mapouotalouvv uPnAo eninedo epdavions cupnepldopwy oTo
dAaopa Tou aUTLoROoU Katl uPnAo emtinedo EAAeLPNG TPOCOXN G, UTIEPKLVNTLKOTNTAG KOl TTAPOPNTLKOTNTAG.
AKOUN, AVw Tou UETpiou BplokeTal To eMimMedo OTPEC, Ayxoug Kal KatdBALdng mou Blwvouv ot
OUMUETEXOVTEG. META TNV TtapEpBacn, daivetal mwg ta atdld maAt oe uPnAo eninedo mapouciacay
CUUTTEPLPOPEG TIOU GUVEEOVTAL LE TOV AUTLOMO, TNV EAAELPN TIPOCOXNG KAL TNV TAPOPUNTLKOTNTA, AANA OE
MLKPOTEPO PABUO CUYKPLTIKA UE TIPLV TNV TtapEpPBaocn. EmmpooBEtwe, To eninedo oTpeg Toug TonmoBeTnONKe
Alyo Gvw Tou pPETpiou, EVW KATW TOU LETPIOU KOTATACOETAL TO EMIMESO Ayxoug Kal Statapaxn Stabsong.



MNAO3: H ANAAYZH TQN OPTANIKQN O=EQN OYPQN ZE NAIAIA ME
NEYPOAOIIKH 2YNAPOMH: 15 XPONIA KAINIKOEPTAZTHPIAKHZ
EMMEIPIAZ

Evotabia Mapapépal, Evayyelog MNanakwvotavtivou?, Fewpylog Baptlehnc?, Mehayia Bopyld?, Kwvotavtivoc
BouSpnc?, Zrnupldwv Boutoudlavaknc?, Apteptg Nkika®, ‘OAya Fpaddkou®, Eupubikn Apoykdpn’, ASaudvtioc
Katepéhoc®, Mapiva KatoohoVAn®, EuotaBia Katoapou-Mektaoidn®, Xapdahapnog Kdtoahnct:, Baowhikn
Kouté?®?, Aikta AukomoVou?®, ZTéAa Mouokou?, Tewpyloc Niwtdknct®, Apyvpnc Ntwvdrmouloct, Avtydvn
NamnoaBaocteliov?®, Eutépmn MavAidou?®, Eudyyehog Mavloul’, Roser Pons®, Kwvotavtivoc Zkiadact®, EAévn
TKoUTéAN®, Avaotaoia Tkovual®, ABavaoiog Evayyehiou?

INEOLAB I.A.E., IStwTikd AtayvwoTtikd Epyaotripto, Adniva, 2N.f1. «Mavayiwtn & AyAaiac KuptakoU», ASriva, 3IN.A.ZQ,
M.E.K., EA.ME.MA, HpdkAsio Kpritng, *K.Y. Avw Bidvvou, HpdkAsto Kpntng, *Mavemniotripto Matpwy, Mdtpa, °N.
«Apyxleniokortoc Makdaptoc Ill», Aeukwola, Kunpog, 7E.K.M.A, ASriva, 8I.N.I1. «Kapauavsdaveio», Mdtpa, °I.N.M. «Ayia
Joplay, Adnva, PPEupwikAwikr Maibwv, AShvae, 1I.N.I1. «levtéAncy, ASrva, P M.I.N. «Adptoac», Adpioa, 3I.N.
«BeviléAeion, HpdkAsio Kontng, *M.M.N. «ATTIKON», Adriva, Placw Maibwv, Adnva, *Maveniotiuio lwavivwy,
lwdwvva, YM.I.N.O. «AXEMA», Oeaoalovikn, *¥Maibiatpikri kAwvikri MHTEPA, ASrva, Ylvotitouto Yyelag Maibiod,
Adnva, °Apiototéleio Mavemotriuio Osooaovikne, Osooadovikn

2KONoz:

H avaAuon twv Opyavikwv o€wv ota oUpa BonBa otnv aviyveuon SladopeTikwy katnyoplwy Evéoyevwy
MetaBoAkwv Noonudtwy (EMN). Asiyparto modlwv e VEUPOAOYIKT) cuvSpour Kat/r) EpyaoTtnpLaKa
gupnuoTa otaABnkav amo matdoveupoAoyoug amo 23 Maldlatplkd voookopeia (53 Matdlatplkég LovAdEeCg)
aro O0An tnv EAAada amo to 2008.

JKOTOG TNG epyaciag lval N cuoxEtion Twv OPYyaVIKWY 0EEWV LE TA KALVIKA XOPOKTNPLOTLKA TTalSLwy
uTtonttwy yta EMN kot n ektipnon tTng evatebnaoioag tng avaAuonc.

MEGOAO:Z:

Ta Opyavikd oééa ota oUpa tpoodlopilovral pe Aépla Xpwpatoypadio-Qacpoatopetpio Malag (GC-MS)
KoL TTOOOTIKA avaAuovtal 90 petafBoliteg. To epyaotrplo epapuolel eEwTtepLkd TOLOTIKO EAeyxo (ERNDIM).
ZTnv nepimtwon maboAoyLkol amOTEAECLATOG TPAYUOTOTOLOUVTOL KOL GUUITANPWLATIKEG AVOAUCELG:
npodiA Akudokapvitivwy, ApwvotEwy, Moupvwv-Mupudivwy, Brrapwwy (B6, 5SMTHF), kpeativng K.a. pe
Tandem Mass spectrometry.

AMNOTEAEZMATA:

AvaAUBnkav cuvoAwka 15000 Seiypota oUpwv amod to 2008 amd matdld pe VeEupoloyLkn onueloloyia
(emiAnyio, umotovia, voNnTLK LOTEPNGON, KLVNTLKEG SLATAPAXEG, EYKEDAAITION, UTIOAEUTOUEVN CWHATLKN
ovamtuén) kat/n ploxnuika svpnuota (LetaBoAikn ofEwaon, YaAoKTLKN 0€wan, UToyYAuKaluia K.a.). Eywve
o€LoAoynon Twv maboAoykwv SELYUATWY Kal KATnyoplomoinon Toug avaloya pe Tov tumo tov EMN. H
mAsloPnodia Twv maboloyikwy Setypdtwy mepthappave Opyavikég ofuoupleg (Propionic, Methylmalonic,
Isovaleric, Glutaric I, 3-hydroxy-3-methylglutaric, 3-methyl-crotonyl, 3-methyl-glutaconic), Statapayég Tou
petaBoAlopol twv Auwvogewv (MSUD, OTC, Citrullinemia, NKH, Tyrosinemia), Twv Autapwyv ofwv
(Ethylmalonic, Glutaric 1) kat omavia petafoAikd voorjpata (SSADH, Aminoacylase |, Canavan, 2-hydroxy-
glutaric). Ma k@B TUmo EMN eKT6¢ amo tnv cuxvotnta epdaviong cuykevtpwOnkav ta dedopéva mou
adopouv TNV NALKia TNG mMPwWTNG Stayvwaong, mbavr) cUUMTWUOTOAoYLa Kot oTolxela Tou TpodiA Twv
MeTaBoALlTwY ou adopolV TNV UETEMELTA TApaKoAoUOnon Twv matdtwyv pe EMN.

