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TTOAAd O€ Lo oxoALkn xpovid...EUyouaL Tavta va EXEL AUTH
™ Suvaun Kal KAmola UEPA va UITopoUV OAol va Tov

kataAaBouv...
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MPOAOI0z

'OAn pag tn Lwn Payvoupe yia anavinoelg. Kabe pépa KATL Kavouplo avokKaAUTTETAL
kot Sivetal pla amavinon. Ol gpeuvntég €xouv adlepwoel tn {wh TOUG OE OQUTH TNV
avalntnon. H épsuva elvat €vag Top£ag mou 6€ OTAUATAEL TIOTE, E(TE HECA OTO EPYAOTHPLO,
gite £€w oe enadn pe tov KO6opo. O kabévag amd tn Sk Tou oKoTLd, aywvileTal yla thv

oAnBeta. Na pa Bswpla ov Ba e€nyel ta mavra kot Ba amodelkvieTal.

MpLv aro mMoAAA XpovLa TO «SLadOPETLKO» YL TOUG TTIEPLOCOTEPOUG AVOPWITOUG GAUALVE
«APPWOTO» N ETIKIVOUVOY. H paydaia mpoodog TN eEMLOTHNG OUWCE Lo 08nyel og éva dAAo
povomatt. Eva Jovomatt katovonong Kal anodoxng tou SltadopeTikol, O,TL KAl av onpaivel
QUTO. ALaPOPETIKO UIMOPEL va lval Lo LBEQ, 0 TPOTIOG TOU KAVOULE KArola Stadikaoia, autod

TIOU MG EVXAPLOTEL, 1 akOpa Kal évag avBpwrtoc.

Ouwg LoxVEeL auTo; Mooo SLapOopPETIKOC UITOPEL va ival Evog AvBpwroc amo évov AAAo;
Yiyoupa ota onpeia, moAU. Ta GpalVOTUTIKA XOPAKTNPLOTIKA, Ta yoviSLd Tou, oL eunelpleg, ot
aélec Tou UmopoUV va amEXoUV KATd oAU armd tov dAMo. Eival opwc moté Suvatdv KAmoLog
va SladEpel TOo0 Mou va XAvel Thv avBpwrvn untdotaor) tou; E€attiag pulag mabnaong, N pLog

KOTAOTOONG OTNV ormoia dev eméAe€e MOTE CUVELONTA VA EUMAEKETOL;

KaBe pépa Aoumdv yIvOUOOTE KOL TILO LKAVOL 0To va g€nyoU e KOTAOTAOELS. Kal otav
TAEOV QUTEG eEnyouvtal, oe OAoug daivetal to amotéAeopa mpodaveg kal Aoyikd. Méxpt

£Kelvn TN LEPO WOTOGO, (oW Kat va Bewpeito mapdAoyog autdc mou £Yaxve TV amavinaon.

Akopn n €€nynon kat n Avon, lowg o cuvaloOnuatikd, n AUtpwon, Sev €xeL €pBeL yia
TOUG avBpwroug Tou acxolouvtal Pe tTn Statapayr QUTLOTIKOU GACHOTOG. OLKOYEVELEG,
EPEUVNTEG, EKTTALSEUTIKOL, yLatpol, Oeparmeutéc, OAoL tepLEVOUE i e€Rynon. Auth mou Ba

AUoeL To ypido kal Ba pépelL otnv emipavela to MPoPaveg...

Motebw we pla pépa Ba Eumvriooupe kal Ba paboupe emtéAoug WG PoKaAEiTal.
Kal tote; Oa tnv anotpenoupe and to va cupBel  uAnwe Ba €xel Bpebel Ndn o tpomog va
ETUKOLVWVOUHE Kal dev Ba eival timota mopandvw amo £vag akopn avBpwmnog, Lovasilkog

OTWG OAoL Kot SLapopeTKOG amod epéva, dAAA L00G;

EUuxopat va elpaote ekel yla va pabou e Tnv andavtnon....
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I2TOPIKH ANAAPOMH

Mpw to 1900:

MeplypadEC OQUTLOTIKWV XOPOKTNPELOTIKWY ot Bilata modid. BipAloypadikéc avadopeg

EKKEVTPLKWV LSloduinwy

1911: (Eugen Bleuler)

Xpnoluorolel yla mpwtn ¢opd Tov Opo «OUTLOMOCY ATIO
™V eAAnVIKn A€En «eauTOG». ApXIKA ovadEpeTal w¢ L
ouowwdng avwpaAia tg oxwlodppévelag, SnAadn oto SpaoTikod
TIEPLOPLOPO TWV OXECEWV HE TOUG OVOPWIOUG KoL HPE TOV
KOLVWVLKO TIEplyupo, €vav TIEPLOPLOUO TOCO aKpaio mou épotale
va adnvel ar’ £€w Ta mAavTa KTO¢ ond Tov i61o Tov €auTo.
Mpw to 1940:

0O 0pOC «AUTLOPOG» XPNOLUOTIOLEITAL OTA YEPLAVIKA YLa VOl

neplypael cuvalodnuatika Statapaypévo 1 PuXwTIKO ATOUO.

1943: (Leo Kanner)

Ztnv KAwn John Hopkins otn BaAtiuopn meplypddet ya
mpWTIN popd TOV AUTIOUO KoL XPNOLUOTIOLEL TOV OpPO «TTPWLUOG
TALSLKOC AUTIOPOG» yla va Tieplypaet pa aldikn puxwon. O
Kanner Opw¢ mLOTEVEL TWC TIPOKELTAL YLOL EYYEVH QVLKOVOTNTA h
orola Stoywpiletal and tn oxllodpévela.

JTNV OpXLKR Tou MEeAETN mapouctalel meputtwoelg 11
naldlwy, ta omoio Bswpel OTL €xouv UTEPPOALKN «OUTLOTIKN
HOVOXLKOTNTA», EVVOWVTOC TNV OVIKAVOTNTA TOUG VA OXETLOTOUV
OMOAQ LE TOUG VOPWTTIOUC KAL VAL TIPOCAPLOCTOUV OTLG KOLVWVLKEG
KOTAOTACELG, ATO TN YEVVNOT) TOUG. TN UEAETN QUTA EPLypAdEL
OUYKEKPLUEVA YVwplopota:

e YmepBoAikn Autiotikr) Movaytkdtnto: To maldld amotiyyovay

/&/4 b

Ewkova 1: Eugen Bleuler
(1857-1939) AwoBéoiun oto:
https://en.wikipedia.org/wik

i/Eugen_Bleuler

y

Ewkova 2: Leo Kanner

(1894-1981) AwabBéoyun
oto:
https://en.wikipedia.org/

wiki/Leo_Kanner

va cuvaAldooovtal pe GAAoUG avBpwmoug evw daivovtav suTUXLOMEVA OTaV EUEVAV

povo Toug.

o Ayxwtikn KataBAuttiky emBupia yia tn Swatipnon opolotntag: Ta modld nrav

uTEPBOALKA EKVEUPLOUEVA OE OANAYEC pouTivag ) kadnuepvotntag.

Awatapayn Avtiotikot @aouatog: Pvon 1 HepifdArov;



E€€xovoa pvApn: Ta maldld eixav tnv tkavotnta vo evOupoUVTOL HEYAAEG KAl XWPLG
onuaoia mMoooTNTEC YVWOLOKAG UANG.

KaBuotepnuévn nxohaAia: Ta maldid emavaAdpupavav tn yAwooo mou akouyov aAAd
QIoTUYXaVAV VO KAVOUV OWaTH XPron tne.

Ynepevalobnoia oe egpebiopata: AuokoAia avoxng oe €vtovoug BoplUBoug, Wolaitepn
oxéon Ue to daynto.

MepLoplopdg otn SLOPOPETIKOTNTO TEPLOPLOUEVNG SpacTnpLotnTac: EmavalapBavopeveg
KLWVNOELG, ekppaoelg, eviladépovra.

Kalég yvwotikég Sduvatotnteg: MNioteve mMwg mopd TIC HaBnolakég SuokoAieg mou
avtipetwriilav, n eé€xovoa pPvAUNn Kot Se€lOTNTeg TTou £8&lyvav TIOAAG amod autd ta
natdla anotedovoe €voelén uPnAng vonuoouvng.

YPnAd vonuoveg olkoyéveleg: OL yovel¢ OAwvV Twv OCUPUETEXOVTIWVYV NTav uPnAng

vonuoouvng.

1o teAevtaio tou apBpo o Kanner (1956) amopovwoes povo Suo amd autd Ta

XQPOKTNPLOTIKA WG OTOLXELD KAELSLA TOU QUTLOMOU: TNV UTEPPBOALKA amopdvwon Kol thv

KOTOOALTTTIKA EUPOVH oTh Slatripnon Tng opolotnTag. Ta UTTOAOLTA GULMTWHOTO Tol Bewpnoe

Seutepoyevn.

1944: (Hans Asperger)

AnpooteVel SlatpLpr otnv onoia meplypddel £va cUVoAo
ouumEepLPOPWY TIOU TIAPATAPNOCE OF VENPA ayopla UE
duaclohoyikr) vonuoouvn Kal YAWOOLKN QVATTUEN TIOU OPWG
napoucialov cuuneplPopEg aUTLOTKOU TUTOU. Ao Tov i8lo
npotadnke o Opo¢ «Autlotikr Yuyomabelo NG TMOLSIKAG
NALKioGy.

210 apbpo autd avadEpeTal o ULo OUAdA TEGOAPWY
ayoplwv, NAkiag 6 £wg 11 eTwv, Ta omoia voonAslovtav o€ pLa
KAWVIKA vl Puyika Statapayuéva maldld otn Blévvn.

Ta moudld mou peAetnBnke n oupmepldopd TOUG
MAoUoav He HeYAAn EUXEPELD, UE OTOLXElO TTPWTOTUTILOC OTN
Xpnon tng yAwooog, evw Suo amo TIG MEPLTTWOELG £iav TNV

kavotnta va adnyouvtol GavtaoTIKES LOTOpPLEG.

Ewkoéva 3: Hans Asperger

(1906-1980) AlaBéoiun
oto:
https://en.wikipedia.org/w
iki/Hans_Asperger

Mepléypae Kal TIG TECOEPLC MEPLTTWOELG WG adEELeC, Kal adnynOnke ta mpoBARuaTd

TOUG OXL LOVO pe Ta abAnuota tou oxoAeiou, ald KUplwg Pe TIC AEMTEC KIVNTIKEG Se€LOTNTEG.
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Aekaetio 1960:

Avadopéc Puyavalutikwy Bewplwv (Bettelheim), Blodoyikwv Bewplwv (Rimland) kat
ermudnuoroyiag (Lotter). MPwTEC MPOTACELG SLOYVWOTIKWY EEETACEWV.

Aekaetio 1970:
MNpwipec Beparmeieg (Schopler), avadopég atoOntnplakwv SucAsitoupylwy (Ayres),

(Lorna Wing)

Xaptoypadei tn ouvBetdTNTA TOU OUTIOMOU, avadelkviovtag oodEoTtepa  TIG
PUXOAOYIKEG TIEPLOXEG TIOU KUplwg emnpealovral, aAAd Kol TNV
TOKIALa Twv amokAioewv péoa 6’ autr (Autlotikd Oaopa).

Méoa amod tnv epyaocia tng unodpeoe va Seifel OTL oL
SuokoAiec otnVv KowwVvikr cuvaAlayn Kot apolBalotnta, Telvouv
Vo oUVTPEXOUV Kat va cuvdualovtal pe Suokolieg oe dAeg Suo
TLEPLOYEC:

Tplada peloveélwv tng Wing:

e AUuOKOAIEG OTNV KOWWVLKA cuvaAlayn

e AuOKOAIEG 0TN AEKTLKN KOl LN AEKTLKN ETLKOLVWVIOL

Ewkova 4: Lorna Wing (1928-

e AvuokoAia otnv avamtuén pavraciog
2014) AwaBéoiun oTo:

https://en.wikipedia.org/wiki/
1980:

Lorna_Wing

Emppoég tou Kraepelin o6nyolv og vEeC SLAYVWOTLKEC
npooeyyioelg mou mepAapBAavouy SLOKPLTA SLayVWOTIKA KPLTApLla ylot KOBOPLOUEVEG WG
CUUTTEPLPOPLKEG PUXLATPLKEG SLATOPOXEG.

Méoa dekaetiag 1980:
Epdaviletal o 6pog «pdaoua Statapaxwv» oto DSM-III-R
1994:

To DSM-IV ouvexileL tov Opo «ddopa Slatapaywvy», ONMwG emiong kol tnv
moAuvdildotatn TPOCEyylon, Katoypddovtoc ocUVOAa OETIKWV  ONMOTEAECUATWY OfF
otaBulopéva SlayvwoTtika epyaleia os oxéon Ue Tnv KGO Stotapayn.

2013:

To DSM-V emionpa QvOKATOTOOOEL KOL EMEKTEIVEL TOV QUTIOUO Ot «Alatapaxn

Autlotikol DAopatog», evw aAmMOCUPEL MPONYOUHEVEC SLayVWOEL, OMw¢ To cUvdpopo

Asperger k.a.
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EMNIAHMIOAQOTIKA ZTOIXEIA

EnutoAaouog kat erintwon
O eMUMOAQOPOC TOU QUTLOMOU O€ TTAYKOOULO eninedo ival mepimou 1%. Ta teAsutaia
xpovia eudavilel yopaktnplotiky avfnon mou amodidetal kuplw¢ otnv aAlayn Twv

SLayVWOTIKWV KPLTNPilwy KaL TNV auénon Twv YVWOoEWV OXETLKA LE TN datapoyn.

Mepinou 1 ota 68 maldld urtoAoyiletal MW AVAKOUV OTNV Katnyopla tng Atatapaxng

Autiotikol Odaoparog.

H mBavotnta yévvnong deltepou matdlov pe Statapayr autlotikol GAopaTog sival

2-18%.

Identified Prevalence of Autism Spectrum Disorder

ADDM Network 2000 - 2012
Combing Data from All Sites

Surveillance Year Birth Year Number of ADDM  Prevalence per 1,000 This is about 1 in X
Sites Reporting Children children...

(Range)

2000 1992 6 6.7 1in150
{4.5-9.9)

2002 1994 14 6.6 1in 150
(3.3-10.6)

2004 1996 8 8.0 1in125
(4.6-9.8)

2006 1998 11 9.0 1in110
(4.2-12.)

2008 2000 14 113 1in88
(4.8-21.2)

2010 2002 11 14.7 1in68
(5.7-21.9)

2012 2004 11 14.6 1in68
(8.2-24.6)

Nivakag 1: Emutolaocpdg AAD otg HMA to Sudotnua 2000-2012 AwabBéoylog oto:
https://www.cdc.gov/ncbddd/autism/data.html

MeAéteg mou éywvav o Sibupa adépodla, Selyvouv mwg edv éva ek Twv duo epdavilel
Slatapayn autiotikol Gaouatoc, unapxel coPapr mbavotnta va epdavicel kot to SeUtepo.

H miBavotnta ota opoluywTka elval 88% evw ota SLIUYWTIKA elvat 31%.

MaldLd ou yevviouvtal amo NALKLWHUEVOUC YOVELG £XouV HeyaAUTEPEG TUOAVOTNTEG VA

avamTuEouv SLATOPAXEC AUTLOTIKOU GpACUATOG.

‘Eva LKpO MOCOOTO MALSLWV TIOU YEWLOUVTAL IPOwpPa ] HE XapunAo BAapog yévwnong

€xouv avénuévo kivbuvo gudaviong AAD.
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H ouxvotnta tng Tumikng popdng tou auvtiopol (ouvdpopo Kanner) eival 4-6 otig

10000.

@uio
H avatoyia appevwv/OnAéwy elval 4-5/1, av Kat veodtepeg LeEAETEG Selxvouv MwG oL

YUVALKEG PUE QUTLOUO LAANOV UTTOSLOYLYVWOKOVTAL.

Suvvoonpotnta

To moooaotd cuvvoonpotntag sivat >70%.
Mepimou 10 45% TWV ATOUWVY E AUTIONO SLOYLYVWOKOVTAL KOL JLE VONTLKI) UOTEPNON.
To 8-30% pe emhnyia.

To 28-44% gudavilel eniong Alatapaxr EAAeWUpATIKAG MNPpoocoxng- YEPKLVNTIKOTNTA
(AEN-Y).

Telvel va epdaviletol MePLOCOTEPO O ATOUA LE CUYKEKPLUEVO YoviSLako TipodiA. To
10% Twv MEPUTTWOEWY CUVOEETAL LUE YEVETIKA oUVEpopa (ouvdpopo elBpauctou X, olwdng

okAnpuvon, cuvdpopa down kat angelman, ¢alvuAketovoupia).

TMoALTIOULKOL KOl KOLVWVIKOOLKOVOULKOL TTOPYOVTEG

Aev umapyet Slakplon HeTafl eBvikotATWY, GUAAG KOl KOWWVIKWV Opadwv otnv
mbavotnta gudaviong tou cuvdpopou. Ot poveg S1adopomoLnoeLlg 0 QUTH TNV KoTnyopia
glval n mMpooBacpudTNTA OTLG SLOYVWOTIKEG KOL UTTOOTNPLKTIKEG SOUEG, Kol oL avTIANPELg

OXETIKA e To cUVSpopo (memolbnoelg, mpoAndeLg, otiyua).

Kowvwviko kéotog- emtBapuvon dnuodotag vyeiag
H AAD eival plo amd Tig o ooBapéG VEUPOAVATTUELOKEG dlatapayxég otig HIMA, ue
ONUAVTLKA €mBApUVON TwV GPOVTIOTWY , TWV OLKOYEVELWV KAl TNG Olkovopiag. To €Trolo

KOOTOG 0 oxéon pe Tn AAD avépyetal mepimou ota 250 61 SoAdpla.
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OPIZMOlI

Nevpoavantuéiakég Statapayee
OL veupoavamrtuélokeg Olotapoxec elval éva  oUVOAO  XPOVIWV  ETEPOYEVWV
KOTOOTACEWV Ttou Yapaktnpilovtat and kabuotépnon 1 amouaoia SeELOTATWVY OTTWE KLVNTIKEC,

KOLWVWVIKEC, YAWOOLKEG- ETILKOLVWVLOKEG KOl YVWOTLKEG. (Jeste, 2015)
OL KUpLOTEPOL EKMIPOCWTIIOL AUTAC TNG KaTnyoplag eivat:

e H Awatapayn Autiotikol Oacpatog (AAD) — Autism Spectrum Disorder (ASD)

e H Awotapayn EAAslppatikig Npoooxng kat Yrepkivntikotnta (AEM-Y) — Attention Deficit
Hyperactivity Disorder (ADHD)

e Hrlevikn Avarmtuélakni KaBuotépnon (GDD)

e H Nontwkn Yotépnon (NY) - Intellectual Disability (ID)

KaBe avadepopevn opdada £xel moMamAig attiohoyieg. Mopd To yeyovog OtTL T
cupmtwpata yivovtal epudavr) o€ CUYKEKPLUEVEG dAOELS TNG TOLSIKAG NALKIOG, QUTEG oL
Slatapay£g elval amotéAsopa Uun GuoLOAOYLIKNG EYKEDAALKAG wPLLavVoNng Tou ponyeitol Tng

kKAwvikng SuoAettoupylag. (Jeste, 2015)

Avutiouog — Awatapayn AvtiotikoU @douatog

H Slatapayr autloTtikol paopatocg ivat £vag 0pog “oumpéAa” mou nmephapBAavel OAeg
TI VEUPOQVOTTTUELOKEG SLATOPOXES TIOU XOPOKTNPL{OVTOL amd TIOLOTIKEG AmMOKAloELG otny
KOWWVLKN oAANAeTiSpoon, AeKTIKN Kol eEWAEKTIKA €MKOWVWVIO, Kol oto motyvibt davraciag

KOTA Ta Tpla mpwTa Xpovia Ttng {wnc.

Y116 8Laitepeg KOWwVIKEG cupmepldpopec mepthappavovtal: n anoduyn BASUUATIKAC
enadng, mpoPAnuata cuvalodnuatikng Stoxeiptong, avtiAndng Twv cuvaloOnuatwy Twv
GAWYVY, KAl XOPOKTNPLOTIKI) OTEPEOTUTIKI) E€VOOXOANON E OUYKEKPLUEVO €UPOC

SpaoctnplotATwy Kot evilapepovTwy.

OuL amokAioelg autég emnpedlouvv Bobld tov TPOMO HE TOV OMOIO TO ATOUO
ovtilapBavetal Kot PLWVEL TOV €aUTO TOU Kal TOV KOGUO, Tov TPOmo mou pabaivel , tn

cupumnepLPopad, TNV TTPOCAPLOYH, KaL TN AELTOUPYLKOTNTA TOU otnVv Kabnuepwvn {wh.

H avamtuén tou eykepdlou os dtopa pe Siatapayr oUTLOTIKOU GACHOTOG £ilval
niepimAokn kot e€aptatatl armd moAAoUG YEVETIKOUC Kal TEEPLBAAAOVTLIKOUC TOPAYOVTES KOl TLG

oAAnAsmudpdoelg touc. (Jeste, 2015)
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AET-Y

H Awrtapayx) EMewupotikng Mpoooxng- YMepKVNTIKOTNTA €lval n TO ouxvh
veupoavarntuélakny dlatapayy os maldlid. H ouykekpluévn dlatapaxn xapaktnpiletal amno
EMeln TMPOOOYNG, UTEPKLVNTLIKOTNTA, TOPOPUNTIKOTNTA, 1 €va OUVOUOOUO OUTWV TWV
OUUMTWHATWY, TIOU £XEL WG ATIOTEAECHO EKTITWON TNG AELTOUPYLKOTNTAC O SpACTNPLOTNTES
mou AapPavouv Xwpa OE OUYKEKPLUEVA TAaiola OMwG OTo OTiTL Kal TO OYOAtio.

EridnuioAoyikd urmtoAoyiletal oto 5,3% maykoouiwg. (Jeste, 2015)

evikn Avantvéiakn Kaduotépnon
H Fevikr) Avamttuélokn KaBuotépnon kabopiletal and tnv amotuyia va ¢tacel to motdi

O€ QVOUEVOUEVO eTinedo o€ TOUAAXLOTOV SU0 avamTuélakoUg TOUELS TPV TNV NAWKia Twv 5.

Nontikn Avannpia
H vontikn avannpia avadEpetal oe SUCAEITOUPYIEG VONTIKEG KAl TIPOCAPLOYAG XWPLG
kamota oadn nAkia epdaviong, aAAd cuvnBwg mapatnpeital o Atopa HEYOAUTEPA TWV 5

ETWV.

Mapd TO yeyovog OTL AUTEC OL VEUPOAVATTUELOKEG Slatapaxeg elval KAWVLIKA
Sladopomolnuéveg SLOYVWOELS, UTIAPXEL KOl Hla onuavtiky oAAnAosmikdAudn otnv

naBoyévean, TN cuPMTWHaToAoyia Kol Tic BepamneuTikég mapepPaoslg. (Jeste, 2015)
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AIATNQZTIKH TAZINOMHZH AIATAPAXHZ AYTIZTIKOY GAZMATOZ

1. Awyvwotki Tagvopnon: DSM-V (Diagnostic and Statistical Manual of Mental
Disorders)

™¢ Apepkavikng Wuyxlatpkng Evwong (APA). Elval og Loyt and to Mdwo tou 2013

Katnyopia: Atatapayn AvtiotikoU Qacuatoc
210 DSM-V undpyel eviaia katnyopia diayvwong, n Atatapoayr Autiotikot QAcpaTod.

Ye autr) Slakpivovtal TPELS uTtoKaTnyopieg e Baon To emninedo AsLTOUPYLIKOTNTOC.
Eninedo 1: Avaykn Yrmoothpléng
Entinedo 2: Avaykn Evioxupévng Ymootnpléng

Entinedo 3: Avaykn 18waitepng Evioxupévng YrnootnplEng

AUTISM SPECTRUM DISORDER

HIGH-FUNCTIONING AUTISM SEVERE AUTISM
AUTISM
LEVEL 2 LEVEL 3
LEVEL 1 Needs substantial support Needs very substantial
Needs support Patient’s social and support
Patient’s social and communication skills and Patient’s social and
communication skills and repetitive behaviors are still communication skills and

repetitive behaviors are only obvious to the casual observer, repetitive behaviors severely
noticeable without support. even with support in place. impair daily life.

Ewkova 5: O tpelg umokatnyopieg tng AAD pe Baon to eninedo Asttoupylkdtntag oto DSM-V

AlaB£owun oto: http://discovermagazine.com/2017/jul-aug/autism-spectrum-disorder

Itnv oucla oL Slayvwoelg «AUTLoTIK Alatapayr», «ZUvdpopo Asperger’s» Kal
«Alayutn Avamtuélokn Alatapoyxn pn GAAwg mpoodlopllopevn» petafiBalovral otnv
Slayvwon «Alatapayr Autiotikot Qdopatogy. Etol ooy, ta ovouata divouv otnv oucia
™ B€on toug ota enineda, ToMOBETOUUEVA OAQ LECA OTNV KOUTTPEAQ» TOU QUTLOMOU Kol

€AEYXETAL OTNV OUCLA N AELTOUPYLIKOTNTA QVTL yLA TOL OVOLLOTAL.
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Alayvwotika kpuerpla Taftvounong DSM-V:
Kupla Kputriiplo:

1. Avuoyépela otnv Kowvwvikn aAAnAenidpaon kal emikowvwvia (mpolmoBétel Suoxépela Kal
ota 3 umokpLTipLa)
e  Kolwwviki Kot cuvalodnuatikn apolBatotnta
e Mn A&KTIKN EMUKOWVWVIA
e Anuwoupyla kal dlotrpnon oxécswyv
2. AouvnBioteg kat emavolopBavoueveg cuunepldopEcg, eviladEpovta Kal §pacTnpLOTNTES
(amautovvtat 2 ano ta 4 uToKpLTAPLA)
®  JTEPEOTUTILKOG AOYOG KOl GUUTEPLPOPA
e Avtiotaon otnv alayn
e  ELOVIKA- eCTLOOUEVA EVOLOPEPOVTA
e AloOnTnplakn untepevalodnola rj umogvalobnaoia
3. Epdavion otnv mpwipn motdikr avamtuén

4. TepLlOPLOPEVEG KOl KABUOTEPNUEVEG KABNUEPLVEG SPAOTNPLOTNTEG
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2. AwyvwoTtiki Tafwvopnon: ICD 10 (International Classification of Diseases)

World Health Organization. loxUeL amné to 1990.
Elval meploootepo dtadedopévo otnv Eupwnn.

levikn Katnyopia: F80-89 Alatapayéc tne Yuyxodoyikng Avamtuéng
Ou dlatapayég mou mepllapBavovtal otig katnyopiec F80-F89 meplhapufdavouv ta

akoAouBa (Kowad) XopaKTNPELOTIKA:

A) H évapén toug mavta eMOUUPBALVEL TTAVTOTE KOTA TN SLAPKELA TNG VATILOKAG 1 TIALSLKAG

nAtkiog

B) Yrmapxet BAAPN 1 kaBuoTtépnon TNg avAMTUENG AELTOUPYLWY TIOU CUVOEOVTOL OTEVA LIE TN

BlLoAoyiKn wpipavVon TOU KEVIPLKOU VEUPLKOU GUOTAHHOTOG
I Ataviouv otaBepn mopeia xwpig UPETELS KoL UTIOTPOTIEC

Katnyopia: F84 Aidyuteg Avantuélakeg ALATAPAXEC

Auti n opada Slatapaywyv XapakTnpileTal amno MOLOTIKEG OVWHAALEG OTIC KOLWVWVIKEG
OUVOAAOYEC KOl OTOUC TPOTOUG ETILKOVWVIAG, KOBWE Kal amo MeEPLOPLOUEVO, OTEPEOTUTIO
enavalapBavopuevo pemeptoplo evdladepOvIwy Kol SpactnploTATwy. Ol TIOLOTIKEG QUTEC
ovwHaAieg amoteAolV SLAXUTO XAPAKTNPLOTIKO TNG AELTOUPYLKOTNTAC TOU OTOHOU, UTO

omnotadnmote cuvoOnkn, av Kat eival Suvatov va molkiNouv os Bapltnta.

ITIG TIEPLOCOTEPEC TEPUTTWOELS, N ovamtuén Sev eival puololoyikn, Adn amod
vnrakn nAtkio- pe eAdxloteg e€0LpEOELC, OL KOTOOTAOEL AUTEG ekSnAwvovTal Katd thv
mpWTN mevrtaetia g {wng. Elval ovvnBec ald OxL amapaitnTto va cUVUTTAPXEL KATIOLOU

BaBuOU OVETTAPKELD TWV YEVIKWY YVWOTIKWY AELTOUPYLWV.

Y€ UEPLKEG TIEPUTTWOELC, OL SLatapayx£C ouvouAoVTaL UE KAl KOTA CUVETELD odellovTal
o€, Kamoleg madnosLg petafl Twv omoiwyv oL cuXVOTePEC eivatL: oL Bpedikol omacpol, n olwdng
okAfpuvaon, n cuyyevic epuBpad, n eykedaAikn Autosidwon, n avwpalia tov svBpavaoTtou
xpwuoowpotog X. Qotéco n  Swatapaxn TPEMEL va  SlOylyVWOKETOL BAocel Twv
XOPAKTNPLOTIKWY TNG oupmepldopdc, avefdptnta amd TNV mopoucio i tnv amoucia

OTIOLWVSNTIOTE CUVADWV LATPLKWVY KATAOTACEWV.

Onowadnmote katdotacn oXeTWOUEVN HE TN Slatapaxr TTPEMEL VO KATNYOPLOTIOLE LT

EeXWPLOTA, OMWG ETIONC KaL AV CUVUTIAPXEL VONTLKN UaTEPNON.
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F84,0 Autlopog Mawdikng HAkioag

Auti n duaxutn avamtullakn Slatapayr opiletat amoé un duacloloyiky n/kat
Slatapayuévn avamntuén, n onola ekSnAWveTal Py and tnv AWK Twv 3 €TwV KAl amno To
XOPAKTNPLOTIKO TUTO [N PUOLOAOYLKAC AELTOUPYLKOTNTAG TIOU €KSNAWVETOL OE TPELG

TOUTOXPOVA TIEPLOXEG:

1. TNV KOWWVLKNA cuvaAlayn
2. TNV enkowwvia

3. TNV MePLOPLOUEVN, eMavalapBavopevn cuumneplpopd

H Slatapayn cuppaivel ota ayopla amo TPELS £wWE Kal TECCEPLS PoPEC ouxvOoTEPA Ao

OTL oTa Kopltola.
Mepthappavovral:

e AutioTikA Swatapaxi

BpedkdGg AUTIONOG

Bpedikn Wuxwon

Yuvépopo Kanner

F84,1 ATuTOG QUTIOHOC
Awdxutn avartuélakn Stotapaxr n onola dtadépel and Tov aUTIoPO ite otV nALkia

£vapéng, eite emeldn dev mAnpouvtal Kal Ta Tpiat cUVOAd SLaYVWOTIKWY KpLthplwv.

EMopéVWG, OTOV ATUTIO QUTLOMO, 1N GUGLOAOYLKN N LELOVEKTLKI OVATITUEN YL TIPWTN
dopa yivetal epdavng LOVo PETA TNV NALKIA TwV 3 ETWV, KL UTTAPXOUV [N EMAPKWE EKONAEG
ovwpalieg og pa 1 Vo amod TG TPELG MePLoXEG TN Yuyxomaboloyiag mou sival amapaitnteg

yla va teBel n S1dyvwon tou autiopou.

O ATUTOG AUTLONOG TLo CUXVA TTPOORAAAEL epudavwe kKaBuoTtepnUEVa ATOMA, LE TIOAU
XOUNAOG eminedo AELTOUPYIKOTNTOG, TO OO0 eV EMITPEMEL T oadn ekSNAWGON TNG ELOIKNAG

napekkAivouoag ocupumnepldopac.
Mephappavovral:

o Atumn Yuxwon tng matdikng nAkiog

o Nontikn KaBuotépnon Le AUTIOTIKA oToLXEla

Awatapayn Avtiotikot @aouatog: Pvon 1 HepifdArov;



F84,2 20vbpouo Rett

JUpdwva e Tov Katdhoyo tou ICD-10, POKELTAL YLA KATAOTACN TTPOKAAOUEVN ATO
AyvwoTo aitlo, n omola pExpL onpepa £xel avadepbel povo oe Kopitola kat Stadopomoleital
JE BAon TN XOPOKTNPLOTLKNA €vapén, Topela Kal CUUTTwHATOAoyia. BERata, auto £xel oAAAEEL
KoL AoV gival yvwoTo To aitio TPOKANGNG TOU CUYKEKPLUEVOU GuVEpOUOoUL, TIOU Elval TO
yovidlo MECP2, omwg Ba avahuBei oto keddalalo pe ta oxetlopeva oclvdpoua. Auto
avadEépeTal avaykaotika kabw¢ n avabewpnuévn €kdoon tou ICD, dnAadn to ICD-11

avapévetal to 2018.

ZTnv TUTIKN popdn Tou, N ductoloyikn 1 oxedov puatoAoyikr) avamtuén akoAouBeital
OO PEPLKA N TARPN OTMWAELQ TWV ETIKTNTWY LKAVOTHTWY TWV XEPLWV KaL TNG OMAlaG, pall pe

emBpaduvon g avantuéng Tou Kpaviou.
JuvnBwg autn n Statapoyn apxilel petal 7°° kot 24°° unvog tng nAtkiog.
ISLaitepo XOPAKTNPLOTIKA ElvalL:

1. OLOTEPEOTUTILKEG KLVAOELG OUCTPODN G TWV XEPLWV
2. O umepagplopog

3. H omwAeLa TWV OKOTUUWY KIVAOEWY TWV XEPLWV

H KOWWVLKA avamtuén KoL n avantuén LEcw ToU MayVISLoU avaoTEAAETOL KOTA Ta 2 i

3 mpwta £1r, AAAA TO KOWWVLKO evladEpov Telvel va dlatnpeital.

Katd tn péon moudky nAkkia ouvnbwg epdavilovtatr atafio k ampagia, mou

ocuvdualovtal pe okoAlwon Kot KUPOOKOALWON Kol EVIOTE e XOPLOABETWOLKEG KLV OELG.

Y€ ONEC TIC MEPUTTWOELG TIPOKUTITEL 6OBAPO VONTIKO EANELUUA. TUXVA KOTA TNV TIPWLLN

1 ™ Héon Taldikn nAwia epdavilovral cnacuol.

F84,3 AMNN amodlopyavwtikn dtatapaxr tTng matdikng nAtkiag
Awdxutn Swotapayn tng avamtuéng n omolo xapoktnpiletal amd pia mepiodo pn
duactlohoykng avamtuéng mpLy amod tnv Evapen, KoL OpLOTIK amWAELa HETG amd Stadpoun

UEPLKWV UNVWYV, ETIKTNTWVY LKAVOTATWY TOUAGXLOTOV O€ PEPLKOUC TOUELG TNC avamtuénc.

Yuxva mponyeital pa epiodog kakodlabeoiog: To matdi yivetal avrjouxo, euepédLoTo,
ayxwdeg kat urntepdpaotrplo. H mepiodog autr akolouBeital and nmrtwyeio ekppdoewv Kot

KOTOTILV OMWAEL TNG OUIAlAC Kal TG YAwooag ocuvodsudpevn amd amodlopyavwon tng

ouuTnEPLPOPAG.
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ZuvnBbwg n mpoyvwaon elval ToAU SUCGUEVAG KOL OTA TTEPLOCOTEPA TTALSLA KATOAETETAL

Bapla vontikn kabBuotépnon.
Mephappavovral:

e Bpedwkn Wixwon
e Juvbpopo Heller
e Anopyoavwrtiki Woxwon

o Juppuwtikn Wouxwon

F84,4 Awatapaxr Ymepdpaotnplotntag oxeTWOUEVN HE vonTkn Kabuotépnon  kal
OTEPEOTUTILKEG KIVAOELG

Mpokettal ywo acadn Swatapoyxn aPEBaing Voooloylkng gykupotntac. Ymapyouv
evlelfelg OtL madla pe ocofapn vontikn kaBuotépnon (AN<50) ta omoia mapoucidlouv
coBoapd nmpoPAnpata utepSpaoTNPLOTNTAG KAl Anpooeiog, ouXVA EKGNAWVOUV OTEPEOTUTIEG

cuumnepLPOopEG.

Katd tnv ednPeia n unepdpoaotnpldtnta Tteivel va avtikabiotatal amd
umodpactnplotnta. Emiong to oUvdpopo oxetiletal pe molkdio kabuoteprnoswv otnv

avamtuén.

F84,5 \vbpopo Asperger

Awatapayr aB£Baing VOooAOYIKAC EYKUPOTNTAC, XOPAKTNPL{OMEVN amd To 8lo eldog
TIOLOTIKWY OQVWHOALWY TNG apolBaiag KOWwVIKNG cuvallayng Tou €ival TUTIKEG TOU
oUTIOMOU, pall HE TIEPLOPLOMEVO, OTEPEOTUTIAL  EMAVOAAUPBAVOUEVO  PETEPTOPLO

evlLaPEPOVTWY Kal SpooTNPLOTHTWV.

Aadépel and Tov QUTIOUO Kuplwg oto OtL 6ev udiotatal yevikn Kabuotépnon 1
emuPpaduvon otn yAwoolkr avamtuén. Ta meplocotepo dtopo Slabétouv duacloloyikn

vonuoaouvn, aAAd sivatl cuvBwg moAl ad£€la. Avaloyia ayoplwv/ kopttolwv: 8 mpog 1.
Mephappavovral:

e qutloTkn Yuyomadntikn Statapaxn

o oyxwoeldng Slatapayn TNG mMaLdkng nALkiag

F84,8 AMEG SLAYUTEG AVATTTUELAKEG SLATAPAXEC

F84,9 Alayutn avamtuélakn Statapaxn un kabopllouevn

YTMOAEUUATIK  SLAYyVWOTIK  Katnyopio. TOU TPEMEL va  XPNOLUOTIOLELTOL  yLa

Slatapay£g, ol omoieg akoAouBoUv Tn yevik Teplypadr Twv SLAXUTWV SLoTapoxwy TG
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QVATTUENG, GAAQ VLA TIC OToleC AOYW EANELYPNC EMTOPKWV OTOLXELWY N AVTLPATIKWY EUPNUATWY

Sev mAnpoUlvtal Ta KpLThpLa yla onoladnmote AAAn unokatnyopia tng F84.

Kat ta 2 StayvwoTtikd cuotipata opilouv Tny 8la tpldda SLayVwoTIKWY CUUMTWHATWY yLa

Ta atopa nou Bpiokovrat oto Qdopa Tou AUTIOUOU:

* AuokoAieg otnv Kowvwvikn dAAnAemtidpaon

* AuoKOALEG OTNnV eMiKoWVWViA

® JTEPEOTUTIKEG, ETAVOAAUBAVOUEVEC CUUTEPLDOPES, SPAOTNPLOTNTEG Kal evSladEpovTa

Mpoyvwon
H Slatapayr oUTLOTIKOU GACUATOC OVAKEL OTNV Katnyopla Twv Xpoviwv — d’6pou

{wnNg voonuatwv.

OL o alold60€ec Mpoyvwaoelg MepAaUPAVOUV ATOUA TIOU Ttapd TLC SUOKOALEG ToUuC
Touv pla duactoroyikr Lwn. H mpdyvwon Yevika yla tn datapayr auTloTikol ¢Aaopatog
Selyvel va BeAtwwvetal Ta teAeutaia Xpovia, e TO TTOCOOTO TWV OTOUWY TIOU UIOPOUV Vo

ETUTUXOULV auTovouia Kot autoeEumnpétnon va ayyileL to 15%.