2YMMNEPAZMA:

H avaAuon twv Opyavikwy ofEwv ota oUpa ATTOTEAEL £val Xpr)OLo EPYAAELD yLa TNV €yKatpn Kai/n tnv
Stadopikn Stayvwon os maldia vmornta yia EMN, 18laitepa 0tav cuoxeTIleTaL LE TNV KALVLKI) ELKOVO. TOU
naldLol. Ao tnv enetepyacio Twv dedopévwy Slapopdwbnke Eva MPWTOKoAAO afLoAGYNoNng Twv
OTMOTEAECUATWY (ETAVEAEYXOG UTIOTITWY TIEPLOTATIKWY, CUUTIANPWHOTIKEG EEETACELG), OTO OTOLO KOl N Xprion
™G BlomAnpodopLKig UIMopEl var AU OEL TNV eualoBnoio oTnV aviyveuon UTIOTITWY TIEPLOTATIKWV.



MAO04: ATOPI ME AYZITKEDAAIA. NEPIFPA®H NEAX METAAAAZHZ META
THN AIATNQZTIKH OAYZ2ZEIA

Zodia Oupavi!, Mapiva FaBadd?, Auhia ABavaciou?, OAya Mpaddkout
IKAwikri Fevetikric, Noookoueio Apytentiokoro¢ Makdptog I, Asukwola, Kumpoc, 2Maiboveupoloyikr KAtvikn),
Noookopeio Apxieniokormog Maxkaptog Ill, Acukwaolia, KUmtpog

2KOMOz:

Mapouaciacn acBevoug pe AuolykedaAia kal tng Komwdoug Sladikaaoiag YeVETIKNG emiBePaiwaong pe vEa
UeTAAAOEN O€ YWWOTO yoviblo.

YAIKO KAl MEOOAOzZ:

Ayopl Bpédog unod mapakoAolBnon Adyw odatplkig avarmtuilakn kabuotépnong, umotoviag, évapén
OTIOOWYV OtO NALKIOL 6 LNVWV. 2TOV AITELKOVLOTIKO EAeyyxo Tou SlevepynBbnke avadeixbnke ewova
Auotykedaiiag tumou | ota eykedalikd nuodaipla, Le anouaoia-umonAacia Twv CUAAKWY KAl LE ELKOVA
unodArolwdoug etepotomiag {wvoeldouc popdng. MecoAoBLo Bpaxl Kal maxuUoUEVo, e Pabuo umomAociag
TOU YyOVaTOC KOl TOU OTIANViou. AlevepynBnKe EKTETAUEVOC EPYOOTNPLAKOG EAEYXOG CUUMEPIAAUPBAVOUEVOU
EKTETOUEVOU HETOPOALKOU EAEYXOU, KOPUOTUTIOU, LOPLAKOU Kapuotumou, whole exome sequence xwpig
SLoyVWOoTIKA amoteAéopota. H XapoKTNPLOTLK aKTLVOAOYLKI EKOVA TNG AuaLlykedaAiag cUVEEOUEVNG LIE TO
vovidlo PAFAH1B1 odnynoe oe véo €Aeyxo Le emavaindn tou whole exome sequence e tn duvatotnta
emutA£ov avelpeong indels.

AMNOTEAEZMATA:

Aveup€Bn eAelpa Twv eEWVIWV 6 Kal 8 oto yovidlo PAFAH1B1 emiBefatwvovtog tn YEVETIKA BAon Tou
KALVIKOU $aLvoTUTOU Kol ETUITPOCGOeTa emLTpEMovTag aodaAr) POYEVVNTLKY SLAYVWaOn O EMOLEVN
EVKUMOGUVN TWV YOVEWV.

2YMMEPAZMATA:

H alomoinon twv kAwvikoepyaotnplakwy deSouevwy anotelel Tn Bacn tng opbnG Stayvwong. OL VEWTEPEG
uEBodol yevetikol eAéyxou amoteAolV epyaleia Tou pmopouv va Bonbroouv otnv eniteuén dlayvwong Ue
TNV MPoUnoOeon OTL KATeLBUVOVTAL ATO TOV KALVIKO PALVOTUTIO KOl TLG UTIOAOLTTEG TIOPOKALVLKEG EEETAOELG.



MAO05: Ol ANATKEZ NMAIAONEYPOAOTIKHE AMOKATASTAZHSE STHN
EAAAAA MEZA ANO THN ONTIKH TQN MAIAONEYPOAOIQN: MIA
MEAETH AEADQN (DELPHI STUDY)

Kuptdkoc Maptdknc?, lwdvva Kapaprtpn?, Odieta MreAAdAn?
Mavemiotnuiako Noookoueio kioev, Giessen, lepuavia, 2Maveniotnuiaxké Noookousio KoAwviac, Cologne, Mepuavia,
33xoAr) NoonAeutikric, Aiedvéc Mavemotriuio Oecoadoviknc, Oeaoalovikn, *reviké Noookoueio KaAaudrag, KaAaudta

2KONoz:

Kataypadr Twv avaykwyv matdoveupoAoyLKAG ATOKATACTACGNG artd TNV OTTIKN TWV MOLSOVEUPOAOYWV TNG
EAAGSQG, £0TLATOVTOG OTLG LN LKOWVOTIOLNEVEG OVAYKECG LYELAG, 0T SLamioTwon EUPEWC ATTOSEKTWVY
TPoPBANUATWY Kol AUCEWVY yla AUTd.