Ye O0tLadopa otn Statapayn Asperger KoL otnv pn KaBopllopevn dlotapax AUTIOTIKOU
ddaopotog n mMpoOyvwon eival akopa KaAUTeEpn, MOPA TO YEYOVOG OTL UTIAPXEL OF QUTA
auénuévog kivbuvog epdaviong aAAwv Puytkwv Statapaxwv, Omwe KatdbAung kaL ayxwdwv

Slotapaywv.

social
communication deficits

Asperger’'s disorder
Autistic disorder

Childhood disintegrative
disorder

Pervasive developmental
disorder not otherwise

. Medical S
* co-morbidities
25-40%

Current Opinion in Genetics & Development

EwkOva 6: Zxnua o Seixvel T tplada twv petovedlwy tg AAD kat tn cuvnBéotepn cuvvoonpotnta (Devlin

B., Scherer S., 2012)

Awatapayn Avtiotikot @aouatog: Pvon 1 HepifdArov;



Nivakag 2: Ou Siadopég avapeoa ota cuothuata Siayvwong tng AAD pe plo potd

https://www.slideshare.net/ManinaKaouki/dsm-v-60754348

AwaBéopo oto:

Awadopic ICD 10 DSM-IV DSM 5
Fevikog 6pog ALAXUTEG OVATTTUELOKEG ALAXUTEG OVOTTUELOKEG Alatopayr AUTLOTIKOU
Slatapayec (AAA) Slatapaxeg daopatog (AAD)
(DAL)
Awdyvwon Matdkog auTlopag, AuTLONOG, Alatopayr AUTIOTIKOU
ZuvSpopo AoTiepykep, ZuvSpopo AoTiepyKep, daopartog (AAD)
AAA-pn GAAwG AAA-pn GAAWG
TPoodLopLlOUEVN PoodLopL{OUEVN
JupnTWHATA AuokoMieg otnv AuokoMieg otnv AUGKOAIEC OTNV KOWVWVIKN
ETUKOWWVLO, AUGKOALEG gMKOVwWVia, EMKOLVWVIQ,
OTNV KOWWVLIKA emoadn, Auokoliec otnv enavalappavopeveg
EnavaAapupavopeveg KOWWVLIKNA emadn, OTEPEOTUTIKEG
OTEPEOTUTILKEG Enavolapupavopeveg, oupnepldopES Kal
ouunepldopeg OTEPEOTUTILKEG evbladépovta
ouunepLdopEg
HAwia epdaviong twv MéxpL 3 eTwv (OXL yLa To MéxpL 3 eTwv (OxLyta | Mpwiun moudikn nAkia av
CUMMTWHATWY oUvVSpopo AcTiepyKep) T0 cuVSpouo KOLL TOL AELTOUPYLKA
Aomepykep) npofAnuaTa propel va
eudaviotolv apyotepa
AlcOntnplaka Agv uTtdpyoULV OTa Agv uTtGp)OUV OTA Mep\apPBavovtal ota
nipofAfata SLayvwoTLKa KpLtrpLa SLayvwoTLKa KpLtrpLa SLayvwoTLKA KpLtrpLa

(unepevaioBnoia/unosua
Lobnola) otnv opdada twv
enavaAappavopevwy
OTEPEOTUTIKWV
cuumnepldbopwy)

TLoupBaivel 6tav éva
atopo spdavilet
Kamota aAAd XL 6Aa
TOL CUMTTTW LOTOL

AapBavel Stayvwon AAA-pun
AAWC KaBopLlOPEVNG

Aappavel Stayvwon
AAA-pN GAAWG
koBopllopevng

‘Oool epdavitouv
OUMITTWLLOTA KOWWVLKNAG
ETUKOWVWVLOG aAAd OxL
enavalapupavoueveg,
OTEPEOTUTUKEG
oupumnepldbopéG Aappavouy
Slayvwon Alotapaxng
Kowwvikng Emkowvwviag

Nw¢ ¢aivovrat ot
Stadopég otn
cofapotnta Twv

CUHMTWHATWY

Méow TwV SLOYVWOTLKWY
UTIOKOTNYOPLWY

Méow Twv
SLayVWoTIKWY
UTIOKOTNYOPLWV

Méow eKTINGNG TNG
Baputntoag twv
CUUMTWHATWV (eminedo
1,2,3)
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AIAOOPIKH AIATNQZH
OLdlatapax£g autlotikol paopatog Ba mpenel va Staxwpilovral petafh Toug aAAd Kall
amo T AAAEG veupoavamTtuélakeéG Kal pn Statapayxég. e autn tn Sladikaoio KUpLo poAo

Stadpapatitouv n Afn otoptkol Kal n KAWLKN e€€Taon.

Awapopikn Awcyvwon AA®D kat Nontikn¢ Avannpiog
Av KOl UTIAPXOUV KOLWVA XOPOKTNPLOTIKA HETaty twv SdUo Slayvwoswv, n ENewdn
ETUKOLVWVLAKNAG LKAVOTNTAG, KOWWVIKAG OAANAEMiSpaong Kal o€ avamtuilokoUG TOUE(G

(A6yoc, kKowwvIkEG SeELOTNTEG).

Awapopikn Awcyvwon ano tnv Eiéikn Nwooikn Awatapayn (ErA)
To XOPAKTNPLOTIKOTEPO MAEOVEKTNHUO TwV Ttatdlwy pe ETA ival n koavotntd toug vo
XPNOLOTIOOUV TNV EEWAEKTLKN ETMLKOWVWVIA YLO va. ekdpaoToUV, KATL TTou 6€ cupBaivel ota

b pe AAQ.

Awapopikn Atayvwon ano tn Awarapoxn EAAsiupatikng lMpoooxng-Ynepkivntikotnto(AEN-
Y)

EivaL n mo ouvnBlopévn AavBaopévn diayvwon. H unepkvntikdtnta Sev eival éva
OUUMTWHO artOKAELOTIKO TNC AEM-Y. H UTIEPKLVNTIKOTNTA KOL N TTOPOPUNTIKOTNTA UTIAPXOUV
Kal ot Suo Slayvwaoelg, aAAA n vonuoaouvn, N EMLKOWVWVLO, TO TTALXVIOL KOl Ol KOLWVWVLKEG

6e&lotnteg eival avénada otn AEM-Y.

levikd otn AEM-Y ta dtopa Sev aviwetwrnilouv mpoPAnuota emikowwviog Kkat
Kowwvikomoinong, Unopet va xpelaotel Stapopodiayvwon amo tn AAD oe maudid mou Sev

QVTIAOUBAVOVTOL KOLVWVIKOUG KAVOVEG KOlL £XOUV TIEPLOPLOEVO EUPOC TIPOCOXIG.

Awaopikn Atayvwon ano tn Zxi{oppEvela

H S1akplon autr €xeL eMEABEL OUCLOOTIKA ATIO TNV MPWTN SLAYVWON TOU AUTLOHOU TIoU
glonyaye kat tov 6po (Kanner). 2tn oxllodppeévela dev napatnpeital mpoPAnUa otn YAWOOLKN
ETUKOLVWVLA, OUTE OTLG KOWWVLIKEG §e€LOTNTEG. EMtiong mapouotalouv Udeon katd tn Andn tng

dAPUAKEVUTIKNG OAYWYNC.

EvSeXopEVWE VA CUVUTIAPXOUV OUWG KoL oL SUo StatapayEg, yla mapadelypa o modi
HUE QAUTIOMO, av gpdaviotolv Peudalobnoelg N mapaAnpnTikég 6éeg (Siapkela>1unva),

OTOTE O€ AUTH TV Mepintwon tiBevtal kat ot Vo dtayvwoelg. (Mukherjee 2017)
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2YNNOZHPOTHTA

Aev gival acuvnBloto yla madla pe AAD va emiokenTovtol 151K yLo 0vnouXLleg Tou

adpopoUlv oXeT{OPEVEG TABNOELG (CuvvooNnpPOTNTA). Z€ AUTEG TTEpAQUBAavovTaL:

1)

2)

M'vwotikn Avarnnpia (Fevikn Avamtuélakni KaBuotépnon (GDD) 3 Nontkn Avarmnpia(ID)):

‘Exet avadepBei oto 50-70% twv atouwv pe AAD.H peyaAn mokihopopdia opeidetal otn

Sladopd twv pebodwv afloddynong. H Sltadikacia Ba mpmel va yivetal e epyaleia mou
va Baacifovtal Kuplwg o PN-AEKTIKEG SEELOTNTEG.

EruAnyia: OAot oL TUTOL eTUANTITLKWY Kplogwv gpdavilovtal o éva 25-30% Twv ATOpwWY
pe AA®, pe péylotn rubavotnta epdaviong o Vo dacelg, Tn Bpedikn Kot TV epnPLkn
nALKia.

Muik Auotpodia Duchenne/Baker: Mpoodateg €psuveg delyvouv MwC TO MOCOCTO
epdaviong AAD otn puikn duotpodia Duchenne/Baker sival peyaAltepo amd autod Tou
yevikoU AnBuopou (3.1-19%). Ta eupUATA QUTA amoTEAOUV EVOELEN OTL O A0BEVE(G pE
AAD, oL Stayvwoteg Ba MPEMEL va EMAypUTIVOUV yLa OTOLKElOL TTOU TTapATNPOUVTAL OTh
puikn Suotpodia, OMwe vontikn avamnpia, umotovia, Betikd Gower's sign, Kol
Pevdolmeptpodia yaumac.

Wuxlatpikég voool: AEM-Y, KataBAupn, Ayxog, 16sopuyavaykaoTtikn dtatapaxn
AuokoAieg OpéPng: MNeplhapPavel T Pelwpévn pacnon, dtwyn amodoxn tpodwv,
MEYAAN eTUAEKTIKOTNTA TpodWVY, AmooTpodn YL KATOLEG TPOdEC, ApvNOn cuvepyaciag
TNV WP TOU YEULATOG

F0OTPEVTEPLKEG TIAONOELG: ZUXVEG EUECELS, YOOTPOOLoODAYLKI TIOALVOPOUNGH, CUXVEG
Slappoleg, xpovia Suokolllotnta Kot SloAelmov  KoWlakd AGAyog, elval  ouxva
avadepoOUeVa TAPATova.

Avokolieg 'Yiivou: Auokolia oto va amokolpnBoulv, vuxteplva Eunmvrpata, oouvnOLoTeg
POUTIVEC OXETIKA He TNV wpa Tou Umvou odnyel oes auénuévo oupmeplpopka
npoBARUATA KATA TN SLAPKELD TNG NUEPACG KOL OTPEC YOVEWV.

Aucpopodieg: Mapatnpouvtal oto 18-20% Twv TNEPUTTWOEWV OTOUWV He AAD

(ouvbpoutkd ) un katnyoplomotnpéva SucpopdLkd xopaktnpLotikd). (Mukherjee 2017)
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XAPAKTHPIZTIKA AIATAPAXHZ AYTIZTIKOY ODAZMATOZ

KAwvikn eikova
JUVOTTTLKA  avadEépBnKav otolxelo TNG KAWIKAG €LKOVOC Kal oTo KedAAalo Tng
Slayvwotikng tafvounong. Me Baon tnv tptada twv Wing kat Gould, To XopakTnpLOTIKA TNE

AAO® Tagvopouvtal o€ 3 katnyopleg:

Atatapayéc Kowvwviknc AAAnAenidpaonc

- Amoduyn BAsppaTIKAG eMAdC

- Abduvopia cUpPETOXNG O£ OpaSLKO Tayvist

- EAAUTAG N UNGEVIKN EMIKOWVWVIO KL AVATITUEN OXECEWV UE TOUG GUVOUNALKOUC TOU

- Npotiunon os povaxkeg SpaotnploTnTES

Aduvapia avtiAnPng KOWWVIKWY KAvVovwy

ALXTAPOYEC TNG ETILKOLVWVIOG

- Amouocia i eAAuTAg avamntuén Adyou

EAALTTAG E€WAEKTIKN EMLKOVWVIQ

- HyoAaAia i otepeotumikn opAia

- IMAvlo aVTAmoKpLon oTo NXNTIKA KaAEopaTa

- Xpnon acuvnBiotou Ae€thoyiou

- Mpotipnon Bepdtwy yLa oulATnon, AUTWY IOV OVHKOUV OTO TIEPLOPLOUEVA eVELAdEPOVTA

TOou

AlaTapayec NG eavtaoiog Kot KOWWVIKNG UIUNonG

‘Evtovn evaoxoAnon pe pn cuvnBlopéva evdladEpovta (amopvnoveuon aplopwy)

- MpookOAANoN € POUTIVEG I TEAETOUPYIEG

- Eppovn pe ouykekpLUEVO QVTIKE(HEVA

- YTEPEOTUTIKEG, EMOVAAXUBAVOUEVEC KLVIOELG

- Aduvopia cUPPETOXNG Ot ToXVibLa KOWWVLIKAG Lipnong n og auBopunto matyvidt

- Avodopla os alayn poutivag i Slakomr oTepeoTUTILKWY dpaotnplotntwy. (Partland

&Volkmar 2012)

AloOntnplakn Asttoupyia
Aladopormonoelg otnv atoBntnplakn Asttoupyia twv atopwv pe AAD umopouv va
taflvounBolv yevikd oOe TPELS KOTNyopieg: tnv awobntnplaki umepevalobnoia, tnv

alobntnplakn umosuatlobnaotia kat tnv avalntnon epebiopartog.
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AUTEC oL SlatapoayEg alobntnplakng enefepyaciag pnmopolv va cuvdebolv pe alAa
Baowd xoapaktnplotikd tg AAD, onwg OtL ol alayeg otnv alwodntnplakn avtiAnyn
oxetilovtal ouvhBwE ONUAVTLIKA LE TN 00PBAPOTNTA TWV CUUNTWUATWY o€ AAAOUG TOELG Tou

ennpealovrtat ano tn AAD omwg n kowwvikn aAnAenidpaon. (Baum et al.2015)

Onttikn Eneéepyaoia

Ta atopa pe AAD €xel mapatnpnOsl mwg eudavidouv BeATLWOoELG 0T cUUTEPLPOPQ
otav AapPavouv, amhda oaloOntnplakd epebiopata , svw sudavilouv eMeippora otav
Aappavouv moAumhoka epebiopata. Ta otolela autd edpalwvovial PeE Tn HeEAETN TOU

OTTTIKOU GUGCTHHLOTOG.

Mo nopadeypa, atopa pe AAD £xel mapatnpnOel otL elval kaAUTepa otn SLAKpLON
METAEL OTMTUKWY €peBlopdtwy Tou elval tomobetnuéva oe onuela pe Sladopetiki
dwtewotnta, aAAd sudavilouv duokoAieg otnv avtiAnpn Stadopwv evdeifewv vdng n

avtiBeongc.

Y€ QLo OXETIKA dladlkaoia mapatnpnoswy autng g anAng/ocuvBetng dixotdounong,
SLOTMLOTWVETAL TEPAOTLA TTOCOTNTA eVOElEewVY OTL Ta atopa pe AAD £xouv eite ducloloyikn
glte evioxupévn amodoon oe SLASIKACIEG TOU €XOUV va KAVOUV WE TNV avAAUOn TNG
Aemtopépelag Tou epediopatog, aAAA pmopel va £xouv SUCKOALEC OTaV N AETITOUEPELA QUTH

TpENeL va ouvdeBel yla va oXnUaTLoTeL Pt oALoTikn €lkéva. (Baum et al.2015)

Akouvotikn Eneéepyacio

MeA£ETeC yla TNV aKouoTwKN emnefepyaoia kot avtilndn otn AAD®, sudavilouv éva
HOTIBO OMOTEAEOUATWY OUOLO HE QUTO TNG OMTIKAC avTiAnyng, pe OSuokolieg mou
eudavilovral 6Ao kat mo évtova KaBwg n MOAUTTAOKOTNTA TNG AKOUGCTIKAG TTAnpodopiag

auéavetal.

Mpayuoat,, to Kopudoio oe SucokoAia Ba pmopoloes Kaveic vo TEL, TWE €ival n
enefepyacio TG o ouvOeTtng popdnNG aKOUOTIKAG MANpodOoplaC — TA CUOTA KOWWVLKAG

oAAnAsmtidpaonc, ota onoia cuvBwg uotepolV Ta dtopa pe AAD.

AuTEc oL eMelelg Ttou oxetilovtal pe TNV enegepyaoia TG KOWVWVLKO-ETILKOWVWVLIOKAG
0KOUOTLKAC TANpodoplag, Umopouv va rapatnenBolv akopn Kal os amAég Stadkaoisg, Omou
Ta atopa pe AAD Seiyvouv unepBarlovoa SuckoAia OTo va avtiSpAoouV OTO OKOUOTIKA
gpebioparta kowwvikng alnAenidpaong, mou neptlapBdvouv oAhd Sev meplopilovtal oto

Aoyo. (Baum et al.2015)
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Eéwbektikn atoOntnplakn eneéepyaoia

Mapd To yeyovog OTL N TEPLOCOTEPN £PEUVA OXETIKA LE TNV alobntnpLlakn Asttoupyia
£0TLAEL OTNV OTTIKN I OKOUOTIKN emefepyaocia (evdexopévwe emeldn n ouvdeon e TV
KOWWVLKN aMnAenidpaon eival mo eudavng), n amntkn enefepyaocia Siadpapatilet
ONUOVTLKO POAO OTNV KOWWVLKA OVATTUEN, UTIOSELKVUOVTAG TWE UIMOpEL va amoteAel pia
ONUOVTLKA CUVIOTWOO TIOU TIPEMEL va PeAeTNBel yia petaforéc otn AAD. Emumpdobeta, ol
QVWHOALEG OTNV ATITIKA OVTATTOKPLON Elval €va amod Ta 1o cuxvad avadepopueva ipofARpaTo

aoBntnplakng enefepyaciog mou avadépovrtal anod yoveig madiwv pe AAD.

AM\eG €peuveg UTTOSELIKVUOUV OTL OL aloBnTnpLOKEG SUOKOALEG £XOUV TTPOEKTAON Kal
OTIG XNUIKEG aloBnoelg. O StatapayEg otn yeuaon sival cuxva avadepOUEVO CUUMTWHA OF
atopa pe AAD. Tuyvol mapdyovieg yla dpvnon ¢ayntou gival emiong n udr, n mukvotnTa, N

veuon, N LUpwdLA, oL avapielg kal to oxnua.

16t06ekTikn atodntnplakn eneéepyaoia

MNpoodatn €peuva UTTOSELKVUEL TTWG N ETILKEVTPWON O LOLOSEKTIKEG aLloOoeLg Uropel
va anokaAuPouv evdladpépouaes Sladopég petafld AAD kot TUTIKAG avamtuéng. Aladopeg
otnv awboucaia emefepyacia kal TNV BlodekTikoTNTA £lval Suvatod  AVTIKELPEVO

napakoAouBnong otn BBAloypadia tng AAD.

Ta datopa pe AAD Seiyvouv va €xouv PeyOAUTEPN EUTLOTOOUVN OTNV LOLOSEKTIKNA
mAnpodopia aAAd ¢TwyO oTaTIKO €Aeyxo. ETutAéov, £xel davel EUMeLpIKA OTL TA TALSLA UE
AAD epdavilouv evioxupévn LKAVOTNTA va eVIOTI{OUV TO 0hUYUO TOUG, OE OUYKPLON LE TA

TaLSLA TUTUKAG avantuénc. (Baum et al.2015)

Kiwvntikég Alatapayeg

TUTUKEG KLVNTIKEG SLATAPAXEG TIOU LIMopoUV va rapatnpnBoulv otn AAD eival:

- KaBuotépnon KvnTikwv AELTOUPYLWV
- Ymortovia

- Ampatia

- Aatapay£ég ouvtoviopoU

- Awtapayég Badlong kal .oopporiag
- Badlwopa otic poteg

- ATuma KLVNTLKA oTepEOTUTIAL
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NEYPOBIOAOTIA THZ AIATAPAXHZ AYTIZTIKOY ®AZMATOZ

Onwg TOAEC UEAETEG OMOSELKVUOUV, N «OUTLOTIKN ocuumepldpopa» odelletal oe
opyaviky SucAeltoupyia tou eykeddAAou, n omoia TOUTOTMOLEITAL Kol amd TIG EMUANTITIKEG
Kpiloelg (1/3 mepimou TOU TOCOOTOU TWV TMACXOVTWY) KAl TN VONTIKN avamnpia n omnoia

ouvbéetal pe tn AAD oto 40-70% TwV MEPUTTWOEWV.

ZNUOVTLKA VEUPOAOYIKA CUUMTWHUATA TTOU £Ttion¢ mapouatalovral o atopa pe AAD
gival ot dlatapayeg Umvou, ol Slatapaxeg AOyou Kal oL KIvnTikEG dlatapaxeg (duompakia,

aduvapia Kvntikol guvtoviopoU, mpofAnuata oto Badlopa Kal actabela).

INUAVTIKA wOnon otnv €peuva yla TOV QUTIOUO €XOoUV SWOEL Ol OYKOUETPIKEC, Ol
VEUPOOTTELKOVIOTLKEG KOl OL LEAETEG vekpoiag eyKEDAALKWY LOTWV, OL OTIOLEG ATTOKAAUTITOUV

tnv naBoloyikr veupopLoloyia tng dtatapaxng. (Park et al.2016)

OYKOUETPLKES KOl TATOAOYOAVATOULKES AVWUAAIES
H nepipetpog tng kepahng matdlwy mapouoialel taxeia avénon kotd tn Bpedikn nAkio

KOl aUTO £ival to A€oV emiBefalwpévo eUPNUA OTOV AUTLOUO.

OL VEUPOOQTIELKOVIOTLKEG MEAETEG €xouv emiong Seilfel OTL N ouvoAikn Slelpuveon Tou
OyKoU Tou gykedalou oxetiletal pe avénpévn untopAolwdn Aeukn ouoia oto petwriiaio Aopo

KoL N pucotohoyikn avamntuén otov eykedallko GAOLO Kol TNV apuySain.

OL PETPAOELC TOU OYKOU TNG OpUYSaANg mopouctdlouv avildpaTikd amoteAéopaTa
HETAEL TWV PEAETWY Kol auto odeiletal ot SLadopeTikéG NALKieg Twv aoBevwy TG KABe
peAétng. Qotdoo, onuavtiky peta-avaiuon dailvetal va katadelkviel av€naon Tou OYKou TtTng

OUYSAANG o€ ULKPOTEPEC NALKIEG, N oTtola OpwWC Sev mapoucLaleTal o peyaAUTePEG NALKiEC.

Avwpalieg otov Oyko tng mapeykedaAidag £xouv avadepbel kol adopolv otnv

mAsloPnodia Twv acBevwv pe AAD.