YAIKO KAl MEOOAO?Z:

H peAétn otnpixBnke otn pebodoroyia AeAdwyv SUo yUpwv. H opdada eumelpoyvwovwy epAapuBave HEAN
¢ EAAnvikng Nawdoveupoloyikng Etalpeiag. H Stavour Twv epwtnUatoAoyiwyv Eylve HECW TOU SIKTUOU
gmKovwviag tng Etalpeiag. JuvoAikd cuppeteiyov 29 matdoveupoldyol. Me To MPWTO EPWTNUATOAOYLO
SlepeuvnBnKaV YVWOELG, OTAOELG, CUUTIEPLPOPEG KOl TIPAKTLKEG OXETIKA |LE TNV ATIOKATAOTAON, EVW
ETXELPNONKE N TTOCOTLKOTOLNGN TNG AVAYKNG, £0TLAIOVTAC 0T TALSLA PE EYKEDAALKN TTAPEDN KAl VWTLaLL
HUTKN atpodia. EMUTAéov SlaTumwOnKav MOPAYOVTEG LN LKOVOTIOINONG TWV AVOYKWY ATIOKATACTACNG KOl
avalntnénkav AUoels. 3to SeUTEPO YUPO, OTIOU CUUUETELXAV 25 ldIKol, avalntnBnke n cuvaiveon tng
opadag otic SLATUTTWOELG TTOU TTPOEKUYIAV Ao Tov MPWTo yUpo. H cuvaiveon rftav e€alpetikd uPnAn KL o
e\dyLotog amodektog Babuog cuvaiveong oplotnke oto 80%.

AMNOTEAEZMATA:

ATO ToV TPWTO YUPO TIpoEkuPav 56 SLaTUTWOELS Ttou opadomolBnkav o £EL koTnyopleg, 2 mou adopolv
o€ AOYOUG LN LKOWVOTIOINGNG TWV UYELOVOULKWY OVAYKWVY AIOKOTAOTAONG Kot 4 Ttou apopolV s TPOTACELG -
AUoelg. 2to deltepo YUpO emitelxOnKe cuvaiveon oe 42 Slatunwoelg, 10 mou adopoloav o AGyoug Un
Lkovomolinong, 6mou mapouatalovrot {ntipata Stabsotpotntag (EAelbn Sopwv, umooteAéxwan),
MPOCRACLUOTNTAG (avAyKN OLWTLKAC SamAvVNG, KEVTPA LAKPLA ATt TOV TOTO SLapovic) Kat armodoxng
(dpo6Bog, ayvola, InTrpOTA EUMLOTOCUVNG) Kot 32 TTOU avadEPovTav o€ TPOTACELS Yo TN SOuI KaL T
OTeEAEXWON SOUWYV ATMOKATAOTAONG, TOV TOREA TIPOANYPNG KOL TIUPEUPBATELS YLOL TNV TIPOKTLKI) KOL OLKOVORLLKN)
oTAPLEN TWV 00BEVWV.

2YMMEPAZMATA:

TpeLg KaTeUBUVOELG TTPOEKUAV VLA TNV AVATTTUEN TG amokatdaotaong matdlou otnv EAAada. Mpwtov,
eKTaiSeUON EMAYYEALLATLWY UYELDG yLa TN oTEAEXWON SIKTUOU UTINPECLWY OMOKATAOTAONG. AEUTEPOV,
Snuloupyla KIVATPpWV oTig ipolTtapxouceg SoUEG (kowwdeAels, GAavOpWTIKEG, AAAA Kal SNILOCLEG I
LOLWTLKEG) va SLEUPUVOUV TO PACO TWV UTINPECLWV TOUG LE TIPOYPALLLOTA EVTOTIKIG OITOKATACTOONG.
Tpitov, avamtuén kKouAtoupag mPOANYNG KL EYypryopong ylo SLETILOTNOVLKN TTapakoAouBnaon Tng
QVATTUENG TOU TadLoU, KOBWGE KAl TTPOYPOUUATWY KABOALKOU TIPOANTITIKOU EAEYXOU.



MA06: ZYNAPOMO AICARDI-GOUTIERE (AGS): MOIA H EMNEIPIA MAZ
2HMEPA

EAeuBepia Kokkvou?!, XpUoa OUtokal, EAloaBet KOAa?, Fewpyia KoAtoida?, Mapiva Apapmnatii?®, Zwn
AaAnBiyka’, Bao\ikr) ZouBehou?, Roser Pons?

IMovaba Matboveupooyiac, A' Maubtatpikn KAwikn Maveniotnuiou AOnvwy, I.N. Maibwv ASnvwy "H Ayla Sopia”,
ASriva, ?°Movaba Mveupovoloyiac, A' Mawbiatpikri KAwikr Mavemiotnuiov Adnvdv, F.N. Maibwv ASnvdv "H Ayla Sopia",
Adnva, *Mabouyatpikn KAwikri Mavemiotnuiov ASnvav, IN. MNaidwv ASnvdv "H Ayia Sopia”, Adniva, *Kévipo
Mpwiunc MapéuBaonc kat Aokataotaong MNatdiwv, IN. Maidbwyv ASnvwy "Mavayiwtn & AyAaiac Kuptakou", Adriva

EIZATQIH:

To AGS avrKel oTnv Katnyopia twv wtepdpepovonabelwv. Ewg twpa €xouv TautomnolnOel petal\atelg o
TouAdylotov 7 yovidia (TREX1, SAMHD1, ADAR1, IF1H1, RNASEH2A,B,C) pe poAo otn puBuLon Twy
£VOOKUTTAPLWV VOUKAEIKWVY 0EEWV, EVIAOOOVTOC TO cUVSpouo atnv katnyopia twv Nucleic Acid-Driven
Inflammations voonudatwv. Méxpt mpoodata n Beparmeia TOU VOGHUATOC ATOV UOVO GUUITTWUOTLKN (TT.X.
OVTLETIANTITLKA QyWyr) KoL UTIOOTHPLEN Le BepameuTIkEG mapeUBaoelg (T.X. puoloBeparmeia, epyoBeparneia,
AoyoBepamneia). Ao 1o 2016, £xovrac wg SE60UEVN YVWON TN CUUUETOXI KOL EVEPYOTIOLNGN TOU AVOGLAKOU
OUOTAUATOC OoTNV attlontaBoyevean, edapuolovial AVOCOTPOTIOLNTLKEG KOl AVTIPETPOIKEC Beparmeieg, o€ pia
TIPOOTIAOELN TILO GTOXEU LEVNG QVTLLETWITLONG KAl TPOANWNG TNG mpolovoag eEEALENG TOU VOO LATOG.
Ykomoc/MEB0b60¢: TKkomOg TNG mopoVooC EpYaoiag sival n meplypodn TwV MEPLOTATIKWY HE TN Sldyvwon
Tou AGS (KAWVLKA EndavLon, YOVOTUTIOG, OVTLUETWITLON, £KBaaon) mou mapakoAouBolvtal otnv
Matdovevpoloyikr) Movada tng A' Natdtatpikng KAwvikng tou Mavemniotnpiov ABnvwv oto I.N.Naidwv
ABnvwv "H Ayia Yodia".

AMNOTEAEZMATA:

H eumelpia pog adopd cuvolika 5 matdia (3 ayopla kat 2 kopitola). H xpovoAoyikr nAtkia tng Stayvwaong
tav otn veoyvikq nAtkia (1/5), otn Bpedikn/mpovnmiakni nAtkia (2/5) kat otnv mpwtn radikr)/cXoALKn
nAtkia (2/5). Ta 4 amno to 5 madld eiyav CUPMTWHATO oTn SLAyVWon [ELKOVA GOV GUYYEVAG VEOYVIKT)
Aolpwén (2/5), Yuxokvntikn kaBuatépnon (1/5) kat sikova cav dsppatopvocitida (1/5)], evw oto 1 maudi,
OVTAG OLCUUIMTWUOTIKO, N SLdyvwon eT€n Aoyw BeTikoL olkoyevelakoU LoTopLkoU. ATt BepameuTikni
OKOTILA, TO 1 TtaLdi £XeL EEKIVAOEL TPUTAL QVTLPETPOLKN aywyr), GAAa 2 TtaldLd elvol UTIO AVOCOTPOTIOTIOLNTLK
oywyn, EVw ota GAAa 2 taldla n GapUoKEUTLKA AVILLETWTLON givat uTtd culntnon. Ocov adopd tn
veupoavamntuélokn eEEALEN TOUG SLOTLOTWVETOL EUPU KALWVLKO dpaopa amod ductoroyikn (1/5) Ewg
PuxokvnTIkA KaBuoTtépnon e ElKOVa EYKEPAALIKNAG TTAPAAUONG LE | XWPLG vonTLkn uotépnon (4/5).
2YMMEPAXMATA:

H motkiAia tng patvotumikng Ekdpaong tou AGS oruepa eivol TIEPLOCOTEPO Ao AANOTE epdavic, Xapn
OTNV EUPELD XPHON TWV VEOTEPWV YEVETIKWV SLAYVWOTIKWV PEBOSWV 0TNV KOBNUEPLVA LOTPLKN TTPAEN,
KaBlotwvtag peilovog onpactiog tnv éykalpn SLAyvwaor) Tou yla Tn BEpAITEUTLKN AVILLETWITLON KOl
mapakoAouOnaon Twv acBevwv.



MAO7: TA KAINIKOEPTAZTHPIAKA XAPAKTHPIZTIKA TQN AIATAPAXQN
METABOAIZMOY TQN NEYPOAIABIBAZTQN ZTON MAIAIATPIKO
NAHOYZMO

EAloodBet KOAa?, EAeuBepia Kokkivou?l, Baowhikr ZovBehou?, Xpvoa OUtotkal, Roser Pons?
IE6ikr) Movada MNawsiatpikic Neupodoyiac, A' Maubiatpikr KAwikn Maveriotnuiov ASnvwy, Noookoueio MNaibwv "H
Ayia Zopia"

EIZATQIH:

O Slatapoyeg Tou petaBoAlopol Twv VeupodlaBiLBactwy lvatl pio opada omaviwy KAnpovopoU LeVwY
VOONUATWV Tou epdavidovral otnv maldikn NAKia pe éva eupl dpaopa KAWVIKWY EKSNAWCEWVY, OTIWE
SlatapayEg Kwntikotntag, kabuotépnon otnv YuxoknTikn eEEALEN, 0POAALOYUPLKEG KPLOELS, SLaTAPOXEG
ouuneplpopag, SlaTapayEC TOU CUTOVOUOU VEUPLKOU CUOTHOTOC KAl Tou UTtvou, eTttAnio kot aAAa
OUUMTWHATA.

2KOMOoz:

O oKOTOG TNG Epyaciag pag eival n meplypadr) Twv KALVIKOEPYAOTNPLAKWY XOPOKTNPLOTIKWY OUTWV TWV
VOONUATWY OTOV TaLSLatpLlkd mANBuouo.

MEGOAO:Z:

To tedeutaia 10 £Tn TO LATPELO SLATOPAXWV KLVNTIKOTNTOC KAL OTIAVLWY VEUPOAOYLKWY VOO LATWV TNG A’
Mavemotnuiakng Nawdlatpikng KAwiknG tou voookopeiou Maidwv « H Ayia Zodia» GUUUETEXEL OTNV
KaTaypadr auTwy TwV VOonHATwy otnv Lebvr) opada diatapaywv veupodiopiBactwy (iNTD).
AMNOTEAEZMATA:

270 LaTpelo pag EXeL yivel kataypadr 24 acBevwy, EK TWV omolwv 8 acBeveic £xouv avemapKeLa
uSpofuAaaonc tng tupocivng (TH), 3 acBeveig avemdpkeLo TNG AOKOPPBOEUAAONG TWV APWHATIKWY L-
opwotEwv (AADC), 5 acBeveic avemapkela tng 606poyovacng Tng NULOASEUSNE TOU GOUKLVIKOU 0E£0C
(SSDH), 2 aoBeveic avemapkela Sepiapterin avaywydong (SR), kat 5 a.cOeveic avemapkeLo TNG avaywyaong
™¢ SthSpomrtepldivng (DHPR).

2YMMEPAXMATA:

OL SLotapoyEG Tou HETABOALCHOU TwV VELPOSLABLBOOTWY AMOTEAOUV OTIAVLA VOO LATA e EUPU ATHA
€KONAWOEWV KAl yLo. AUTO ToV AOYO €lval TTOAU GNUAVTLKA N Kataypadn TOUG O€ TIOYKOOLO EMUMESO U
oToX0 va dnuoupynOet pia Baon Sedopévwy mou Ba BEATLWOEL TNV SLAYVWOTLKI KAL TNV BEPATIEVUTIK
T(POCEYYLON QUTWY TWV VOO LATWV.