‘Ocov adopd oTo HeCOAOPLO, EXEL YEVIKA HUELWHEVO pEyeDOG o atopa pe AAD. Auth n
peiwon tou pey£Boug pmopel va odnynoel os eAATTwon ouvdeoWOTNTAC METAED Twv
nuiodalpiwy, Kal uropel va epnAéketol otnv naboduololoyio Twv yVwolakwy Slotapaywyv

KOl KALVIKWY XOPOKTNPLOTIKWVY TNG AAD.

Néec amelkoviotikég péBodot (DTI, fMRI) €xouv katadeifel Siakomn Twv 06wV NG
AeuUKNG ouoiag KoL amocUVEeon UETAEY TWV TIEPLOXWV Tou eykedahou oe aoBeveic pe AAD.
EvSladépov mapoucidlouv amoteAéopata fMRI mou oamokaAVmtouv ovwpaAa potifa

gvepyornoinong Kol ouyxpoviopol UeTafl twv Stadopwv Teploxwv tou ¢Aolol Kal Tou
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unodAolol. Ta EUPAUATO QUTA UTIOSNAWVOULV TN HELWON TWV AELTOUPYIKWY CUVOECEWV KATA
TIC epyaoieg NG ophlog, TNG emiluong mMPOPANUATWY, TNG HVAMNG €pYAciag Kol TNG
KOWWVLKNG vononc. To To aflomioTa KATayeypapuévo elpnpa €lval N UEWWUEVN
gvepyornoinon tng otpaktoeldoug £AlKag mou odnyel Toug avOpwWIoug LE QUTIOUO va

QVOAUOUV TO XOPAKTNPLOTIKA TOU TIPOCWITOU GOV VA £LVAL QVTIKEIEVO KOl OXL UE TO VONUa

™G €kdpaong.

EvSei€elq yla avwpaiieg otov Oyko kKataypddovtal Kol oTLg LEAETEG TTAXoUG Tou dAoLlou
TIOU TEPLEXEL TN daLd oucia. OL TEPLOOOTEPEG LEALTEG £XOUV avadEpel aUENOELG O TIUEC OL

OTIOLEG TElVOUV va €lval TILO £VTOVEG O€ TIadLA PLKpOTeEPNG nAkiag. (Park et al.2016)

Eupruata o€ KUTTAPLKO EMINESO OTOUG VEUPWVES
Ot SouikéG avwpaAieg TNG opydvwong tou eykedaAikol dpAoloul, tng mapeykedaAidag
Kol aAwv urtoprowwdwy Sopwv daivetal va eival oL To e€€xouceq VEUPOTIAOOAOYIKEC

Stadpopormoioslc otn AAD.
YT pXouVv TOUAGXLOTOV TPELG TUTOL TTABoAOYIKWY avwUoALwY oth AAD:

1. Meiwon Twv kuttapwv Purkinje

2. AMNOYEG OXETIKEG He TNV NALKia, og pnéyeBog, aplBuod veupwvwy otn Staywvia {wvn ™G
£€A\kag Broca, toug mapeykedaAlSIkoUG TIUPVEG KAl TV KATW gAaia TOU TPOWNKOUG
pHuelov

3. ALaKOTIA TN TUTILKAC AVATITUENC TWV VEUPWVWY TOU TIPOCOL0OU HETALYULOKOU CUCTAATOC

EKTOC ammd aUTEC TIG avwaAleg TNS Sopng Twv KuTtdpwy, Sladopd dalvetal va UTTAPXEL
othn Soun Kal Twv oplBpd Twv pikpootnAwv tou dpAolol ot atopa e AAD. Npoodateg HeAETeC

Selxvouv eniong mBavr cuoxeton tng AAD pe tn AelToupyla TwV KOTOTITPLKWY VEUPWVWV.

MadoAoyikn Nevupoxnueio
Juvexwg £€eAlOOOUEVEG £lvol OL £PEUVEC Yl TO POAO TWV VIOTAWULVEPYLKWV Kol
yAoutauwvepykwyv unodoxéwv otn AAD. Emiong oL €pEUVEG yla TO POAO TOU XOALVEPYLKOU

oUOTAUATOC, TNG ofutokivng Katl yAouTapkol o€€oc.

H maBoloyia tou y-apiwvoPBoutuplkol of€og daivetal va adopd ToV AUTIOHO ot

mAaiola Twv ouvpduwv Angelman kat Prader-Willi. (Park et al. 2016)
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AITIOAOTIKEZ OEQPIEZ

1. Ocewpia MapakwAuouevng MAaotikotnTag

Elval eup£wg yvwoto OTL 0 eyKEGANOC TWV AUTLOTIKWV TTALSLWV e aVIleL AELTOUPYIKEG
koL popdohoyikeg Suoheltoupyiec. Meléteg pe xprion fMRI €xouv nén Seifel onuavtikn
pelwon otn ouvdeoIUOTNTA PEYAANG AmOOTAoNG OTOUG eykePAAoug atopwv pe AAD. It
uikpoSouko emimedo, n amodlopyavwaon TnG eykedaAlkng avamrtuéng mpokaAsitol amd
QVWHOAN pUBULON TNG KUTTAPLKNC dlaipeong Kal tTng anontwong, Kobwg £miong Kal omo

au&nuévn veupwvikn dAeypovr.(Kana et al.2014)

MNpéodata, vumnApéav  evbeiéelg oOtL  potiBa  umoouvdeowotnTtog Kol
UTIEPOUVOEGIUOTNTAC UTTOPOUV va TtapatnenBolv otov eyKEPAAO QUTIOTIKWY Ttatdlwy. H
Sladopd peTafl UMEPOUVOECLUOTNTAG KOL UTTOCUVSEGLUOTNTOC e€apTATAL O NALKLOKOUG

TLOPAYOVTEC.

Yriapyouv emniong evdeifelg 0TL 0 eyképahog evog atopou pe AAD xapaktnpiletal ano
HopDOAOYIKEG QVWUOALEC OTTWC TIPWLIUN UTIEPAVATTUEN SOUWV TOU, OTWC O UETWITILKOG

dAo10¢, n apuySaAn kat n mapeykedalida. (Fakhouri M.2015)

2. Ocswpia AuogAsitoupyiacg AlEyepons kot KataotoAng

H wooppomnuévn avamtuén Ttwv OLEYEPTIKWV KOl QVOOTOATIKWY CUVAPEWV Eglvatl
amapaltntn ywa tn puoloAoyikn Asltoupyia Twv aloBnTNPLOKWY KAl VONTIKWY SIKTUWV OToV
eyképalo. H avicoppomnia o autr tnv avamtuén umopel va empépel tnv maboyeveon
Sladopwv  veupouxlatplkwy  Statapoaxwv, oupneplhapfavopévwy  tng AAD®, 1Nng

oxXl{odpEvelag KaL TNG SUTOALKNG Statapayng.

JTO WPLUO KEVIPIKO VEUPLKO olotnua, ol GABA-SLAUECOL VEUPWVEG OTEAVOUV
OVOOTOATIKEG OUVAMTIKEG TANPOGDOPIEG, €VW OL YAOUTOMLVEPYLKOL VEUPWVEC OTEAVOUV
SleyepTikeg mMAnpodopieg. Ol peTaAAAEELS Kal oL TtepLBAAAOVTIKOL TAPAYOVTES TTOU AUEAVOUV
TN YAOUTOMIKN onpatodotnon n pewwvouv tn GABApPYLKH ONUATOSOTNGCN HUIMOPOUV va

odnynoouv og avioopporia, Kal Kot eméktacn va avénoouy Tov kivbuvo gudaviong AAD.

YTapxeL £VOl ONUOVTLKO TTOCOOTO EPEUVWYV TTOU avadEPeL Twe Ta atopa pe AAD €xouv
uPNAOTEPO A6 TO PUOLOAOYLKO YAOUTOULVIKO eTtinedo oto aipa. H GABA nou Stadpapatilet
pOAo KAELSL oTn pUBULON TNG VEUPWVIKNG SLEyepang, elval emiong dLadopeTIky O ATOUA UE
AAD, yeyovog Tou €xel wG amoTeAeopa SLadopous KAVIKOUG GavOTUTIOUG, LETAEU QUTWY

ETUANTITIKWY KPLOEWV Kal vonTKwV avamnnplwv. (Takahashi et al, 2012, Fakhouri 2015)
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JUMIEPACHOTIKA, T oTolxela oSnyolv oTo OTL UTAPXEL ML cadrg Slotapayr oto
UNXaVIoUO YAOUTAULKIKAG SLEYEPONG KL OTOV AVOOTAATIKO GABA pnXoviopo, otov eykédalo
atopwv pe AAD. Qotooo, dev elval AKOUA YVWOTO TO WG OLUTEG OL CUVATTTIKEG TTANPodOopPLES

EMNPEAGIOUV TO VEUPWVLKO KUKAWLA KOL TNV KOWWVLKI cupnepldopd.

3. Ocswpia tou vou (Theory of mind- ToM)
Ot peléteg Tng Bewplag Tou vou £Xouv KUpLOpXHOEL oTNV €peuva o€ dtopa pe AAD ebw
KOl PKETEG SeKaETiEC, KAl £XOUV PEPEL OTO WG CNUAVTLKEG SUCKOALEG OTNV EVOWUATWUEVN

TmAnpodoplia MVEUUOTIKNG KATACTAONG.

H Bewpla tou vou elval n kavotnta va aviAapBAVETOL KOVELG TVEUUOTLKA,
UTTOKELUEVIKEG TIVEUUOTIKEG KOTAOTAOELG, OTLG OMmoieg cupmepAapPfdavovtal ol oKEWPELS, oL
emBupieg, avefaptnta armod TO av oL KATAOTACELG AUTEC elval TpaypaTtikes. H Bewpla Tou vou
ovantuooetol vwplc os madld xwpig avamnpieg, aAAd kaBuotepel oNUAVTIKA O TTALSLA e

AAOD.

Mpayporty, Ta modd pe AAD yeVIKA amOTUYXAVOUV TNV IpWTn Gopa otnv e€€taon g
Bewplag Tou vou, n omola amaltel amd QUTA VA KATOWVOOUV OTL oL AAAOL UrmopoUv va £Xouv
TEMOLONOELC YLO TOV KOO0 TIOU UMopEl va eival amokAivouoeg | AavBaopéves. H amotuyia
og auth tnv e€€taon pmopet va e€nynoel tn duokoAla otnv Kowwviky oAAnAsmibpaon Kot

ETUKOLVWVLA TIoU Ttapatnpeital ota drtopa pe AAD.

ApKeTOl EPEUVNTEG €XOUV TIPOTEIVEL WLOL KOWWWVIKO-cuvaloBnuatiky g€nynon, otL n
avikavotnta otn Bswpla tou vou ota dtopa pe AAD odeidetal otn SaotpéPAwon tng
KKavoTnTag va avayvwpilouv kal va amokpivovtal oe cuvalcBnuata. (Moran et al.2011,

Fakhouri 2015)

4. Karontpikoi veupwveg kat AAQD

YTapXOUV CUCOWPEUUEVA OTOLXELD TTOU avaSELKVUOUV TN ONUOoia TwY KATOMTPLKWY
VEUpWVWV 0Tn veupornaboduatoloyia tng AAD. OL katomTplkol VEupwVeG elval eykeDoAkd
KUTTOPA TIOU EVEPYOTIOLOUVTOL OTAV £va GTOMO €KTEAEL pla oUYKEKPLUEVN Spaotnpldtnta,
oA\a emiong otav n Spactnplotnta auth mapatnpsital. EpmAékovtal os Tdpa MOAAEG
Aeltoupyleg, HETOEU AUTWVY TNV AVAYVWPELON KWYNTIKWV Spdoswv amd GAAoug Kal tn puBuLon

KoL oS00 KOWWVLKWY, CUVOLOONLATIKWY KoL YVWOTIKWY KAONKOVTWV.
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Mpoodatec Epeuveg UTOSEIKVUOUV OTL L0l SUCAELTOUPYLO OTO KATOTTPLKO VEUPWVLKO
oclOoTNUA, Hmopel val 08NYNOEL OE KOLWVWVIKEG KOl YVWOTIKEG SLATAPAXEG TTOU OXETI{OVTAL E

AAOD.

To KATOTITPLKO VEUPWVLKO cuotnua Sivel tn duvatdtnta ota dtopa va katalaBaivouv
TIC TIPAEELG TWV AAWY, Kal va SLEUKOAUVOUV TLG KOWVWVIKEG YVWOTIKEG AEITOUpyleg, OTwE n

gvouvailobnon Kal oL CUVOLOBNUATIKEG KATAOTACELG.

Elval emiong yvwoTto mwe oL KOTOMTPLKOL VEUPWVEC EVIOXUOUV TN oUVEPYAGCLO LETALY
TOU KvnTkoL $pAoLol Kol Twv UPNASTEPWY TIEPLOXWV OTITLKN G ETeEEpyATiog, Kol EUTAEKOVTOL

OTO AOYO, TN VAN, KOL TO OXESLACUO KLV OEWV.

Exel Bpebei mwe n SpaotnpldTNTA TWV KOTOMTPKWY VEUPWVWVY £lval dtadopeTiky ot
b pe AAD , KaL AUTO TOUG OTTOTPETEL OO TO VA KATAAABaAivouV TIG TPAEELS TWV AAAWV.

(Gallese et al. 2013, Fakhouri 2015)
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AIATNQ2TIKEZ MEGOAOI

1. Awayvwortika epyalAeia
ApKETA OlOYVWOTIKA oToBOulopéva TeoT €xouv avamtuxBel ylo tnv KoAUtepn

afloAoynon Twv oL UTEPLDOPLKWY XUPAKTNPLOTIKWY TwV tatdlwy pe AAD.

ADOS: 2tabuiopévo SlayvwoTtiko gpyaleio mapakolouBnong to omnoio Pfonba oto va
afLoAoynBoUV Ta KOWVWVIKA KaL ETILKOWVWVLIAKA EAAELLOTO TTOU OXETI{OoVTOL UE CUUTIEPLDOPES
oxetlopeveg pe AAD. MeplhapPAvel TNV TOPATAPNON €VOG UTIOKELMEVOU VW EKTEAEL
daVTaOoTIKEG SpaOTNPLOTNTESG KAl KOWWVIKEG Sladikaoieg mou puotoloyikd Ba anoteAlolos

auBoépuntn cupneplpopd.

ADI-R: NeplapPavel nui-Sopnuévn cuvévteuén mou Sle€Ayetal He TOUG YOVEIG UE
OKOTIO VA aviXveUBoUV avwUOALEG TTOU CUVASOUV e SLATOPUXEG OTLG YAWOOLKEC, KOLVWVLKEG,

CUUTTEPLPOPLKEG KOL YVWOTLKEC AELTOUPYILEC.

CARS (Childhood Autism Rating Scale): KAlpoka ocuumnepldpoplkng Katnyoplomnoinong,
mou e€UTINPETEL WG Xprowo epyaleio otn Swakplon tg AAD amd Tig AMEG avamTuELaKES
Slatapaxég Omwe n vontkr avamnpia kat PDD-NOS. Xpnowomolsital emiong yla va
neplypadel molotikd n cofapotnta tng Slatapaxng tou maldlov pe Pacn TNV ApEon

OUUTEPLPOPLKI TTOPATAPNCN KAL TN XPHON OTAOULOHEVWY SLayVWOTIKWVY KpLtnpilwv. (Vorstm

H kotnyoplomoinon twv Slatapoywyv Katd tn Stdyvwaon, yivetal pe Baon ta kpLtipLo

tou DSM-V kat tou ICD-10. (Vorstman et al.2017)

ITaOpopéva SLayvwoTikd teot yia th AAD

Checklist for Autism in Toddlers (CH.A.T.)

Modified Checklist for Autism in Toddlers (M-CH.A.T.)

Autism Diagnostic Interview (ADI)

Autism Diagnostic Interview -Revised (ADI-R)

Childhood Autism Rating Scale (C.A.R.S.)

Gilliam Autism Rating Scale (G.A.R.S.)

Bayley Scale for Infant and Toddlers Development (B.S.D.l.)

Autism Diagnostic Observation Scale (ADOS)

Social Communication Questionnaire (SCQ)

AvoBswpnuévo Wuyoeknaldeutiko MpodiA (PEP-R)

Nivakag 3: To gupféwg XxpnolpomoloUpeva otabulopéva teot aflohoynong AAD (Vorstman et

al.2017)
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2. Alayvwotikoi eikteg
‘Evag ohogva aufavopevog aplBpog epeuvwy KateuBUVETAL PO TNV avakaAun Kot

QVATITUEN VEWV SELKTWV WG KAAUTEPN KAWVLK Stdyvwon tng AAD.

Aelktng pmopel va eival pla HeTABANTH TIOU EUMALKETAL OTN CUUMTWHATOAOYIA TNG
Slatapayng mou adopd OAa ta dtopa mou Th dpépouv. Mmopel va petpnBel ansuBeiag amno
£Vl OUYKEKPLUEVO 00Bevr, XPNOLUOTIOLWVTAG €gualoBNnTeC Kol QELOTILOTEG TIOCOTLKEG
puebodouc. Alddopa popla mou Ba pmopoloav va Spacouv wg mBavol delkteg yla TN
Slayvwon tng AAD £xouv tautomnotnBel, katmephapBavouv veupodlaBiLBactég omwg n GABA,

n yAoutapuivn kat n oepotovivn (5-HT).

Mo mapadelypa, To eninedo oepoTovivng 0To alpa, IOV amoTeAEl TOV MPWTO SeiKTN IOV
tautonolOnke og atopa pe AAD, €xel Bpebel auénuévo og MOCOOTO MEPLOCOTEPO TOU 25%
TWV QUTLOTIKWV oTOpwV. Me §edopévo OtL n oepotovivn Stadpapatilel Evav Kpiolpo polo oth
puBULON TWV CUMUTIEPLPOPLKWY, OUTOVOUWY KOl YVWOTIKWV AEITOUPYLWY, 8ev TPOKAAEL
evtUTwon OTL To eminedo tnG aveuploketal pn ¢uaclohoylkd oe datopa pe AAD. AMol
Bloxnukoli 6eikteg mou oxetilovral pe tn dtayvwon AAD ival oucieg TOu OUPOTOLNTLKOU TTOU

gival kuplwc tpuntodavikol Kot ViKoTvikol petaBolitec.

Oppovikoi kat avoooBloloyikot Blodeikteg £xouv emiong anodelytel anoteAeopotikol
otnv avixveuon tg AA®. Ou evbeifelg unootnpilouv nwg n AAD xapoktnpiletol amo
TPOTIOTIOLNMEVO  ETUMESO OPHOVWY, CUMUMEPIAAUPBAVOUEVWY TNG VIOMOMIVAG KAl TNG
ofutokivng, Tou eival onuaviikol veupoppuBuLoTEG otov eyképalo. Me tn xpnon PET
topoypadiag, PpEBnke OTL TO VIOMOULVEPYIKO cUoTnUa eival SLadopeTikd otov eyKEPAAO
nadlwyv pe AAQ, Kal Kuplwg oto MpopeTwrilaio GpAold, TV TEPLOX) TOU OXETIIETAL LUE TNV
emuPBpaPeuon kat Ta kivntpa. EmumpooBétwe, n ofutokivn, n opupdvn mou Sladpapatilel
ONUAVTIKO pOAo otn puBbulon twv emavalapBavopevwy cupmepldopwy, OVIXVEUETOL OE
ouvénuévo eminedo oto MAGOUO Ot ATOUO HE CUUTEPLPOPLKA KOL VEUPOAVATITUELOKA

npoBAnuata oxetilopeva pe AAQ.

H mopoucia avocoBloloylkwv Selktwy, ONMwWG Kutokiveg Aeypovwy Kot
outoavilowpata, €miong oxetilovtal HE TA  UTOKELUEVA  XOPOKINPLOTIKA — TWV
veupoavamntuélakwy Statopoywv. Auénuévn mapaywyr Twv TPodAEYUOVOSWY KUTOKLVWV
OMw¢ 0 auénTikdg mapdyovtag petaoxnuatipol dAda (TGF-al), o mapdyovtag VEKPWGNG
oykwv aAdoa (TNFa), n wrepAeukivn 6 (IL-6) kat n wtepAeukivn 10 (IL-10) mapatnpolvtal
OUXVQ O QUTLOTIKA ATOMA KAl LItopoUV va HeTpnBouv Kot armd eykedaAlkoug LoTolg Kot oo

Selypata aiparoc. (Vorstman et al.2017)
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3. Neupoaneikoviotikég uédodot

Me tnv £€€ALEN TWV VEUPOATTELKOVLOTIKWY HEBOSwY, gival TTAéov KaAd eSpalWUEVO TO
YEYOVOC OTL N HELWHEVN €YKEDOAKN ouvdeoloTnTA €ival éva amd Ta UTOKElpeva
XOPOKTNPLOTIKA TWV CUMITTWHATWY TNG AAD. Ze dtopa pe AAD, LELWUEVN LETWITO-TIOPELAK)
ouvdeolpuoTNTA £XEL TIAPATNPNOEL 08 CUYKEKPLUEVEC TIEPLOXEG TOU EYKEPAAOU LE TN XPHOoN

fMRI, koL oxetileTal pe Ta cupMTWOTa Tthg AEM-Y.