MAO0S8: MEPITPA®H NEPINTQZHZ EQOHBHZ ME EMIMONH KEDQAAANTIA
O®EINOMENH ZE NPQTOMAGH AITEIITIAA TOY KENTPIKOY NEYPIKOY
2Y2THMATO:2

KaAomin Kaputidn?, Zodia Tafipn?, ZtéAa Mouakou?, ‘OAya BouyloUkal, Fewpyloc Behovaknc®, Zodia
BaoworovAov?, AAé€avdpoc Mavoct, Avtiava Stapdtn?, Aver Aoptavakn?, Audia KooouBa?, Avaotacia
Kopwva?, Baoikn Ztaka?, Fewpylog BaptleAnc?, Kwvotavtivog Boudpnc?

1B Maubiatpikr MNavermotnuiakn KAwikri, Noookouegio Maibwv «1& AyAaia Kuptakou», Adrnva, 2NeupoAoyikd Turjua,
Noookoueio Maidwv «& AyAata Kuptakot», Adrva, 320 Epyactripio Aktivoloyiac EKIIA, “A’ NeupoAoyikr KAwikri EKITA-
Awytvritelo

EIZATQrH:

H emtipovn kedpaladyia odeiletol o TOAATAQ ALTLA. Z€ OPLOEVEG TIEPITTTWOELG ATTOTEAEL CUUTITW QL
ooBapwV VEUPOAOYIKWY VOCHUATWY, OTIWE £lval N mpwTomabng ayyeLTida Tou KEVTPLKOU VEUPLKOU
ouotnuartog (KNX). MoAovott 6gv gival mavta eUKOAN N €ykailpn SLayvwaon, N owotn EpUNVELR TNG
LOYVNTLKAG Topoypadiag tou KNZ-1Slaitepa e VEOTEPEG TEXVLKEG- OE GUVOUAOLO E TO KALVLKA Kol TaL GAAQL
£PYQOTNPLAKA EVPHOTO UTTOPEL VA BoNBrGEL GNUAVTLKA.

2KONoz:

H nepypadn mepintwong £édnpPng He enipovn kepoahalyio odeltAopevn o mpwrtomnadn ayyetitida tou KNX.
MEG®OAOzZ:

Kopltol 15 eTwv, pe eAeVOEPO ATOWLKO LOTOPLKO, OVADEPEL ATIO BUNVOU EMELOOSLA HeTWTILALAG KePaAaAyiog
Kol TIEPLOTPOdLKAG LAANG e cuvodo Huikn aduvapia, 2-3 popeg/ eBdopada. H veupoloyikr e€€taon nTav
Xwplg olaitepa euprpata. Ao to Yevopevo £leyxo otnv MRI eykedalou aveupéBnkav MOANATAEG e0TiEC
naBoAoyLkoU orpatog otn Aeukr) ouaia. O mepaltépw £Aeyxog mou mepteAdpupave MRI 23 kat MRA
gykedahou rtav xwpis dlaitepa euprpata evw oto ENY StamiotwOnke rmia Aeukokuttapwon (K:25, 95%
Aepdokuttopa), avénuévo Aevkwua (113mg/dl) katl mapouaoia oAtyokAwvikwv {wvwv IgG tumou 4. Metd
oo Tpelg eBOoUAdES, Aoyw €vtovng kedpalayiag, SievepynBnke véa MRI eykeddalou (akoAoubia blood
black), n omoia avédelEe avénon Twv MaboAoyKwy £0TLWV KOBwWE Kal euprpata eVOEIKTIKA GAeyLOVWEOUC
ayyelonaBelag. Me tn dtayvwon tng mpwtonaboug ayyetittdag tou KN (PACNS), TEBNKe apXLKA OE WOELG
HEBUATIPESVOTOAOVNG KOl TN CUVEXELA O€ TIPESVLIOAOVN per 0s e otadlakr) peiwon yla 12 eBSopddeg,
aomipivn Kot vitamin D. H emavaAnTtikr) MRI eykedaAou, 2 LAVEG Ao TNV €vapén TN aywyne, aveSeLEe
HElwon Tou aplBUoU KoL ToU LEYEBOUC TWV ECTLWV LE TAUTOXPOVN UTIOXWPENON TNG KEDaAaAylag.
2YMMEPAZMA

H ocwotn epunVeia TWV ATEIKOVIOTIKWY EUPNUATWY, LOLAITEP |LE TIG VEOTEPEG TEXVLKEG OTNV LLAYVNTIKN
Topoypadia, TwV EUPNUATWY OTNV KALVIKN EEETOON KAL TWV EQPYAOTNPLOKWY EVPNHATWY UTTopel va 0dnynoet
oTNV €YKaLpn avayvwplon tng mpwtonabolg ayyetitidog tou KNZ, omou amatteltal €ykaipn Oepameutikn
OVTLUETWITLON LE OKOTIO TNV KAAUTEPN TIPOYVWON.



MAO09: MIA NEA METAAAAZ=H TOY TONIAIOY ABCD1 2E ATOPI 9 ETQN ME
OYANOZYNAETH AAPENOAEYKOAYZTPODIA

EAévn TootpiSou?, Ban Aoultdyhou?, Eudyyehoc Mavhou?, Eutépnn MavAidou?, Stuliavry ®ddvn?, Ztuliavn
rkital, EAévn Owuaibou, Aootolia STapmouin?
NauStatpikr KAwvikr) Noookoueto Axena, Osooalovikn, 2Tunua AoyoOepaneiac Mavemniotiuo lwavwivwy, lwdvviva

EIZATQrH:

H 1o kown popdn tng adpevoleukoduotpodloag eivat n X-dpuloolvdetn adpevoleukoduotpodia (X-ALD)
miou odeietal o€ pPeTtdAAan oto yovidio ABCD1 mou e6paletal oTo X xpwHOowia (Xg28) kat KwdLKoToLel
™V MPWTELVN ALDP, pia mpwteivn petadopadg mou Seopelel to ATP. H ALDP amotelel evepyo petadopéa
TWV AUtapwV 0€EwV TOAU poKpaG aAUcou(VLCFAS) armd To KUTTAPOTMAOGHA LECA OTO UTIEPOEUCWATLA, KOlL
n SucAettoupyia tng MpokaAel TNV cucowpeuon Twv VLCFAs og 6Aoug Toug LoToUG. AUTH N CUCCWPEUGH
TwV VLCFAs mipokoAel veupoekdUALOTIKEG AANOLWOELG OTNV AEUKI) oUGia TOU KEVTPLKOU VEUPLKOU
CUOTHHATOC KABWG KOl 0TOUC VEUPAEOVEC TWV TEPLDEPLKWV VEUPWV.