OL OmelkovIoTIKEG HEBoSoL pmopoUv va xpnoldomotlnBolv ylo TOV EVIOMIOUO
SUCXEPELWV OTNV EVEPYOTIOLNON CUYKEKPLUEVWY EYKEDAALKWV TIEPLOYXWV KATA T SLApKELa
YVWOTIKWVY €PYAoLWY, OMWEG TNG KATW Kal MEONG METWrAlag €ALKAG, Kol TwV Baoclkwv

vayyAiwv.

AMa epyaleia mou xpnotpomnotovvtal yio tnv mpoPAen peAlovtkng dtayvwong AAD
oe madla eivat n MRI (structural magnetic resonance imaging), n DTl (Diffusion Tensor
Imaging), n omoia mapéxel mMAnpodopleg yio to péyebog tou eykedpdlou Katl Tn Soun TG

Aeukng ouolag.

Me tnv avAamntuén Twy TEXVIKWV LopdOUETPLKNAG avaAuong, onwg ta 3D DSMs (pHovtéla
£TLPAVELAKNE TIUKVOTNTOG) TOU OXNHOTOC TOU TIPOCWITOU, OL ETILOTHHOVEG £ival og Béon va
avayvwpilouv pe akpifela 1o ¢GaVOTUTO TOU TMPOCWTOU TWV ATOPWV pe AAD. Auto
gfunnpetel Toug KAWVLKOUG yLOTPOUCG OTN SLAKPLON TWV TMPOCWNWY Taldlwy ue AAD kot
TALSLWY TUTUKAG avarmtuéng. Emewdn n avantuén tou Mpoowmnou Kol Tou eykedpdalou eival
otevd ouvoebepéveg, avwualieg otn popdoloyia Tou mMpoowrnou cuvhBwg unmodelkviouv

SuoAettoupyia otnv eykedalikn avamtuén. (Vorstman et al 2017)

4. Kuttapoyevetikég/Moplakég uédobot

Kapudtumog -~ 5%
, WS 5 | | IS TER Y.
Ano 1o 1970 mou Ta XPWHOOWHOTO EYyLVOV '1 5 ’3‘ 2 5"
OVIXVEUCLUO KOL OPATA, O KOPUOTUTIOC XPNOLUOTIOLETaL bi \is ” i~ WO
? s 8 "
6 7 8 10 11 12

yLa TN LEAETN KAWVIKWY cuvEpOpwv. Auth n, e€opTwEvn e

MoKl Moo on
amo Tov €LOLKO, TEXVLKN ETUTIPEMEL TNV QvVAyVWAELON 13 14 15 16 17 18
oplOunTkwy kKal Sopkwv  (>5-7Mb  oe péyebog) 19 20 21 22 y x

QTUTILWV TWV XPWHOOWHATWV. Ewova 7: KAaoowkog Kapuotumog

AwaBéoiun
oto:https://en.wikipedia.org/wiki/Kary
otype
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FISH (Fluorescence In Situ Hybridization)

H xpnon onuacuévwv DNA aviyveutwv mou uBpldilovtal oe yeVOULKOUC OTOXOUG,
BeAtiwoe onUAVIIKA TNV gudloBnola TOU EVIOMIOHOU TWV MIKPWV XPWHOCWHLKWY
OVOKOTOTAEEWYV OF OUYKEKPLUEVEG TEPLOXEG. O oUVOUOOMOG TWV TAPOTNPNOEWV TIOU
efaodaiiotnke amd Tov KopuoTuTo Kal tn FISH mpooédepe tnv mMpwtn mapatnpnon tng

VEVETLKNG €TEPOYEVELOG TV AAD.

CMA (Chromosomal microarray technology)
H Xpwpoowulky avalucon He ULKpoouoTtolyiec mepllapfdavel tnv avdAuon e
ULKPOOUOTOLYiEC OUYKPLTIKOU yevwuikoU uBpldiopol  (Array Comparative Genomic

Hybridization- aCGH).

H CMA ypnotlporoleital moAl o€ MEPUTTWOELG VEUPOAVATITUELOKWY Slatapaywy Kot
OUYYEVWV QVWHOALWYV yla TNV aviyveuon HIKPOAVOKATATAEEWY (EAAEWUUATWY KoL
SUMAQOLOOUWY) TIOU £X0UV KALWVIKT onuaoia. H Stakpltikn tng tkavotnta eivat 5-10Kb, §nAadn
niepimou 1000 dopég uPnAotepn amod ekelvn Tou kopuotunou. OLpdodarteg KateuBuvTAPLEG
oényieg mephapBdavouv t CMA w¢ PEPOG TG MPWTNG YPAUUNG aLOAOYNONG YL TTaLdLA e
avartuélakn Siatapayr n AAD. (Vorstman et al.2017)

Nivakag 4: KatevuBuvtrpleg odnyleg tou American College of Medical Genetics (Vorstman et

al.2017)

KateuBuvtipleg odnyieg yla tnv KAWIKA yeveTik e§€taon oty AAD

1. OLKOYEVELOKO LOTOPLKO TPLWV YEVEWV

2. ANemrtopepng e€€taon yla va TautonotnBolv yvwotd cuvSpoua

3. XPWUOOWHUIKEG ULKPOCUOTOLXLEG
OALyOVOUKAEOTLOLKOG CUOTOLXLAKOG CUYKPLTLKOG UBPLELOUOG 1) TTOAUOPPLOUOG EVOG
voukAgotidiou

E€eLOLIKEVUEVEC PALVOTUTIKA €EETATELG:
Appeveg: 1) AvaAuon DNA yla ouvdpopo EuBpauotou X

2) ANAnAoUxLon MECP2 (av umtapXOuV CUYKEKPLUEVO KALVIKA XOPOKTNPLOTIKA)
OnAea: 1) AAAnAoUxLwon MECP2

2)Avadhuon DNA ywa oUvSpopo EUBpauctou X av UTIAPXOUV GUYKEKPLUEVA
CUUMTWHUATA ] OLKOYEVELOKO LOTOPLKO

Makpokedalia: PTEN Sequencing
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NGS (Next Generation Sequencing)

O 6pog Next Generation Sequencing xpnollomnoleitat yla va eplypael pia cuAloyn
and texvohoyie¢ aAAnlouxiong uWPnAAG OvAAUGCNG, TIOU ETUTPEMEL OTOUC KALVLIKOUG
ETULOTAMOVEC va E€TATOUV PEYAAUTEPEC TTOOOTNTEG YEVETLKOU UALKOU HE XOUNAOTEPO KOOTOG

o€ ox£on Ue T napadoaotakeg pebodoug ahAnAlovxiong.

H NGS evtomnilel petaratelg otnv aAAnlouyia yovidiwv mou KwdikomoloUv mpwIeiveg
Tou pmopel va untapyouv og maldld pe AAD, evw anouoldlouv oe AAAEG VEUPOOVOTTTUELAKEG

Slotapay£g. TuTuka xpnotlpormoleital yia va evtortilet CNVs.

H texvohoyia NGS ywplleTol TPOKTLKA O TPELG UTIOKOTNYOPLEG, OToU N KABe pia dépel
o SIKA TNG TTAEOVEKTHAHOTA KOl PELOVEKTAUOTA. AUTEG OL TEXVLKEC TIOKIAAOUV og emimebo
YEVETIKNG KAAuYng (to péyebog tou aAAnAouxoUpevou oToxou, amo éva €wg Alya yovidia
HEXPL OAOKANPO TO yovidiwpa), Kol Yevetkn avaluon (evaiwoBnola otov eviomiopo
napoaAaywv avd oAAnAouyxoUpevo otoxo). JuvhBwg Otav To HEyeBOC TOU OTOXOU
aAAnAolylong auvfavetal, tooo aufavetol o aplOuog twv Peudwg Betikwy Kol Peudwg

apvntikwy tapaAdaywv. (Ungar, 2015)

Nivakag 5: Texvikég Next Generation Sequencing (Ungar, 2015)

Texvikn MAeovektpata MelovekTpata
Mavel ZTOXEUUEVWV - YynAdtepn avaiuon amod OAeG TIg Abduvapuia aviyveuong
Fovidilwyv npooeyyioelg tng NGS napoAlaywv  Tou bev
- Nepléxet Evav aplBuo Kaha- niep\apBavovtal oTo aveA

(Targeted Gene Panels) , ,
XOPAKTNPLIOUEVWY YOVLSLWVY OXET. UE

AAD
AMnAoUxlon OAwv twv | Yrmoloylletal  Twg evtomilet v | Aduvauia EVTOTULOMOU
efwviwv (Whole Exome | mAelopndia twv mopadlaywv mou | mapaAlaywv oe un
Sequencing) KQAUTITOUV 0l0BEVELE KWELKOTIOLOULEVEC TIEPLOXEG
AMnAoUxLon OAOKANpou | Méylotn  kGAugn Tou yovibuwpotog | - XaunAotepn AvaAuon
loviSiwpuatoc (Whole (kwbkomoLoV HEVEG Kol un QIO TG TEXVIKEG NGS
Genome Sequencing) KWELKOTIOLOUUEVEC TLEPLOXEG) - YynAdtepo ko6OTOG QMo

10 WES
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FENETIKOI MAPATONTEZ

Yriapyxouv evdeifelg kal amodeifelg, AUEOEC Kol EUUECEC, OTL UTIAPXEL YEVETIKO
uTttoBabpo otn AAD. ITi¢ EPpeoec evdeitelg mepAapBAVETAL N MapATAPNON OTL TA TTALSLA TTOU
£€xouv éva peyoAutepo adepdo pe AAD sival Séka popég o mbavo va spdavicouv AAD Kat
Ta i6la, og oUyKpLON UE TO YEVLKO TTANBUGUO, YEYOVOC TTOU ATIOTEAEL TNV KANPOVOUNGLUOTNTO

(heritability). MNa toug 8idupoug n kKAnpovounoLoTNTa sival akopa uPnAdtepn.

Apeoeg evbeifelg mpoépyovtal amo SLAPoPeC TPOCEYYIOELC. T& AUTEG mepAapBavovTal
N HEAETN TWV LOVOYOVLOLOKWY GUVEPOUWYV LIE QUTLOTIKA CUUTTEPLPOPLKA XOPAKTNPLOTIKA. Tal

ouvdpopua Ba meplypadolv avaAUTIKA 0 EMOUEVO KedAAalo.

QoTO00 £va PLIKPO TTOCOOTO TWV CUVOAKWYV Ttepumtwoswv AAD gival cuvdpoutkod. MNa
0UTO TO AOYO OL EPEUVNTEC al€LOAOYOUV TO YEVETIKO KivOUVO YL N CUVOPOULKEC TIEPLITTWOELC.
YTapxouv MEPIMTWOELG oTLS omoiec n AAD sival n kUpla Stayvwaon Kal 0L Seutepomnadng os

Karmotlo cUvSpopo.

OL 800 KUPLOTEPEG KATNYOPLEG MEAETNC YEVETIKOU KLvdUvVoU yla un cuvdpopikny AAD
nepAapBAvouv TN yovidlak CUCXETLON Kal TS avaAUoel oAOkAnpou yoviSiwpatocg. Ot
UEAETEG ouoxETiong yovidiou eoTldlouv oTIC OXEOELC LETAED TN EPdAVIONG TOU GaLVOTUTIOU
AAD KOl CUYKEKPLUEVWV YEVETIKWY TEPLOXWV. AUTEG oL Tieploxég (umoyndla yovidia)
emAéyovtal ouvnBwg otn Bdon tng a priori uOBeoNg, utoAoyilovtag Tov TBavo Toug poAo
OTLG TITUXEG TNG VEUPOYEVEDNC TIoU eival mBavo va oxetilovtal pe tn AAD, 16iwg tnv eAA
ouvantiki Asttoupyia i un duactoloyikn eykedalikr cuvSeaiudTnTa. XTI £PEUVEG oUVEEDNC
OMOKANpPOU yoVISLWHATOG, 1N YEVETIKA TolKAio péoa oto yovidiwpa, otnv ormoia
neplAapBavovtal OMAVIEG KOl cuvnOLopEVeG KAnpovounolueg kot de novo HEeTOAAGEELS,

aflohoyolvtal yia bavr) cuoxetion pe tn AAD.
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~ A4~

To yevetlkd UumoPabpo tTwv AAD

A
- EUTIAEKEL gL oELpa SladopeTikwy
( Common ) Mk > TIOPAYOVIWY, OTWG YOVISLOKEG METAANGEELS,
Réfé \ variation | /. MasKed -y
| iati | | recessive | A . . A 5 SNP
\ variation variation TIOAULOPPLOMOUG VoG voukAeoTtdiou (SNPs),
Familial risk N roAupopdLopolg emaVaAQUBAVOUEVWY
B o, paterna ageld T oAAnAouxtwv (CNVs) kal eTLyeVETIKEG AANAYEG.
[ De novo “ [Recessive |
\ mutations \ mutations | (Waye& Cheng,2017)
‘Non—genetié‘ p B
\ factors
H KAWL ovoyvwplon Ttwv yvwoTwy
C 7N D i ™ ' ” oitticr dawotinwy, TOU O0bnyel o OTOXEUMEVN
T S| medical | ) , ) '
\  \conditions/ HOpLOKA SLOyVWOTLK TIPOCEYYLON, €XEL WG
R QTOTEAEOHA TNV KAAUTEPN aVTIANYN OXETLKA
| scz | ADHD |

o N\ HE TV TPdyvwon Kot v Tubavétnta

- (@ [\ d“gﬁ.’lﬁ-’{s ) =t epudaviong. O dawdtunol Tng Satapaxng
- QUTLOTIKOU  ¢paopatog¢ mou odeilovtol oe

Ewova 8: Tevetikn ouvelopopd otn AAD KAl yeyerikéc  TPOTMOMOAGEL,  Wmopolv  va

oTI§ mabnoelg cuvvoonpotntag (De Rubeis S5LapEBOUV OE TPELC UTIOKATNYOPLEC:

S.,Buxhaum J., 2015)
1. KuttapoyeveTikéG aTuTieg ToU Umopouv va

avixveuBouv Héow Tou cupPatikol Kapudtumou. Méoa o auteg mepllapfBdavovral ta
ocuvépopa Turner kal Down, KaBw¢ kot aAayEG og LEYAAQ T MOTA XPWHOCWHUATWY TTOU
oxetilovral pe tn AAQ.

2. Movoyovidlakad voonuata (<5%)

3. CNV’s (10-35% Twv MepUTTWOEWV)

Ao to AeképPplo tou 2016, meplocotepa and 800 yovidia cuumeplhapavovtal otnv
AutDB, katL tnv SFARI Gene, Baoeslg SeSopévwv ou mepthapBdavouv yovidla tou eumAékovral
otn AAD. H woxUg Twv evbeifewv mou umootnpilouv To KaBéva amo auTA MOLKIAAEL OPKETA.

Tov lavoudplo tou 2018, n Baon avtr aplBuel mavw amod 990 yovidia kot 2223 CNVs.

KaBwg n yevetkn mowilopopdia otn AAD avtikatontpilel TNV GaLvoTUTILK TIOWKIALQ,
npogkuPav kamnotla emavolappavopeva potifa os petarlaypéva yovidia, mou ekdpalovral
Of OUYKEKPLUEVOUG KUTTOPLKOUC MANOUOUOUC, OTOUC OTOLoUG Ol OXETWOMEVEG HE QUTA
MPpWTeiveg SLadpapati{ouv onNUAVTIKO AELTOUPYIKO POAO OTO VEUPLKO clotnpa. Autd To
onpeia poplakng oclykAlong sivatl Wdlaitepa onpUavtikd Kabwe umopouv va xpnaotponotndolv

w¢ otoyol yia mibaveg peAoviikég Beparmneutikég mapeppaoelc. (Waye& Cheng,2017)
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MeAéteg AlSUUWV Kat olkoyeVeLwV Uue AAQD

Me Bdaon HeAETEG TTOU €XOUV SnUOOCLEUTEL amd To 1977 UEXPL ONUEPQ, OL EPEUVNTEG
umoAoyilouv tn yevetikn Kot meptaiAovtiki cuvelodopd otn AAD. To 1977, n mpwtn LEALTN
S8V WV Pe auTIopo amd toug Folstein kat Rutter mepleAdfave 11 opoluywtikolg (MZ) kat
10 Siluywrtikoug Sidupoug (DZ). Auti n pelétn £6etée mwe ol opoluywrtikol didupol sixav
peyalutepeg miBavotnteg va epdavicouv kal ot Suo autiopo (36%) os olykplon He To 0%

TWV SIUYWTIKWY SLOUUWV.

Otav xpnoluomolnbnke o «8LEUPUUEVOG OUTLOTIKOG (ALVOTUTIOC» TO TOCOOTO
£KTOEEVTNKE 0TO 92% yLa TOUG OpOlUYWTLKOUC S16UMOUC Kot oto 10% yla Toug SI{UYWTIKOUG

(Bailey k.a.. 1995).

Metafl tou 2005 Kal tou 2009, tpelg HeAETEG SIOVUWV UE OXETIKA UEYAAEG OUABEG
S8V WV (285-3419) avédepav peyala mocootd spdaviong AAD kat otoug dUo SL6UHOUC
yla Toug opoluywTikoucg (77-95%) ae olykplon He Toug SLlluywtikoUg 8tdUpoug (31%). (Ronald
et al.2005, Taniai et al.2008, Rosenberg et al.2009). To cuumépacua RTAv, OTL TO TOCOOTO yla

TOUC OpolUYWTLKOUC 818U UOUG ATV OLOLO, EVW YLO TOUG SI{UYWTLKOUC ATtav uPnAoTepo.

To 2010, ot Lichtenstein k.o avédepav £vo OXETLKA XANAO TTOGOOTO cUUDWVING OTOUG
opoluywtikoug 6160poug (39%) kat 15% yw toug OSUYWTIKOUG. Qotdoo, Omwg
npoavadEpONKe oTIG LEAETEG TTOU XPNOLOTIoiNoav Tov «Aleupupévo AUTLOTIKO QaLvoTUTIOY,
oMot ol opoluywtikot Sidupol ou dev epudaviav autiopod, eixav cupntwpata ESSENCE (NA,

AEN-Y, kaBuotépnon Adyou K.a.).

Yuvoilovtag, Otav OAeg oL pehétsg SSUPwWV KatapetpnBoulv, Slvouv MOOOOTO
ocuvepdaviong yla AAD nepimou 45% yia Toug ooluywTIKOUG Kal 16% yLo toug SL{UYWTLIKOUG

Sduouc.

OL HeNETEG OLlKOYEVELWVY eTtiong £6eL€av OTL 0 kKivouvog yLo To SeUTepo Tadi olkoyEveLag
pe mpwrto maidl pe AAD aufdvetal avaloyo ME TO KOWA OTOLXElA YOVISLWHATOG ToU
potpaletal To ATopo Pe kamolov macyovra adepdod i yovéa (Constantino et al. 2010, Risch et

al. 2014, Sandin et al.2014).

Ye pelétn Seiyparog mAnbuopol 14516 maidwwv mou Stayvwotnkav pe AAD (oe
oUYKpLON HE TO YeVIKO TANBuoud) o oxetikog kivbuvog AAD umoloyiotnke oto 153 yia
opoluywTtikouc 818U poug, oto 8,2 yia Silluywtikoug 8 poug, oto 10,3 ya adépdia, 3,3 yia
etepoBadn adépdla pe TNV Bla pntépa kat oto 2,9 yia etepoboain adépdla pe tov dlo

natépa, Kol oto 2 yla adépdla.
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To 1995, PBaowlouevol o Lot peAétn S6UMwWvY, oL Bailey k.a. umoAdylwoav tnv
kAnpovounowotnta tng AAD va undpyel o€ mTocooto 91-93%. And TOTE, 0 UTTOAOYLOMOG TNG
KAnpovopnoLpotntag StodEpet amo tn pLo LeEAETN otnVv GAAN, oAAA N YEVETLKNA TTOKIAOpopdia
£xeL umtoloylotel amno 38% uéxpl 90% tng dalvoturikng Tolkihopopdiag (Hallymayer et al.

2011, Ronald an Hoekstra 2011, Sandin et al,2014).

lovibdia mou oxetifovral ue AAQ

loviéio OXT

H ofutokivn ival pia umoduoLakr VEUPOTIEMTIOLKN OpUOVh TIOU UMopEl va puBuioel
pLa eupeia TolkAla veupoSLopLBactwy Kol VEUPOPUBULOTIKWY Spactnplothtwy. H yevetikn
molktAopopdio oto yovidio OXT €xel Bpebel OtL oxetiletal pe GALVOTUTIKA XAPAKTNPLOTIKA
g AAD, katt mou PBonBda va Siakpivovial ol umokatnyopieg tou ¢aocpatog. (Waye&

Cheng,2017)

loviéto SHANK3
Oewpeital otL ol petadAatelg oto yovidio SHANK3 cuvelodépouv nepinou oto 1% Twv
neputtwoewv AAD kat oL acBeveic BpEOnkav emiong va €xouv avendpkeila Peudapylpou, Kot

XapnAn ékbpoaon eviepokuttoplkol petadopéa Ppevdapylpou.

To yovidlo SHANK3 kwdLKkomolel pa mpwteivn-tkplwpa mou ival onuovTIK yla Thv
ovamtuén kot Aesttoupyia twv ouvapewv , pubuilovtog tn ocuvlsopoloyia Twv

UETACUVOTTTLKWVY LAKPOUOPLAKWY CUUMAEYUATWY onpatodotnong. (Waye& Cheng,2017)

loviéio CASPR2

H kovtaktivn kal To avticwpa avtidpaong CASPR2 €xouv Bpebel o untépeg madiwy
pe AAD, kal pa pehétn mou Seiyvel Bepameio o€ MOVTIKIA e UOVOKAWVIKA €yKEDOAIKA
avtiowpoata CASPR2 odnyoloe oe dpatvoturo AAD. To aviiowuo auto MPoodEéveTal otny
CASPR2 Kol pmopel va odnynoeL o PELWPEVN SeVOPLTIKA CUVOECIUOTNTO KAl HELWON OToV

0pLlOUS aVAOTOATLKWY VEUPWVWYV oToV ttmokaumno. (Waye& Cheng,2017)

loviéio CHRNA7

Mua rtaBoyevetikiy ENewn i Stmhaocloopdc oto xpwudowpa 15q13.3 (CHRNA7Z) mou
ouvnBw¢ amokaAUTITOVTOL LETA artd KAWVIKA avaAuon CMA, éxeL emiong mpotaBel wg meploxn
mou oxetiletat pe tn AAD. EKTOC TwV YOVISLWY TOU KwSLKOTIOWOUY VEUPWVIKEG TTPWTEIVEC
(autd mou mpoavadEpOnKav) N opyavwWon TwWV XPWHOCWHATWY Kol To pn Kwdlomololvta
puUBULOTIKA oTolxela UmopoUlV emiong va €xouv Kamola emidpacn otnv avamtuén Tou

avBpwrivou gykeddrou. (Waye& Cheng,2017)
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lovibéio TPH2

To G aAAnAlo tng rs2129575 oto yoviSio TPH2 oxetiletol Ue OXETIKA ATILA KALVLKA

cuuntwuota o€ atopa pe AAD oe mMAnBuouo otnv lanwvia kat Kopéa. Oswpeitat OTL

nipokaAei Suoheltoupyia oto cuotnpa cepotovivng. (Waye& Cheng,2017)

loviéta NeupoyAivng (NLGN)

Mévte NLGN €xouv TautomnolnBet oto avBpwrivo yovidiwpa Kal evtonilovral:

- 2103026 (NLGN1)

- 310 17p13 (NLGN2)

- Zto Xql13 (NLGN3)

- 2to Xp22.3 (NLGN 4)
- 310 Yq11.2 (NLGNA4Y)

Ta yovidla autd KwSLKomoloUv pia opada amd poplo KUTTOPLKAG IPOCKOAANONC, TLG

VEUPOYALVEG, amopaitnTe yLo TO OXNUATIOUO AELTOUPYLKWY VEUPLKWV cuvapewv. Npdodarteg

peAéteg avadEpouv Sladpopomolioelg o auTd Ta yoviSia o dtopa pe AAD, umtodeLkvUiovTag

otL eMelelg otn ouvartoyéveon pmnopei va podabétouv yia AAD. (Waye& Cheng,2017)

Nivakag 6: N'vwotd oxetilopeva pe AAD yovidia kat n Aettoupyia toug (Waye& Cheng,2017)

loviéio NMpwrteivikn Aettoupyia

ADNP ApYELOSPAOTIKO EVTEPIKO MENMTISL0, UETAYPAPIKOG TAPAYWV

ANK2 MpwTeivn KUTTAPOOKEAETOU Kol KUTTAPLKNC UEUBPOAVNG

ARID1B Eéaptwuevn ano ATP xpwUATIVIKY avaSLouoppwon

ASHIL Metaypapiko¢ EVEPYOTTOLNTHG, CUVAELS KUTTAPWYV

ASXL3 Mavog puBuULoTIC UETAYPAPNC

CHD8 MeTaypapiko¢ KATAOTOAENG, EUTTAEKETAL OTNV MIPWIUN AVATTTUEN

DYRK1A Mpwteivikn KIvaan, EUTAEKETL OTN ONUATOSOTNON KAl TTPWLUN AVATTUEN
GRIN2B Yrodoyeac yAoutauivikoU oé€0¢, EUTTAEKETAL OTH CUVATTTIKY UETaABiBaon
POGZ Mavog HETATETIKOC KAl UETAYPAPLIKOG TTHPA YWV

PTEN KataotoA€ag oykwy, EUMAEKETAL TN oNUATOSO0TNON Kt ULttoyovépLakn Asttoupyia
SCN2A KavadAt vatpiou, ekppaletal otov eykeQPaio

SETD5 Mdavwe xpwUATIVIKY TIPWTEIVN

SHANK3 Metaouvartikn mpwteivn kplwua TUKVWY ocuvaPewv

SUV420H1 Mdavwe ypwuatviky TpwTteivn

SYNGAP1 MEeTaouvartikn mPpwTEivn MUKVWVY ouvaewv

TBR1 Mdavwe HETaypaPLKOC TAPAYWY, CYXETI(ETAL UE TIPWLUN PAOLKN avanTuén
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De novo rotktAopopepia

Elvalt yvwotd mwg kabe avOpwrmog KAnpovopel Teplmou Tn HLOK YEVETIKA TOU
TmAnpodopia amd tn KNTEPa Tou Kot TNV AAAN HLor and Tov matépa tou. QoTo00, €va ULKPO
MooooTo aAlaywy, ou avadepovial wg de novo petalldéelg (DNM) , ev umdpyxouv oto
voviSilwpa tou KaBe yovéa. AUTEG ol LeTaMAEELS elval eite KalvoUpyLeG TTou dnpoupyndnkav
KOTA TN YOUETOYEVEDN N €ylvav TIOAU vVwpPLg, oTa MpwLa otadla Tng eUPPULKAC avamntuéng,
OTIOTE Kol €lval LovaSLKES yLa To Ttadi og oclyKpPLoN e Kamolo yovéa. Ot DNM mowiAouv og
péyebog kat kupaivovtal and aAloyn/-¢ evog voukAeotidiou wg kat o peyala (>50 kbp)
VEVETIKA eAAeipparta, Suthacloopolg i apolBaieg petatomniosls. Aadn katd tnv aviypodn
tou DNA, mou &g SlopBwvovtal amd TOUuC avtioTtolyoug Hnxaviopolg, n Aadn otov

avaoguvduoouo pmopouv va odnyrjoouv o DNMs,

MapoAo mou DNMs prmopoUv va gupBouv omoudnmote oto yovidiwpa, ota e€wvia (Tig
KWOLKOTIOLOUOEG TTEPLOXEC TWV MPWTEIVWY 0To yoviSiwpa) yivetal n mpwtn eéétacn otav

MeAeTaTal n Statapayn.

H ouvelodopd twv de novo tpomomoljoewv otnv mbavotnta sudaviong AAD
gvioniotnke péow tou WES (Whole Exome Sequencing) 6mou HEAETWVTAL OL TIEPLOXECG TTOU
KWSLKOTOoLoUV TPWTEIVEG, OL omole¢ oUVOALKA amotelolv to 1-2% Tou yoviSlwuatog. H
OTIOWVLOTNTA QUTWYV TWV CUUBAVTWY OE CUYKEKPLEVA yovidLa onuaivel mwg eival amapaitnto
va dnuoupynBolv povtéAa mou va mpoBaAAouv T oxéon yovidiou-mabnong kuplwg oe
TEPUTTWOELG YoviSiwv ota omoia mMoANamAEg de novo ahAayEg €xouv BpeBel oe Slayvwoelg

AAQ. (Wilfert et al.2017)

NapaAdayéc EmavaiauBavousvwv AAAnAouxiwv (CNVs)

Ta CNVs (Copy number variation) - moAupopdlopol aptBuol avtiypddwv eival
TIOAUMOPPLKA  TUAHOTO TOU yovidlwpatikol DNA mou pmopel va motkilouv amd HEPLKEC
EKATOVTASEG PEXPL Alya ekaToppUpla BACELS, KAl 0 aplBuog Twv emavoAnPewyv MoLkiAAeL
METAEL TWV atopwV ot eminedo mAnBuopoU. ELSKOTEP, TPOKELTAL Yla SUTAACLACUOUG n

eMelelg aplBuov amnd levyn Baocswv (>1 kbp).

Mwoaikiopog CNV: EMeipelg 1 Suthaoclaopol mou oupPaivouv povo oe pla

UTTOKOLTNYOPLa KUTTAPWY OTO CWHLA.

Ta CNVs pmopoUpe va To Kototdéoupe oe SUO YEVIKEG KATnNyopleg: TIc Ppoyeieg

enavaAnPeLg Kal TG LoKpEG emavaAnels. Qotdoco dev uTapxouv caodr opla SlaxwpLlopol
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Twv Suo Katnyoplwv Kot n taflvopnon efaptatal amo tnv neploxn evdladépovtog. O
Bpaxeleg emavaAnpelg mepAapPdavouv Kupiwg OSLVOUKAEOTIOIKEG KAl TPLVOUKAEOTLOIKEG

enavaAnPetg. OL pakpég emavalnelg nepthapfavouv emavaAnPelg oAoKAnpwv yovidiwv.

Ta 1o mpoodata Sedopéva KATASEKVUOUV TTWE N BapuTnTa TNG VEUPOAVATTTUELOKAG
Slatapayng avéavetal pe to ¢popto Twv avavopevwv CNVs. Mapd ta dedopéva dpwe, N
nienoiBnon otL toAAd CNVs pmnopei va 06nyrcouv otnv endavion GUYKeEKPLUEVOU GaLvoTUTOU
elval akopa apdiheyouevn. H cuvomapén kat alnAenidpaocn moAwv CNVs mou odnyolv
oTnV eUdAVION CUYKEKPLUEVOU PaLvoTUTIOU KaAE(TaL «dalvopevo “évag yia OAoUG Kal OAoL

yla évav”» (Wilfert et al.2017).

MNapaAdayég evoc NoukAgotidiou (SNVs)
Ot maparayég evog voukheotidiou (SNVs) eival aAlayEg os éva (elyog BACEWV OTO

voviSlwpa.

Mwoaikiopog SNV: ANayec os {elyog BAoswv MoU cUPPAVOUV HOVO O [Lo UTIoKaTnyopia

KUTTAPWYV OTO WO, TIOAEC PopEC avadEPovTal KOl WG CWHATIKEG LETAAMAEELC.

MoAvuoppiouoi evog NoukAeotibiou (SNPs)
Ot moAupopdLopol evog voukAsotidiou eival mapopotot pe TG SNVs pe povn Siapopd

OTL evtomnilovtal o peyaAutepn ocuxvotnta mAnBuopou. (Wilfert et al.2017)

looluyilouévec Xpwuoowuikeg Avakatataéeis (Balanced Chromosomal Rearrangements-BCR)

Ye avtibeon pe to peydio aplBud pedetwv CNV otn AAD, umdpyxouv Alyeg TOAUTIUEG
peAéTeg mou aflohoyolv T0 GaVOUEVO TWV LOOIUYLOUEVWV XPWHOCWUIKWY HETOOE0EWV.
AUTOC 0 TUMOG Soptkng mapaliayng pmopet va meplthappavel LooluylOHEVEG LETABLOELC,
ovaotpodEg, N TEPUTTWOELS eloaywyng/adaipeong, kot oe kabs mneplotaon éva N
neplocotepa yovidla pmopei va umootolv allayég (Bpaloelg, avakatoTAgelc K.a.) ota
onueia Bpavong pe €va OXETIKA Looppomnuévo tpomo. Ot BCR €xouv tautomonBel

Kuttapoyevetika. (Talkowsky et al.2014)

Ot Talkowski k.a. mpoodata mpaypatonoinoov tnv mpwtn HeyaAnc-kAipakag HeAétn
oAAnlouxlong emavalapBavopevwv  BCR, Tmou  amok@Aupe peydlo  cUMmMAsypa

XPWUOOWHLKAC APXLTEKTOVIKAG Ttou oxeTiletal pe kamota BCR otn AAQD. (Talkowsky et al.2014)

Metayevéatepn oAAnAoUxon Twv de novo BCRs mou oyetilovtal pe tn AAD Kal Toug
oXeTl{Opevoug veupoavamtuélokouc dalvotumoug, £xel amokaAUPel éva peyalo aplOuo
yovISiwv Twv omolwv n SLOKOTH TNG CUVEXELOC UIMOPEL va cuvelodEpel BEwpPNTIKA OE AUTEC

T1¢ Statapayéc. (Talkowsky et al.2014)
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ZYTKAINOYZEZ NMOPEIEZ KAl MONOIMATIA TQN YNO MEAETH FONIAIQN AAD
AlopopeTikéG avaAloelg umodelkvuouy OTL Ta ipodilabeatkd yovidia AAD daivetal va
OUUETEXOUV OE LEYAAO TTOOOOTO O€ IOVOTIATLO UE CUYKEKPLUEVEG AelToupyieg (Voineagu et

al. 2011; Hormozdiari et al. 2015).

Ot Pinto k.a 2014, avéluoav tov aptBuo twv CNVs os 2446 atopa pe AAD kal 2640
atopa NG opadag eAéyxou Kal Bprikav €UNMAOUTIONO OE yovidlo Ta omoic KwSLKomolouy
METAOUVOTTTLKEG TIPWTEIVEG TUKVOTNTAG Kal otoxoug tng FMRP. O Ronemus et al 2014,
UeAETnoav Ta amoteAéopata teccapwv WES epsuvwv kal Samiotwoav gumAoutiopd

peTaA aypévwy yovidiwy og yovidla puBuiong xpwpotivng kot otdoxoug FMRP

AvaAloelg ahnAenibpaceswv mpwteivng-mpwreivng (PPI) twv yovidiwv mou ¢£pouv
LGD petaAdéelc emiong €6e1€av EUTTAOUTIONO OE TPWTEIVEG TTOU EUTTAEKOVTOL OTN VEUPWVIKI
avamntuén kal otnv afovikn kabodrynon Kabwg Kal oTa GNUATOSOTIKA LOVOTIATLA KAl 0TV

pLBULoN TNG XpWHATIVNG KAl TNG PHeTaypadnG.

Ou De Rudeis et al. 2014 xpnowonoincav emniong to Siktuo PPl kal amédelfav
EUMAOUTIONO OTO CUUTAEYUATA TIPWTIEIVWV TIOU EUITAEKOVTOL OTO HOVOTIATL KUTTOPLKAG
ouvdeong tou TGFB, atnv KUTTAPLKA ETIKOWVWVIA, LETAS00N cuvAPewV, VEUPOEKDUALGHUO Kat

pUBuLON TNG peTaypadng.

MapdAAnAa e TG YEVETIKEG EPEUVEG, OPKETEC AVOAUCEL oTtadlwv TG HeTaypadnG
€ywav ot Selyparta eykedpallkwy Lotwv post mortem atdpwyv pe AAD (Voineagu et al. 2011;
Gupta et al. 2014). Apketd yovidia ekdppalovtav S1adopomoLlNUEVA | OE CUCKETLON LETAEY
SLadopeTkwV TEPLOXWV TOU eykedAAoU. AUO SIKTUOKEG SOUEG eviomiotnkav. H mpwtn doun
OUVSEBNKE LLE TOUC ECWTEPLKOUC VEUPWVES KOLL LLE T YOVISLO TTOU EUTTAEKOVTOL OTN GUVATTTLKN
Aewtoupyla (urtoAettoupyel oe acBeveic). H Seutepn dour cuvbEBNKe e TNV avooia Kal T

ULkpoyAoLokn evepyomoinon. (umepAeitoupyet os acBeveic).

BaCLOUEVEG O QUTA TA QMOTEAECUATO VEUPOPLOAOYIKEG EPEUVEG HE TN XPnon
KUTTOPLKWVY Kol {WIKWV LOVIEAWY €XOUV TIPOYUATOTOLNOEL e OTOXO TNV aAvayvwPLoN TwV
KUPLWV pnxaviopwv mou odnyouv oe AAD. Eival afloonpelwto 10 yeyovog OTL OPKETEG
£peuveg £6eL€av OTL N veupwvikn Spaotnpldtnta ¢aivetol otL pubpilel tn Asttoupyia MTOAAWY
yoviSiwv Kkwdlvou AAD, obnywvtag otnv umdbeon OtL n TaABOAOYLK) VEUPWVIKN
TAQOTIKOTNTA KAl N OMOTUXiO VEUPWVLKAG CUVATITIKNG OHOLOOTAONG UMOPEL KAAALOTO va
nailel polo-kAe1di oe mBavotnta epdaviong (Belmonte and Bourgeron 2006; Auerbach et al.

2011; Toro et al. 2010).
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KaBe tautomoinpévo miBavo yovidio AAD pixvel véo Pwg OTOUG KUTTOPLKOUG
MNXaviopoug ou Bpiokovtal micw amno tn AAD. MoAAG amnod ta yovidia mou eUNAEKOVTAL OTN
AAQD CUUUETEXOUV OE KATIOLOL QO TOL KUPLOTEPQA CNATOSOTIKA LOVOTIATLAL: METOYPADIKOG
€heyxog, Slauopdwon TNG XpwuoTivng, ouvBeon Mpwteivwy, omodouncn TMPWTIEVWY,
KUTTOPLKOG HETOBOALOUOG, avamtuén kal Asttoupyia cuvapewv. Mapolo mou MoAAEG amd
OLUTEG TLG KUTTAPLKEG Slepyaoieg polpalovtol LETAEY VEUPWVWV KAL LN VEUPWVLKWY KUTTAPWV,
daivetal va mailouv LOLATEPWE ONUOVTLKO pOAo o€ oxéon pe T AAD otov eykédalo. Eniong
afilel va avadpepBel OTL apKeTEC BlOXNULIKEG €peuveg umodelkvlouv SUCAELTOUpYia OTO

povormartt ogpotovivng-NAS-ueAatovivng.

Metaypapikog EAgyxoc kat Aiauoppwon tng Xpwuarivng

MetaAAaéelc og yovidila mou kwdLkomoloUV BactkoUg pubULOTEG TNG SLapdpdwaong TG
XPWHOTIVNG KoL TNG petaypadnig yovidiwv (MECP2, MEF2C, HDAC4, CHD8 andCTNNB1) éxouv
avadepbel oe dtopa pe AAD. Afloonueiwto 6 MwE Eva UTTOGUVOAO QUTWV TWV yovidiwv
puBUileTaL Ao TN VEUPWVIKN AELTOUPYLA KaL EMNPEALEL TN VEUPWVIKI) CUVOEGLUOTNTA KOL TNV

mAaotikotnTa Twv cuvaPewv. (Cohen et al. 2011; Sando et al. 2012; Ebert et al. 2013)

XapaKktnpotiko mapddelypa amoteAel to MECP2, mou eilval €vag HOPLOKOG
TIOAUTIPAY LWV TTou puBpuilel tn yovidlokn Ekppaacn, alAAnAemidpwvtag pe tn Stapopdwaon Tng

XPWHOTIVNG, TN MeTaypadn KAL TO LATIOMA.

Znuatodbotika povonartia Kat oUvIeon NPpwreivwv

To eninebo TWV CUVAMTIKWY TPWTIEIVWV UMOPEL VA EMNPEACTEL OMO VEUPWVLIKNA
Spaoctnplotnta Slapéow KABoALKNG Kol TOTUKNAG CUVATTIKNAG LeTtddpaonc. (Ma and Blenis
2009). MetaAAAEeLG 08 APKETA yovidla TIOU EUITAEKOVTOL OE TETOLOU TUTOU puBULoNn péow
5pacTNPLOTNTAG TWV CUVAITTIKWY TIPWTEIVWV €xouv eplypadel oe datopa pe AAD. (Kelleher

and Bear 2008).