2KOMNO2-MEGOAOzZ:

Mapouociacn tng MePIMTWong eVOg ayoplol 9 eTWV LE elKkOVA PUXOKLVNTLKNAG TTAALVSpONONG, NUTAPESNG
6e€1a, Statapayecg Badiong, ducapBpiag kal emivedpldlakng avemapkelag. Ta euprpota thg MR
gykepalov kaBwg kat ta emimeda twv VLCFAs Atav cuppotd pe X-ALD. H poplakr avaiuon tou ABCD1
yovidiou avedelée pia maboyovo petdAlagn o NUlUywTio 0yvwaoTou KALVIKAG onuootiag:
€.1178C>G(p.Thr393Arg). EmutAéov n untépa Kal n pia amo tig Suo adepdEcg tou aaBevolg eixav Tnv (Sla
HUETAAAOEN.

2YMMEPAZMATA:

Tautomoln0nke pia véa petaAagn tou yovidiou ABCD1 mou mpokaAel X-ALD, o€ ayopt nAkiog 9 etwv.



MA10: MAPOYZIAZH KAINIKOY NEPIZTATIKOY KEQDAAAATIAE ME
2YNOAO, ATYIMH ENIAHNTIKH APAZTHPIOTHTA

XpuodvOn Towwakion?, lwavvng Acnuakémoulog!, Atovuoia Fkovyka?, Mapia Fovrika?, EAévn Bekpn?,
lwavvng TupoBolagt, Katepiva KavaBakn?, Xapng KétoaAngt
INeupoAoyikri kAwvikn Maibwv MevtéAng, ASrva, 2Aktivodoyikd tunua IASQ Maidwv, ASrva

EIZATQrH:

H eotiakn emAnia adopd cuvnBwe og LETWTLALEG KOl KPOTADIKEC KpioeLg. OL KPLOELG e ETKEVTPO OTO
Bpeyuatiko Kal Viako AoBo, €xouv Atumn onpeloAoyia, n omola cuxva SlaylyVwoKeTal E0aApEVA.

H ocuvimapén kepalaAyiag kat emtAnpioag £xel avayvwploTtel eUpEwC, av Kot Sev €xouv SladeukavOel ot
umokeipevol maBodpucloloyikol pnxaviopot.

2KONoz:

2TO TIAPOV KALVLIKO TIEPLOTATLKO, eMLonpaivetal n afio tou nAektpoeykepaloypadikol eAéyxou atnv
ovadeLEn ATuTNG EMIANTITLKAG SpOOTNPLOTNTAG KAL N aVayVWPLoN TNG LECOKPLOLKNG KepalaAyiog.
MEGOAOzZ:

Mpokettal yo 12xpovn acBevn, mou nmpoonABe ota TEM Aoyw kedaAaAyiag Le aploTtepr NULODALPLKA
EVIOTILON. ATIO KALVIKO QVOUVNOTIKO: Aoipwén pe Coxsackie mpo eBSopadag - emiAnPia og vnmiakr nAtkia
UTIO AeBETIpOKETAMN YLa 2 €Tn. EmumAgéov avadEpBnke MRI eykedpdalou oe vnmiakn nAkio xwplic maboloyika
gupnpata. H aoBevrig umoBAnBnke os BuBookomnon XWPLG EVprUATA Kal ELoNXOn oTNV KALVIKA yla
OVTLUETWTTLON.

Metad tnv elocaywyn, avédepe kedbaladyia pe vautia kot Staletmovoa dlatapayn opacng. AlevepynBnke CT
gykedAAoU Xwpig a€loAoya eVPrUATA KOL OVTLUETWITIOTNKE CUUMTWHLOTIKA.

AT T0 20 24wpo voonleiag, ekdNAwae Suoxepela avelpeong Aé€swv Kal ocadéotepn Slatapayr opacng,
ue Stakvpaveon péoa oto 24wpo. YoBAnBnke ag HET, omou avadeixBnke eotiokn Spaotnplotnta otnv
opLoTepn BpeyUaTOiVIOK TTEPLOXN KOl Tipoypappatiotnke apeca MRI eykedalou kot ONM. EotdAn
EKTETOUEVOG TIOPAKALVLKOG EAEYXOC, XWPLG maBoAoyikd euprpata evw otnv MRI, avadeixBnke meploxn
aUENUEVOU ONATOC E oUVOSO oldnua aplotepd kpotadoiviakd. Kpibnke okOmUN N Xopriynon ox\atog
y-odalplvng we emi autodvoong eykedaAitidog kat n Evapén AeBETIPAKETAUNG YL TNV QVTLLETWITILON TNG
ETUANTITIKAG SpaOTNPLOTNTAG.

H aoBevng petd amo tn GopTion e AeBETLPAKETAWN, TAPOUCLACE Aeda BEATIWON TNG KAWVIKAG Kol
nAektpoeykedahoypadikng elkovag. OAoKANPWVOVTAG To oxAHa TS Y-odatpivng, eENABE aouUMTWUATLKA,
pe odnyta yia cuotnuotikn Afpn AeBetipaketapng. 2 emavainmtik) MRI peta amno eva pnva, avadsixydnke
UTIOXWPENGCN TOU OLSNKATOG, KE Ttapouaia meploxng uPnAol orpatog xwpelig el8KolE XapaKTpes — Sev elval
Sduvartr) akopo n SLaKpLon oLeNUATOC OmOTOKOU ETIANTITIKNAG SpaoTnPLOTNTAC O€ MPOoUMApXoUsa SOLKN
BAGBN, ) evéexopevwe PAABn wg emi opoapvnTikAg eykedaAitidag. Avapévetal n Slevépyela
ETIAVAANTITLKWV QTIELKOVIOTIKWY EEETACEWVY VO CUUBAAAEL 0TNV aodoAn E€aywyr] CUUTEPACUATWY.



MA11: MAPOYZIAZH ENAIAOEPONTOZ NEPIZTATIKOY: RENPENNING
SYNDROME

Awazepivn- Kwotavtiva Zyueld?, lwavvng NamouAidnc?, Aoviotog Tadddnct, ZouAtdva Momadonovlou?,
Eutéprin MNavAidou?

ITunua NoyoOepanelac, Maveniotriuto lwavvivwy, lwawivea, 2Tunua Fevetikric, Ouloc KAwvikwv Epyaoctnpiwv Access to
Genome, @sooalovikn

EIZATQrH:

To Renpenning syndrome ival £va e€aLpeTIKA omavio pUAOCUVEETO KANPOVOUOULEVO YEVETLKO GUVOPOUO
pe emintwon 1:1000000 yevvnoelc. Odeiletal os maboyovo petaAlaén oto yovidio PQBP mou Seopevel Thv
TIOAUYAOUTALLLVN. AOYW TOU TPOTIOU KANPOVOUNGHG TOU, AVEUPLOKETAL OXESOV AMOKAELOTLKA OE ayopla. Ot
0.00eveig e To oUVEPOLO AUTO, cuVNBWG MOPOUGCLALOUY VONTIKH UOTEPNON, OTOCLUOTNTA BApoug, coBapn
KaBuotépnon Adyou, pikpokedaAia, 16LALWY TPOCWTELD, LIKPOUG OPXELG KAl TTPOOSEUTIKN LUIKN atpodia.
2KONoz:

YKOTIOC TNG TTaPOUaG LEAETNG, ELVOL N TAPOUCILAGCH EVOG TIEPLOTATLKOU KALVLIKOU eviladEpovTog mou adopd
TNV nepimtwon evog motdlov pe Renpenning syndrome.

MAPOYZIAZH MEPIZTATIKOY:

MpoKeltal yLo ayopl NAKLOG 5,5 ETWV e OTOOLUOTNTA BAPOUC, UTTEPKLVNTLKOTNTA Kal cofapr KabBuotépnon
ToU AGYou. To VEOYVO YevNBONKE LE KaloapLkr Toun Aoyw evéountplag duotpodiag. Mepmdtnoe o nAwkia
18 pnvwv Kal €xel cuvoda HikpokedaAia, AL YEVIKEUEVN UTTOTOVIA KEVIPLKOU TUTIOU KaBWGE Kall
OoTACLUOTNTA BAPOUG. XaPOKTNPLOTLKO Elval TO LOLATWY TIPOCWITELO LIE LOaKPU TIPOOWTTO, AdECTWTA WTO KOl
apatr €kBuon odovtwv. H payvntikn Topoypadio eykedp@aAou, 0 KAOGGLIKOG KAPUOTUTIOC KAl O
VEUPOUETAPOALKOC EAEYXOC TTOU SlevepynOnkav NTav GUCLOAOYIKA EVW O YEVETIKOG EAeyXOG ue WES
avédelte tn petdAhagn ato yovidlo PQBP1 mou kaBopilel to Renpenning syndrome kat akoAouBel To
dUAOGUVEETO UTIOAELTIOUEVO TPOTIO KANPOVOLINGNG.

2YMMEPAZMATA:

H otaowotnta Bapoug oe cuvduaouo e Tn Hikpokedalia, Tnv kabuotépnon Adyou Kat To WLalwv
TPOoWTIElO AmoTeEAOUV KALVLKA oToLXEla LKavA yLa va BEcouv Tnv untdvola Tou cuvEpouou Kat va {ntnBel
TIEPALTEPW YEVETLKOC £AeyX0C. Juvodeletal otnV MAeloYPndia TWV MEPIMTWOEWV OO VONTIKI UGTEPNON,
EVW OE ULIKPOTEPN cLUXVOTNTA P AVIONG akoAouBoUV oL KapSLayyeELOKEG SLATAPAXEG KAl N Kwdwan.
Amoutteital n cuBoAn SLEMLOTNOVIKNG opadag LaTpwV Kal Bepameutwy. Meilovog onuaciag, TOoo yla Tov
TaldoveupoAoyo 0G0 Kal yia tov AoyoBepameutnh, elval n €ykatpn SLdyvwaon VO GIAvIoU cuVSPOLOU TToU
ouvobeleTal ano coPapn kabBuotépnaon oto AGYo Kal n oToxeupEvn Kal €ykatpn AoyomaBoloyikn
OVTLUETWITLON TOU.



MA12: OZEIA ATAZIA ZE ATOPI 5 ETQON META ANO KAKQZH KEQAAHZ -
NOzOZ EZADANIZHZ THZ AEYKHZ OYZIAZ

Awatepivn Xplotéal, Mapia Kuptalnt, Mapia MnAoudn?, Mnvehonn Apayouun?t, Eubuuia Bapytaun?,
Anuntplog Zadetpiou?
IA' /A KAwvikn) ATIO - TNO Intokpditeto, OsooaAovikn

2KOMOoz:

H vooog e€adaviong tng Aeukng ouciog eival pio amod tig cuvnBECTEPES, AUTOOWIULKA KANPOVOUOUEVEG,
Aeuvkobduaotpodieg TNG MALSLKAG NALKLOG. XapaKTNPLOTIKO TNG lval Ta emeloodila paysdaiog VEUPOAOYLKNG
emOelvONG TOU EMAYOVTOL OO KATAOTACELG OEELOG KUTTAPLKAG BAABNG. ZKOTIOG TNG Epyaciag elval N
YVWwpLUia JE TN VOOO KalL N TIEPLAYNON OTa KALVIKA TNG XapaKTNPLoTIKA, TV maboduactodoyia, tTn Sidyvwon,
TNV QVTLLETWTILON KOL TOL VEOTEPA YLa T VOoo SeSopéva, HECA QO TNV MAPOUCLACN TIEPLOTATIKOU ayopLoy
5 etwv, Ue ofela epdavion ataiog petd amod Kakwaon Kepalng.