AUO ONUAVTIKA ONUOTOSOTIKA HOVOTIATIA TIOU £XOUV OUVOEDEL e TN CUVATIKA
Aettoupyia kat Ti¢ veupoavarmtuélokeg Slatapayég ivat ta PI3K/mTOR kot Ras/MAPK. Autd
TO MOVOTIATIO €XOUV OUVOEBEL e TIGC VEUPOAVATTUELAKEG SLOTAPAXEG KOL TN CUVOITTIKA

SucAettoupyia.
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Nivakag 7: Napdyovteg tou ennpedlouv tn xpwpativn (Kelleher and Bear 2008)

Napdyovteg mov ennpeAlouV TNV XpWHATIVN
Inuatodotika Fovidia dawotunog
pHovomndatia
mTOR TSC1, TSC2, kai Nontiki Avamnpia, emAnmtkég kpioelg kat AAD
PTEN
mTOR NF1 Neupoivwuatwon tumou 1
Ras/MAPK JOUTAOKO JUvdpopo EuBpavotou X, augnuévn mBavotnta
FMRP—EIFAE- epdaviong AAD
CYFIP1

Anobéounon NMpwteivwv

To oVUotnua OuPikitivng-Npwrteoowpatog (UPS) eival Baoikd yla thv amodouncn
TMPWTEIVWY KaL yla tn pUBLLON TNG CUVATTIKAG oUVOEGNG, KATOOKEUNG KOl TOU OITOKAELGUOU.
To yoviélo UBE3A mou kKwbLkorolel pia Alydon Tng oUBLKITIVNG, QIMOCLWITATOL O AoOeVE(C Ue
ouvSpopo Angelman kat SIMAACLAZETAL OTO UNTPLKAC TPOEAEVUOEWS XpWHOoWHA 1511 oe
atopa pe AA®. H veupwvikr dpaoctnplotnta auvfdvel tn petaypadr tov UBE3A péow tou
MEF2 cupumA£ypaTog Kot puBpilel Tnv avamtuén Twv SLeEyePTIKWY cuvaPewy, EAEyxovTag TNV
amodopunon t¢ ARC, HLag GUVATTTIKAG TIPWTEIVNC IOV HELWVEL TN HaKpoTpoBeopn evioxuon,

npowbwvtag Thv ecwtepikeuon twv AMPA umtoSox£wv.

Nettovpyia ocuvaewv
H datapayrn auTtloTikoU GACHATOG TUTILKA SLAYLYVWOKETAL KATA Ta Tplo mpwTa £TN TNG
{wng, meplodo TOU YOPOKTNPELIETOL QTO EKTETAPEVO VEUPLTIKO OXNUOTIOUO KOl

CUVOQITTOYEVEDH.

Fovidia mou oxetilovral pe AAD kot Asttoupyia Neupwvwy Kat Zuvapewv:

1) PuBuiotég KuttapookeAetou (Cytoskeletal Regulators)
2) Mopia NMpookdAAnong (Adhesion Molecules)
3) Yrodoxeig Kuttapikng Emudavetag (Cell surface receptors)

4) MopLa Znupatoddtnong (Signaling Molecules)

5) Mpwrteiveg ZuvaPewv (Synaptic proteins)
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Nivakag 8: Movidla mou eUnMAEKOVTAL OTN VEUPWVLKN cuvdeolpudtnta kat €xouv ouvdebel pe AAD
(Choquet and Triller, 2015)

Fovidia NevupwviKr cuvdeouotTnTa
GRIN2B TAOUTAULVEPYLKN

GABRA3, GABRB3 GABAEgpyLKr

GLRA2 Mukwvepykn veupodlopipacn
CNTN Neuptltoyéveon

Kavtyepiveg, mpwtokavtxepiveg ESpalwon cUVATTTIKAG TAUTOTNTOC
CTNAP2 Neupwvikn petadoon

CACNA1, CACNA2D3, SCN1A AlamepATOTNTA OTA LOVTA

EYKEQPOAIKEG TEPLOXEG KOl VEUPLKA KUKAWUOTO

Moplakd povomatia o€ eYKEDAALKA KUTTAPO EMNPEA{OLV TN AELTOUPYLA TWV VEUPWVWV
KOL TWV CUVAYPEWY, KAl WG €K TOUTOU TN VEUPWVLK CUVEECLUOTNTA KOL T KUKAWHOTA TIOU
puBuilouv t Aettoupyia Tou eykedpdlou. Qotdoo 6 yvwpiloupe TTOAAA yLa TLG TIEPLOXEG TOU
gYKEPAAOU KOL TA VEUPWVIKA KUKAwpoTa mou ocuvdéovtal pe tn AAD. Eival mbavo
petaAlaéelg os Stadopetika yovidia va emnpealouv tn cuvamtiki SlaBifacn pe anotéAsopa

SucAeltoupyia og KOWWVLKO eminedo kal eldAVION OTEPEOTUTILKWY KLVI|CEWV.
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Ewova 9: Mapadeiyparto Blohoylkwy povornatiwy rtou oxetilovral pe AAD. Ta yovidia kivdUvou tng AAD
KWOLKOTOLOUV TIPWTEIVEG TTOU eUMAEKOVTOL 0T Slapdpdwaon TNG XpwHATivng, petaypadh, cuvBeon
MPWTEIVWVY Kal arnodlatagn, Tn SUVOULKN TOU KUTTAPOOKEAETOU Kol T Aettoupyia cuvaewv.(Huget kat

Bourgeon, 2016)
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To povornart ogpotovivng-NAS-usAarovivng

MapdAAnAa e TIG YEVETIKEG EPEUVEG TIOU OTOXEUOUV OTA BLOAOYLKA LOVOTIATLO TIOU
meplypadnkav  maponmdvw, ToBoAoylkAd eupnuata  (VEUPOXNULKWY, OVOCOAOYLKWY,
£VOOKPLVIKWV KOl HETABOAKWY XOPAKTNPLOTIKWY) €xouv mapatnpnBel oe dtopa pe AAD,

ouunep\apPavopévwy (Lam et al. 2006; Rossignol and Frye 2012).

Ta avénuéva enineda oepotovivng otnv KukAodopia (mepidepikd aipa) eival ouxvo
gupnua (Pagan et al. 2012). Apketéc peléteg avadepouv emiong pelwpéva emineda
peAatovivng oto aipa kat ota oUpa atopwy pe AAD kot cucxeTilouv pe auEnuévn mepLdepLkn

N-aketuloepotovivn (NAS), Tov evbldpeco petaBolitn petall oepotovivng Kot peAatovivng.

H pueAatovivn elval n opuovn mou cuvtiBetat Kupiwg amnod tny eniduon Katd tn SLapKeLa
™G vUxtag. Eival éva Bloloyiko onpa tou KUkAou dwtdc/okotadlol kot Bewpeital o KUPLOG
Klpkadlog cuyxpoviotng. Eival emiong puBulotig tou petafoAiopol, tng avooiag, g
avamapoywyng Kol TNC TEMTIKNG Asttoupylag. EmumAéov, €xel avadepBei OtL €xel
OVTLOEELOWTIKECG KOl VEUPOTIPOOTATEUTIKEG LOLOTNTEG KOl UIopel va puBuiosl ameuBeiag ta
VEUPWVIKA Oiktua. H pehatovivn Bswpeital emiong BepameuTIKOE OTOXOG TWV CUXVA

avadepopevwy Slatapaywv UTvou Tou oxetilovral pe tn AAD (Malow et al. 2012).

Mpoodata, mopatnpndnke £va CUUTAEYHO OUBIKITIVIKWY OUVOSWV MPWTEIVWY, TO
peAatovivoowpa, ou meplhapBavel tnv AANAT kat tnv ASMT og KUTtOpa TG €miduong
(Maronde et al. 2011). Eva xapnAé eninedo twv nmpwteivwv autwv Pnopel va odnynoet oe
A evlUPLIKR SpaoTNPLOTNTA, CUVELCHEPOVTAG OTN YeVIKN Slatdpatn Tou Hovomatiol

oepotovivng-NAS-pelatovivng, pawvopevo mou napatnpeital otn AAOQ.
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MEPIBAAAONTIKOI NAPATONTEZ
ETdnULOAOYLKEG LEAETEG €XOUV TAUTOTIOLNOEL €VA LLEYAAO apLlOUO CUCKETIOE WV LETAEY
MN VEVETIKWV Tapayoviwv kot AAQ, avolyovtog¢ To SpOHO ylO TEPOLTEPW MEAETEG

UNXQVIOUWVY, OUTLOAOYLOC KOl OVTLLETWITLONG.

HAwkia yovéwv

Mapd TO yeyovog OTL N UNTPLKA KoL N Tatplki nAlkia eival KaAd eSpalwpévol
attiohoyikol mapayovteg yla ™ AAD, mpoodateg peAéTeg To emiBefalwvouv Kol miong
avadépouv OtL avénuévog kivbuvog eudaviong AAD uTApXEL KAl OE YOVELG Tou eival
NALKLWUEVOL avopoloyevwe. Exel Bpebel otL yia kaBe 10 £Tn ou aUEAVETAL N UNTPLKA KOL N

matpikn nAtkia, av€avetal kat o kivbuvog AAD katd 18% kal 21% avtictolya.

Oswpeltal mwg n peyain matpikn nAkia cuvdéetal pe maboloyikr pebuAiiwon twv
VAUETWV oo auénuUevo oeldwTLKO OTPEC, TO omoio mpokaAel kataotpodr tou DNA. (Wu et

al.2017)

Karaotaoeis kat EnunAokég tng Eykupoouvng

Ta otolxela Twv gpeuvwv deixvouv cadr aAAG HLIKPH CUOYETLON yLa:

e  EuBpuikn Auoyépela

o AvwuoAieg epdaviong

e |oylokn poBoAn

o AvwuaAleg omOVOUALKAC OTHANG

e TToAAQTAEG YEVVNOELG

e XaunAo Bapog yévvnong

o MuKpO veoyvo yla Tnv nALkia KUnong
e JYuyyeveic Suomhaoieg

e YmepxoAepuBpvalpia

e Jelpd yévvnong
Métpla aA\G acadr enidpacn MEVTE MOPOYOVIWY:

e Aiuoppayio untépag

e AcupBatdtnta Rh/ABO

e  TPAUUATIOUOC KATA TN YEVwnon
e Bapog yévvnong <1500gr

e AuokoAieg oltiong otn yévvnon
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MLKpOTEPN CUOXETLON ELXE KOl N LEAETN yLa aKOWN 5 otolxeia:

e Anvola/ kaBuotépnon KAQUATOG

e Mn Sleukpviopévn unotia/aodutia
e BaBpoloyia Apgar oto 1 Aemto <6

e BaBuoloyla Apgar ota 5 Aemta <8

e Oepareia pe ofuyovo (0,)

Katoapikn Toun (C/S)
‘Exel Bpebel avénon 36% otov kivbuvo egudaviong AAD peTd amd KAloOPLKH TOUR.
Qotooo Bpebnke OTL oL TBAVOTNTEG ATAV XAUNAOTEPEC OE TIPOYPOAUUATIOMEVEG KALOOPLKES

ort’ OTL 0€ EMElYOUCECG KALOAPLKEG TOMEG.

YrioBonSouuevn Avarapaywyn
Ou Conti k.0. og ouvotnUOTIK UEAETN oOuoxétlong upetafl umoBonBolpevng
avamapoaywyng kKot kwduvou eudaviong AAD, avadépouv mibavy cuoXETlon, OPWG oL

£peuveg ntav xaunAng mowotntag. (Modabbemia et al.2017)

Kamviouo untépag

Mtua peta-avaAuon 15 epsuvwy amo toucg Rosen k.a. (Rosen BN et al,2015) katéAnée
WG OEV UTIAPXEL CUCXETLON HETOEU UNTPLKOU KOTVIOMOTOC Kot KlvdUvou gudaviong AAD otov
omoyovo. BpgBnke HOVO ULKPN KOL LN OTATIOTIKA CNUAVTLKA aUEnaon oTtov Kivouvo epdaviong

AA® armo To KATVIoUO KOTA TN SLAPKELX TNG KUNONG.

AAkoOA

Ot Singer k.a. (Singer et al, 2017) peAétnoav tnv MPOYEVVNTIKY €KBeON 0 AAKOOA Kall
TN cuoxEton NG pe t AAD, o moudld mou yevvnbnkav amd to ZemtéuPplo tou 2003 péxpl
tov AUyouaoTto tou 2006 otic HMA. Ae BpéBnke BeTikr) cuoxEtion HeTAaly YapunAWY enMutEdwy
MPOoANYNG oAKOOA amd Tig uNtépeg kat AAD otoug amoyovous. EAadpwg auénuévn
ocuox£tion PpEbnke oe katavalwon 3+ motd v eBSopdda oto Seltepo pAVA TNG

£yKupooUvNG.

MetaBoAikoi Mapayovrec Mntépac
Y€ auTA TNV Katnyopia mepAapfavovtol mapayovieg KIvEUvVou OTwCE N MoXUoapKia Kot

o diapntnc.

H €peuva twv Xu Kat cuvepyatwyv (Xu G, et al, 2014) nepleAdpuPave pLo LeTa-avaiuon

ylotn oxéon Hetafy untpkou StaPntn kat AAD otov amnoyovo. BpéBnke pikpn enibpacn otnv
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avgnon kwduvou AAD og ocooto 74% kat 43% yia Safntn mpo KUNong Kat ywa dtapntn

kUnong avtiotolya.

YniépBapeg kal mayVoapkeg UNTEPEC (aANG OxL eAAtoPapeig) Exouv auénpévo MocooTo

Kwduvou gudaviong AAD, mepimou 28 kal 36% avtiotolya. (Xu et al, 2014)

Operttikoi Mapayovrec Mntépac
H avemdpkelo BpeNMTIKWV CUCTATIKWY €XEL TapatnpnBel oe autloTikd moidld, Kot

Umopel va cuvelodpEpel otnv maboducioloyia.

O BaolkOC TEPLOPLOUOC OTNV E€PEUVA HME TOUG BpemTIKOUG TopAyovieg eival otl
UEAETATOL N AVETIAPKELD 1 N EMAPKELN QUTWV TWV CUCTATIKWY adou €xel avamtuyxBei AAD.
Ma to Aoyo auto, Ba mpémel Kavelc va eival oAU TTPOCEKTIKOG o OTL adopd TNV epUnveia

TWV EUPNUATWY OE QUTEG TIC LEAETEC.

e H petd-avaiuon amo toug Sharp k.a. (Sharp WG, et al, 2013) £6&1€e onuavtika Alyotepn
npocAnyn mpwrteivng kal aocfeotiov oe maldia pe AAQ.

e OutWangk.a.(Wang, et al, 2016) npaypatonoincav pla peta-avaiuon 11 peAetwv yla
Tn ouoxEtion petal Brrapivng D kot AAD. Bprikav onUavtikd xapunAotepa enineda opou
25-udpotu Brapivng D oe atopa pe AAD amnod OtL o auTd TNG OASag EAEYXOU.

e O Castro k.a. (Castro et al, 2016) oe cuoTNUATIKY EMLOKOTNON cuvduaocayv ta enineda
dUAALKOU 0&€og otnv miBavotnta eudavions AAD. Ou cuyypadeic Bprikav otolyeia
CUOXETLONG METOEL avemdpkelag PUAALKOU o&€og katl AAD Kkal mapeudepwv MabRoswy.
Mia dAAN €peuva UTIOBEIKVUEL WG N aVvETIAPKeLD PUAALKOU 0EEOG eVOEXOUEVWG Va
OAANAeTUOPA PE OUYKEKPLUEVOUG TIOAUHOPPLOPOUG oto yovidlo MTHFR (peBulévio

TeTpailidpodoAIKnG avaywydong) kal avavel tov kivéuvo epdaviong AAD.

Bitapivn D kat Zepotovivn

JUpdwva pe pelétn Twy Patrick kat Ames (Patrick and Ames 2017) n epudavion AAD
OUOXETI{ETAL [LE: CUYKEVIPWON OEPOTOVIVNG TTOU TIOPEKKALVEL OO TIC HUCLOAOYLIKEG TUIEG OE
OUYKEKPLUEVOUG LOTOUG, XANAN CUYKEVTPWON TPodpopou Bitapivng D (25-udpofuPitauivn
D), peydAn mbavotnta epdaviong ota aApoEVIKAE KOL TNV TTAPOUCILA UNTPLKWY OVTIOWUATWY

oToV EUBPULKO eYKEDOALKO LOTO.
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Zepotovivn:

H oepotovivn (5-udpofutpumrtapivn), €vag veupoSlafLBaoctic kot popdoyovo Ttou
eykepalou, Bewpeital nwg mailel kuplapyxo poho otn AAD. Autd Baoiletal kupiwg otn

duaotohoyia, yevetikoUg mapdayovteg (moAupopdLopoUs), Kot LOVIEAA {wwV.
H oepotovivn ocuvtiBetal og 2 Bripata and tpuntodavn:

1. H tpumtodavn (TPH) xpnotuormolel tetpavdpoflompwrteivn (BH4) kot oidnpo wg
ouvepyalOUEVOUC TOPAYOVIEG yla va udpofuAlwoouv Ttnv Tpumtodpavn ot 5-
vbpotutpumtodavn.

2. H5-udpotutpuntodpavn amokapBotUALWVETAL GE CEPOTOVIVN ATIO TO APWHOTLKO AULVOEY
SekapBoluraon. Yrmdpyxouv 2 Sladopetikd evivpa tpuntodavikng udpofuAdong mou

napayovrtal ano Stadopetikd viupa, To TPH1 kat to TPH2.

To eninedo oepotovivng otov eykEPalo €aptdatal amo ta enineda TnG TPUMTOPAVNG
OTO aipa, mMou o avtiBeon e TN ogpoTovivn SLOmMePVA ToV AUATEYKEDAALKO dpayuo. H
OEPOTOViVN 0TOV EYKEDAAO TIPOAYEL TNV KOLVWVLKN GUUTEPLPOPA Kol TH owoth Slaxeiplon Twv

CUVOLOONLLATIKWY KOWWVLKWY JNVUUATWV.

Evkédarol atopwyv pe AAD Tapouoldlouv CNUAVIIKA XOAUNAOTEPEC GUYKEVIPWOELS

oepotovivng og oX€on HE TOUG N AUTLoTIKOUG. (Patrick kat Ames, 2017)
Bitapivn D:

H undéBeon otL n Brrapivn D mailel kamowo polo otn AAD Baoiletal kuplwg otnv
augnuévn ocuxvotnta eudaviong AAD oe mAnBuouolg pe xaunAd enineda Burapivng D. H
Brtapivn D gival pio AutodlaAuth MpwTeivn oU GUCLOAOYIKA LETATPEMETAL OTNV EVEPYH TNG

popodn, Tnv 1,25-8wdpolufrtapivn D (avadEpetal kat wg opuovn Brrapivn D).

Jtnv evepyn popdn g, n opudvn PBrtopivn D eival pla oteposldng opuodvn mou
dalvetal va emnpedlel tn Asttoupyia kat tnv ékdpaon nepimou 900 StadopeTikwy yovidiwy,
£K TWV OTtolwv, €va PHeyAAo TOO0OTO £XEL OXEON LE TNV eyKeDOALKN avamTuén Kot Asttoupyia.
Mnyég mpdoAnPng eival n ékBeon otnv nAtakr aktwvoBoAia (CUyKeKpLUEVA oTNV UTIEPLWEN)
EVW €Va UKPOTEPO TOCOOTO MPOCAAUPBAVETAL HECW TPOPWV OMwWC Ta Badaoowva. (Patrick kat

Ames, 2017)
Mnxoviopdg olvdeong Zepotovivng Kal oppovng Brtapivng D:

H oppédvn Butapivn D cupBAAAEL oTnVv evepyormoinon Kat Ty kataotoAn yovidiwy. Katd

v poacdeon tng oppovng But.D otov urtodoyxa Brtapivng D (VDR), o umtodoyxéag Snuouvpyet
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€TepOSIepn Ue Tov utodoxEa petvoeldolg X (RXR) kat mupodotet tov VDR va avayvwpiost
VDREs og aAAnAouyieg DNA Twv oxeTl{Opevwy Le tn Brapivn D yovidiwv. H aAAnAouyia VDRE
anod povn Tng unopet va kabopioel av to etepodipepég VDR-RXR Ba evepyormotnosl 1 Ba

KotaotelAel T petaypadn.

H TPH2 ¢épel VDRE aAAnAouyxieg mou oxetilovtal Ue tn petaypadikn evepyonoinon. M’
oUTO Bewpeital mwg n TPH2 eival mBavo va evepyomoleital petaypadikd amo TNV oppovn
Btapivn D. e avtiBeon, n TPH1 meplapPavel pa VDRE mou oyetiletal povo pe TNV
KotaotoAny yovidiwv, omdte n TPH1 kat n TPH2 umopel va eivat Siadopomotnpéva
PUBULLOUEVEG Ao TNV opUoVn BLtapivn D, mpokaAwvtog TV mapaywyr cepotovivng. (Patrick

kot Ames, 2017)

Qapuakeutikn Aywyri Mntépag

H BeparmeuTikn) QVTILETWILON TNG UNTEPAC HE ddapuaka Onwe to BaAmpoikd oy, n
BaAlbouidn, ta avtkatabAuttikd (16iwg ol ekAekTikol avaotoAeic emavampoocAndng
oepotovivne), olaitepa KATA TO MPWTO TPIUNVO TNG EYKUMOOUVNG, £XEL CUOCXETLOTEL pe

auv&nuévo kivbuvo AAD oto matdi.

loxupny ocucoxétion umapxel petofl PaAmpoikol offog kat AAD onwc emiong Kot
opKeTwV AMwv veupoavartuélokwy Slatapayxwyv. Emiong to BaAmpoikd ofl oxetiletal pe
npoBAfUATa oTtnV avamrtuén Tou eykeDAAOU, TEPLOCOTEPO amd OTL Ta UTdAouta
QVTLETUANTITIKA pAppaKa. QOTOCO N CUOXETION efaptdatal amd tn docoloyia Kol dAAoug
OXETLW{OUEVOUG TIOPAYOVTEG OTWG ETUANTITIKEG KPLOELG KATA TNV EYKUMOOUVN KOL TO VONTIKO

ninAiko (1Q) Tn untépac.