YAIKO KAl ME®OAOz:

AyopL 5 eTwv, £EETACTNKE OTA EEWTEPLKA LOTPELQ TOU TALOSOVEUPOAOYLKOU TUNUATOG AOYW aoTtdbelag
Badiong kot Slatapaywyv KWVNTLKOTNTAG, oo TNV ERdAvion Twv omolwv mponyndnke mtwon €€’ 1dlov LPoug
HE ouvo80 KAKWON KEDAANG. ZNUELWVETAL TO EAEVOEPO ATOWLKO AVOVNOTLKO TOU TTaLSLoU, Kal N CUYYEVELL
HeTafl Twv Yovewv. Kata tn dtepelivnon tng ev Aoyw maboAoyiag mposEapxouy Ta EUPMLATO OO TOV
OUTTELKOVLOTIKO £AeYX0 TOU gyKedAAOU TTOU avadelkvlouv Slatapaxh ToU orUOTOG TS AEUKNG ouoiag og
LEYAAN €KTAON TWV EYKEDAALKWY NULODALPIWY, KOL UTIOTIUKVN ATEIKOVLON QUTAC. BaoeL tTng ogelog
gudaviong ataiag mou akoAoUBnoe TNV KAKWON KEPAAAG, KoL TWV ATEIKOVIOTIKWY EUPNUATWY,
SlevepynBnKe YeVETIKOG EAEYXOG, OTOXEVUEVQ, Yio. T NOoo e€adaviong TG AEUKr ¢ ouoiog.
AMNOTEAEZMATA:

H Stayvwaon emiBeBaiwdnke kabBwe o acbevrg Ppednke opodluyog yla tn HeETAAagn oto yovidlo elF2B31,
TIOU KWOLKOTIOLEL Lol aTtd TLG UTIOMOVASEG TOU TTAPAYOVTA EVAPENG TNG EUKAPUWTLKNG Hetadpaong elF2B,
EVW N VOOOC TIPOKOAELTOL 0O HETAANAEN OE OMOLOSATIOTE Ao T 5 yovidia mou KwSLKOomoLouy TiG 5
UTIOLOVASEG TOU Tapayovia autou. O acBev TEBNKe o€ TaKTLKNA aLdoveupoloyLki apakoAolBnon,
ouvebpieg puakoBepameiog kol CUOTACELG yLa TNV TIPOANYN eMeLC0diwV 0elag VEUPOAOYLKAG
emdeivwong.

2YMMEPAXMATA:

KataAryovtag, n 81ayvwaon evog omaviou KAnpovoLoULEVOU VOO LaTog eivat UPNARG onuaciog TOooo yla
TNV QVTLUETWTILON TOU (81ou Tou 0.oBevh 600 Kal YL TOV TIPOYEVVNTIKN LEPLUVA, KOL ELVaL N yvwon Kal n
KALVLKN uTtoio Tou voorpatog mou Ba KateuBUVoUV TOV OTOXEUEVO YOVLSLAKO EAEYXO.



MA13: H ANOWH TQN FONIQN KAI TQN NAIAIQN ME NQTIAIA MYIKH
ATPO®IA HAIKIAZ 0-18 ETQN A THN NOIOTHTA ZQHZ TOYZ 2THN
EAAAAA. MIA NEA EMOXH MIMPOZTA MA2

AptepLc Apdoou?, Owudc Mméotoct, AptototéAng Mavayonouloc?, Mwpyoc MNapdct
IEpeuvntikd Epyaaotripio AvOpwitivne Apaotnptdtntac kot Arokatdotaonc, Tunua Quakodepaneiac, Mavemniotriuio
Oeooaliac, Aaula, *Mapdptnua Atokatdotacng kat Atodeparnsiac Maibiwy ue Avamnpia, BovAa

2KONoz:

H duoikn otopia tng Nwtlaiag Muikng Atpodiag (SMA) meplypddel coBapég avamnpleg Kot TTOAU XapnAn
moLotnTa {wng, dLavUovTag OUWE TNV VEQ ETIOX TWV VOCGO-TPOTIOLNTIKWY BEPATELWV AUTH N KATAoTOoN
aAAalel. O okomog TNG Epeuvag Ntav va mipoadloplotel n moldtnta {wng (wg Bluwoa epnelpia) ota matdd pe
SMA KoL TLG OLKOYEVELEG TOUG otnv EAAGSA.

YAIKO KAl MEOOAO?Z:

TNV épeuva cuppeTeixav 53 matdld, OAwvV Twv TUMWV SMA Kal oL YoVe(g Toug Kal ta Sedopéva
ouveléynoav Sladiktuakd, TNAepwvika aAld kat dta {wong. H Mowdtnta Zwng ektipunnke pe to Pediatric
Quiality of Life Inventory 3.0 Neuromuscular Module (PedsQL NMM). ZuveAéynoav eniong dnpoypadikd
otolxela Kal otolyeia oxeTW{OPEVA LE TN VOOO Kal TIG Bepameiec. H €peuva oAokAnpwONKe e TN cupBoAn
twv: TN Naidwv MevtéAng, A’ Nawdtatpikng KAwvikng tou EKMNA, TN Irutokpdtelov Osaoaiovikng kot MDA
Hellas.

AMNOTEAEZMATA:

OL aImaVTAOELG TWV Yoviwy £6woav oALko okop 63.90 oto PedsQL NMM kal twv madlwy 64.63
KaTaAnyovtag o oadws EMNPEACHEVN TTOLOTNTA {WNG. ITATIOTIKWG ONUAVTIKEG Sladopeg umrpéav Lovo
QVAAOYa TO EMIMESO KLVNTIKOTNTOG LETALL non sitters (adopd to 25% Twv MaLdLWV TNG €PELUVAG KL LIE TO
80% va avikouv otnv nAtklakn opdada 0-5 etwv) kat walkers (sig=.006), evw unapyouv Stadopég Kal
oVaAOYywE Tov TUTIO TNG vooou (SMA 0 48.50, SMA | 58.67, SMA 11 65.18, SMA 111 73.12) pin OTOTLOTLKWG
onpavtikee. Mapatnpeital uPnAn BETIKY) CUGKETLON AVALECSA OTLG ATIAVTIOELS YOVLWV Kal otdtwv (r=0.793,
sig=.000).

2YMMEPAZMATA:

H nmotétnta {wng otn SMA gival avopevopeVa XOUNAGTEPN TWV UYLWV TTALSLWV KaL TTALSLWV LE XPOVLEG
nadnoelg. Eivat upnAotepn amo auvtiv oe AAEG xwpeg e€altiag Tng oxedov dpeong mpoopaong o Vooo-
TpoTmomoLNTIKEG Bepameiec. Mavw amod 1o 90% twv matdtwv Aappavouv Bepamneial! To 75% twv matdlwv
£€xouv Nén kataktoeL tnv kadlotr B£on f/kat Badilouv avefaptrtou TUMOU VOoou. AladaiveTtal OTL OL VEEG
Beparmneieg Exouv BEATIWOEL TOOO TNV EMPBLWON OCO KaL TN AELTOUPYLKOTNTA KAl £X0UV GEPEL TNV EATIIO A OTLG
OLKOYEVELEG.