H cuoyxétion petafl APng avttkatabBAUTTLKWY KATA T SLAPKELD TNG EYKUOOUVNG Kal
AAOD sival o apdleyopevn. Ol Kobayashi k.a. (Kobayashi et al, 2016) peAétnoav tn oxéon
QUTN 0g 5 HEAETEG IEPIMTWONG KAl 3 OPOSIKEG LEAETEG UNTEPWV TTOU AAPBavay EMIAEKTIKOUG
avaotoleig emavanpdéoAnPng oepotovivng (SSRIs) katd tnv eykupoouvn. Bprkav 50%

auénuévo tov kivéuvo AAD oTIC UNTEPEG QUTEG.

Otav ot 8lol ouyypadeic mpaypatonoinoav avaluon svalobnoiag cuykpivovrag
opada ekteBelpévn oe SSRIs pe opada pn ekteBelpévn oe SSRIs 0 PNTEPEC e PUXLATPLKEG
Slatapay£g, katl Bprikav oAU pikpn (aonuavtn) avénon otov kivduvo gudaviong AAD otov

amnoyovo.
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Qotooo eivatl 8UokoAo va yivel amoAUTWG KATAVONTO O TEPUTTWOELS UNTEPWY TIOU
Aappovav GpapuaKeUTIKA aywyr yla Kamolo diatapayn, n omoila amdé povn tng amoteAel

mBavo attlodoyikd mapayovrta epdaviong AAD. ( Modabbemia et al.2017)

Ex9eon o€ toéikec ovoieg

Meléteg tofLkn g £kBeon g elval o peyalo BaBud meploplopéveg AOyw tn¢ Mok lag Twy
ueBOSwv pétpnong ékBeong (eminedo ouaiag Kat xpovog €kBeong). MOCOTIKEG CUCTNUOTLKES
£pPEUVEC €XOUV YIVEL yla TNV atpoodalplkr) pumavon, tn BelopepodAn, TOV aAvopyavo

udpapyupo, kal ta emnineda Paptwv LETANWY OTLC TPIXEC.

Ye pia peta-avaAuon ot Yoshimasu k.a. (Yoshimasu et al.2014) katéAn€av o amouaoia

OUOXETIONG HEeTaEL Taldikng £€kBeong os BelopepodAn kat AAD.

Ze pa peta-availuon 3 peAetwy, ot (8ol ouyypadels avédepav 60% avgnon otov
Kivbuvo eudaviong AAD wg emakoAouBo tng €kBeong oe uPnAo emimedo avopyavou
udpapyvpou. Me BAon Ta EUPUATA TOUC, UTtooTnpilouv OTL N £KBech oTa MPWTA XPOVLA TNG
{wng otov LBPAPYUPO TTOU TEPLEXETAL OE KAToLa epPOALa Sev aufavel Tov Kivouvo eudaviong
AAD, evw n €kBeon oe avopyavo udPApPYuUPo oTo TieplBAANOV Uopel va oxetiletal pe

auénuévn mbavotnta AAD.

‘EkBeon oe &ladopa TOEIKA, oOTO Omoia CUUMEPAOUPAVOVTOL TAPAGCLTOKTOVA,
moAuxAwplwpéva didatvoAia (PCBs), moAuBpwiikoi Sipatvulikol albépeg (PBDES), pmopet va
erudépel emPAoPeic ouvémeleg otnv avamrtuélakn Stadikacia, WOlWG O  YEVETIKA

npodiateBelpéva dtopa.

To PCBs kot PBDEs €xouv w¢ QmOTEAECUQ, OXL HOVO eVOOKPLVIKEC SloTapayEg Kol
veupoTofikn enidpaon, ald kat ta Vo rapapévouv oto neplBAaiiov kot BloocucowpevovTal

otnv Tpodikn aAuoida.

ErmunpooB£twe, MOANEC VEUPOTOEIKEG EVWOELC, ival UTOTTEG ylo. oAANAeTiSpaon pe Tta

veupoSLaBLBacTikd cuoTaTa Tou eniong epnAékovtal otn AAD.

H Slopovh TG UNTEPOG OE KOVIWVA amoOoTacn amo TS YEWPYLKEG edapPLOYES
TIAPOACLTOKTOVWY, KOTA TNV EYKULOOUVN, £XEL CUCXETLOTEL e auénuévo kivbuvo AAD, duwg

QUTO TO oevdplo umnopel va adopad acuviBilota uPnAd enineda €ékBeong.

To OUYKEKPLUEVA XNUIKA £Xouv emumAéov tnv TmBavoTNTO Vva TIPOKAAECOUV
QvVOOOTOELKOTNTA, N OTtola e TN OElPA TNG UIOPEL va 08Ny oeL o LeTABOAN TNC TAPAYWYNG

KUTOKLVWV, N omola cuxva napatnpeital otn AAQ.
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Apwuarta

MoAAEG eTatpeieg v AMOKAAUTITOUV TA BLOPNXAVIKA HUGCTIKA TOUC Yo TIOAAG amd Tt
OPWHOTA TOUG, TA OTIOLO OTNV TTPAYUOTIKOTNTA £ival £Vl CUUTAEYLO CUVOETIKWV XNULKWV Kol
duolkwv ouowwv. Epyaoctnplakn €peuva Tou TpayHaTonoltnke unmd TV UTOSELEn Tng
Kapmaviag yia Aopair KaAAuvtikd, kal opyotepo avaAubnke amd tnv MeplBoaAlovTiki
Epyaotlokr Opada, anokdaAlue 38 kpuppHéEva XNUIKA 0 17 apwHOTIKA TTIPOIOVTA YWWOTWV

ETWVULLWV.

Avdpeoa o0g OUTA TO XNULKO UTIAPXOUV KAl OUGLEG TOU TIPOKAAOUV QAANEPYLKEG
avtldpAoeLg Kal oppovikn Suahettoupyia (musk ketone, DEP diethyl phthalate). Eniong, kata
TN SLAPKELA TNG EYKUHOGUVNG, N XPNON APWHATWY Kol AAAWY KAAAUVTIKWY UTTOPEL OUGLACTIKA
va ekBEoeL To avanmtuooopevo £uPBpuo os DEP, £va KOO CUOTATIKO OPWHATWY TTOU UIMOPEL
va TIPOKOAECEL Un PUOLOAOYLKA OVATITUEN TWV AVOITOPAYWYLKWY OPYAVWY OE OPOEVIKA
Bpédn, AEN-Y o maidla kal kataotpodr onépuatog otoug evhAikes.( Modabmemia et

al.2017)

MoAuvaon Aépa
H poAuvon tou aépa ouvbéetal pe auénuévo kivbuvo AAD o€ TEPUTTWOELS
TIPOYEVVNTIKNC €kBeong oe PBopéa pETaAAQ, XAwpLwPEVoug SlaAuTeg, olov, vtiled, Kal

EYYUTNTO KOTOLWKLOG O QUTOKLVNTOSPOUOUG.

EuBoAia

Ot Taylor k.a. (Taylor et al, 2014) mpaypatonoincav P HETA-avAAUcon otV omola
MeAeTNONKE n ouoxEtion HeTafl Tadkwy epPolriwv kat AAD. OL cuyypadeic 6 Bpnkav
Kavéva otolxeio yla peyaAutepo kivbuvo gudaviong AAD os dtopa mou €xouv eUBoALlacTel.
AVTIOETWG TA EUPAMATA TOUG UTIOSELKVUOUV TIPOCTATEUTIKN enidpaon twv epPoliwv otov

kivbuvo gudaviong AAD.

Agdopévng TG avnouxiag mou UTTAPXEL YL T cUoXETLon Tou epPBoiiou MMR (\apdg,
gpuBpag, mapwtitidag), oL ouyypadeic mpayuatonoinoav pia feExwplotn HeTA-avaAuon
TPLWV HEAeTWV yla To ePPfoAto MMR kat tn AAD, Kal Bprnkav pia UKpNG onupaciag pelwon

otnv Tubavotnta epdaviong AAD katomniy tou epoAtlacpol.

Avooonointiko cuotnua
‘Evag Tepdotiog aplBpog aveédptnTwy LEAETWY, EUTAEKEL TO OVOCOTIOLNTIKO CUCTNUA
otn AA®, katd tn SLAPKELX KAl TNG TIPOYEVVNTIKAG TEPLOSOU Kol TNG MEPLOSOU HETA TN

vévvnon. Oa €XeL OUGCLOOTLKO QMOTEAECHUA Vo amodacLOTEL OV AUTEG Ol AVWMUOALEG Tou
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OVOCOTIOLNTLKOU OIOTEAOUV OULTLO I} CUVETTELA TWV UETABOAWVY OTN VEUPOOVATTUEN, N AMAWG

gva emipatvopevo otn AAD.

Mntpikn Noiuwén kata tnv eykupuocivn

MoAAQTTAEG €TUONULOAOYIKEG UEAETEG TIOPEXOUV LOXUPEG eVOEIEEL OUOKETIONG LETALY
MNTPLKAC Aolpwéng 1 mapouciog MUPETOU Katd Tn SLAPKELD TNG EYKUHOOUVNG KOl TNV
avarntuén AAQ oto oudl. Exel Bpebel mooooto 18% Wikprg avgnong mbavotntag AAD petd
anmod UNTPWKA Boktnplakn Aolpwén kal Aolpwéng oupoyevvnTikoU cuothpatog 9%. Emiong

Uikpn abénon mbavotAtwy PoKaAel kat n ypimn.

OL Kutokiveg, TOU TOPAYOVTOL KATA TN SLAPKELD KATOOTACEWV Aolpwéng ylo va
TIPOKAAECOUV TIUPETO KOLL VO EVEPYOTIOL 00UV T KUTTAPO TOU OVOOOTIOLNTLKOU, AELTtoupyou
WG SLAUTOL TOPAYOVTEG TIOU UItopoUV UTIO TipoUToBEaoelg va petadepBolv amo tn pntépa
oto £uPpuo. EPOooV oL KUTOKIVEG EUTTAEKOVTOL CNUAVTLKA 0T veupoavamtullakn dtadikaaoia,
omoladnmote dlatapan AUTWY TWV AUOTNPA EASYXOUEVWV CUCTNHATWY UITOPEL va 0dnyrnoet

o€ aBodUCLOAOYIKEG AANAYEC OTOV OVATTTUCCOUEVO gyKEPAAO.

Mpaypatt, avEnuéva enineda wvtepdepovng-y (IFN-y) kot vtepAeukivng 4 ka5 (IL-4, IL-
5) éxouv Bpebel o Seiypata aipatog katd tn SLAPKELA TG EYKUUOOUVNG, UNTEPWVY TTALSLWV
pe AAD. Emiong, onuavilka aveBacuéva emimeda mopayoviwy vékpwong oykou (TNF-a, TNF-

B), IL-4, IL-10 Bp£Bnkav oe delypata apviakol uypou atdopwy pe AAD.

ErunpdoBeta, to 2013 ot épeuva BpéBnke cuoxETion PeTafl HNTPLKOU TTUPETOU KATA
N SLapKeLa TNG eyKUooUVNG kat AAD, 6w eMiong KoL OTL N AVTLETWTILON L€ OVTUTUPETIKA

MELWVEL ToV kivéuvo gudaviong AAD. (Modabbemia et al, 2017)

Autoavooia

Mepaltépw UTOOTAPLEN yla T oUvdeon HETAy evepyomoinong Tou UNTPLKOU
QVOCOTOLNTIKOU cuoTAMATOG Kot AAD, TPOEPXETAL MO UEAETEG TIEPUTTWOEWY OLKOYEVOUG
autoavooiag. ‘Exel Bpedel Betikn oxéon petafd AAD kot mabnoswv tou Bupeosldoulg,
Swopntn, Ywplaong pevpatosdols apbpitidag, KOWOKAKNG KOl  CUCTNUOTKOU

gepuBnuatwdoug AUKou o €va ToooaTo 49-64%.

Mta peAétn mAnBuopol otn Zoundia UTTOSELKVUEL OTL OTIOLOSHTIOTE YOVLKO AUTOAVOGO

voonua odnyet og 50% vPnAotepo Kivouvo SLAyvwaong auTIoPoU MEXPL TNV nAkia Twy 10.

Ot autodvoosg abroelg UopolV va TIEPACOUY Omo T UNTEPA OTo £UPPUO, KUPiwg
HEOW TNG MNTPLKAC HETAPOPAC QVIIOWUATWY, ONMWG OTIC TIEPUTTWOEL VEOYVIKOU

gpuBnuatwdoucg AUkou, 6mou avtliowpata IgG petadpEpovral and Tov MAOKOUVTA HECW TOU

Awatapayn Avtiotikot @aouatog: Pvon 1 HepifdArov;



veoyvikoU Fc umtodoxéa, mpoodépovtag mabnTikr avooia oto éuPpuo, Le onueio Evapéng to

Seutepo Tpipnvo.

ErutAéov, €vag ocuvSUOOUOC UNTPLKWY AVIIOWHATWY e€elSIkeUpEVWY otn AAD mou
avayvwpilouv otOXoUg OTOV QVONTUCOOMEVO eyKEDAAO oOxetTilovtol HE QUENUEVES

OTEPEOTUTIKEG cupmepldopés. (Modabbemia et al,2017)

AugAettoupyia AvoooronTtikou

EKTOC amo mapAyovieg Tou evdountplou TepIBAAAOVTIOC, UTTAPXOUV KOL OPKETEG
avadopég eyyevolg Kal eTIKTNTNG SUCAELITOUPYLAG TOU avocomoLnNTikoU og atopa pe AAD. Na
MAPASELYUd, LOVOKUTTOPO TIOU amopovwinkayv amod matdid pe AAD, dpavnkav va £xouv
SL0POPETIKEG ATIOKPLOELC KUTOKIVWV KATOTILV SLEéyepong pe TLR ouvbETeg, og cUyKpLON UE Ta

TaLdLA TNG opadag eAéyxou.

‘Eva mopopolo elpnua, Stadpopomolnpévng mapaywyng KUtokivng amo natdia pe AAD,
£YlVE KOTOTLV €eTUAEKTIKNG Oléyepong Twv T KUTtdpwv, He TpodAeypovwdn Tul. Ta

taBoAoyLkd supruata oxetilovtal Pe TepLocOTEPEC SUCAELTOUPYLKEG CUUMEPLPOPEG.

AMEG avwHaAIEG TwWV KUTTAPWY TOU OVOOOTIOLNTLKOU Ttou BpéBnkav oe maldld pe
OUTLOUO TtepAapBavouv: auénpéveg TIEG B-kuttdpwy Kat NK-kuttdpwy, Stadopomotnpévn
£kdpaon Twv delktwy emnidaveiog, avénuévn ocuxvotnTa SEVOPLTIKWY KUTTAPWY OTO HUEAD,
peElwpéva emimeda 1gG Kal IgM oto mAdopa (xwpic evbeifelg epdavouc duohettoupyiog B-

KUTTAPWV).

Mpoodata supnuota amod avalvoelg petaypadikol RNA, éxouv emavevioxUoeL Thy
6éa mw¢ umapxel pla woyxupn Kol aviyveluolun avénon oto eminedo evepyomoinong Tou
0VOOOTIOLNTLKOU OTOV gyKEPAAO KOl TwV AEUKOKUTTAPWY Twv atopwv pe AAD, kal sivoat

mbavr n xpHon AUTWV Twv TepldpepelakwV PLOSEIKTWY YLt KALVIKEG SLOYVWOTIKEG eEETAOELC.

IXETIKA oToLyelot KPOYAOLAKNG KOl OLOTPOKUTLKIG EVEPYOTIOINONG 08 LETABAVATLOUG
eYKEDAALKOUG LOTOUG aTOUWVY e AAD, umtootnpilouv xpovieg veupodAeypovwdelg Slepyaoieg
mou Ba propoloav vo petaBarliouv Tig cuvaelg kat va allafouv tn cuvdeoLuotnTa Tou

eykepalouv, ouvelodépovtag £tot otnv moboloyia tng AAD. (Modabbemia et al,2017)

AuoAsitoupyio MOTPEVTEPIKOU CUOTNUNATOG KOl TPOMTOMOLNIUEVO ULKPOBiwUa

MoAAol acBeveic pe autiopd avadEpouv GUVVOCHPOTNTA YAOTPEVIEPLIKAG SUOYEPELAL,
yeyovoc mou omotelel £velén OTL N owoth AELTOUpYLOl AVOOOTOLNTIKOU GUOTAUATOC KAl O
CUUBLWTIKOG HIKpoBLakdg TANBuopog eival kpiowa yla tnv vysia tou yootpeviepikol

ocuotAuartoc. Emiong, n oUvéeon petafld HKPOPLWHATOC eyKEDAAOU KoL EVIEPOU YIVETOL
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oloéva kal o avayvwpiown, kKabwg OStadpapatilel onuovtikd poAo oOTn OwoTH

VEUPOAVATTUEN, KoL eMiong €XEL TN SuvaATOTNTA VO TPOTIOTOLEL TN cupnepLdopd.

To YOOTPEVIEPIKA CUUMTWHATO ToU avadépovtal cuxvd otn AAD meplappavouv:
KOLALakO Tovo, Suckolhotnta, Siappola, arepyia | Sucavetia os TpodEg, e To TeAeuTaio
MAALOTO VA eVIOXUEL TIPOPBANUATIONOUG OXETIKA e TNV emapkn ANPn BpeMTIKWY CUCTATIKWY

KOlL TRV TIoLOTNTA TNE SlatpodrG.

MeA€teg €xouv Sel€eEL WG CUUMTWHATA TOU YAOTPEVIEPLKOU £(VOL TILO CUXVA OE ATOUO

pe AAD og olykplon e aTopa pe avarttuélakn kabuotépnaon (DD), i tumikng avamtuéng (TD).

MetaoA£c otn ouvBeon Twv UIKpoPLlakwy evamoBéaswv €xouv SlamiotwBel otn AAD,
onwe emiong kot oavrtiotowxeg Sladopéc ota emimeda PakTnPlAKWYV HETABOAITWY OTA

TEPLTTWUOTA KAL T oUpaL.

A&ileL va onuelwwBel otL auénuévn coBapoTNTA TWV AUTLOTIKWY CUMMTWHATWY EXEL
BpeBeil va cuoyxetiletal pe auénuévo Kivouvo yooTPEVTEPIKWVY PO BANUATWY, OUwG Sev ival

OKOUO YVWOTO TO MWE oXeTileTal auto Pe TNV attohoyia tng AAD. (Modabbemia et al,2017)
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AAANHAENIAPAZH NEPIBAAAONTOZ KAI TENETIKHZ (ENITENETIKH)

Enyevetikn

Me ToV OpO ETILYEVETLKI) EVWOOUE TN HEALTN TwV aAAAyWV OTNV €Kkdpacn yovidiwy Kot
KOUT'ETEKTAON TNG AELTOUPYLOC TOU YOVISLWUATOC, TTOU GUVTEAOUVTAL XWPIC Tpomomnoinen tng
oaAniouyiag tou DNA. Amotedel tn yédupa peTtafy yovotumou Kal ¢alvotumou,

npoodEpovtac Eva idog petaypadikol eAEyxou mou puBuilel tnv ékppacn Twv yovidiwv.

H emyevetikn oe avtiBeon pe tn yevetkn mAnpodopia eival Suvntikd avactpePiun
(emyevetikn mAaotikotnta) kal Suvatol va ennpeactel ano Siddopa epebiopata n

TePBAANOVTLIKOUG TTOPAYOVTEG.

To emiyoviSiwpa (emiyevetikr katdotoon) HeToBAANETAL SUVAULKA OTO KUTTAPO TWV
Sladpopwv Lotwv, og avtiBeon e tnv akohouBia DNA mou, onwg npoavadEpbnke, mopapével
otaBepn. Xpnolgomolwvtag éva peydlo aplOpd cupmopayoviwy (eviupwy, pebuiopddwv
KTA) O OUVTOVIOMO HETAEU Toug, puBuilel tnv ékdpaon Twv yovidiwv kal Slapopdpwvel

Sladopetikoug pavotumoug e SladopeTIKA KUTTAPO.

Mépav Tou povadilkol pOAOU TOU GTOV AVATITUELOKO TIPOYPAUUOTIONO, TO EMLYEVETIKO
TipodiA aAANAeTEp & e TO YEVETLKO TTpodiA yLa va BonBRAoeL 0TNV MPOCAPOYI OTLG CUVEXWG
METOBANMOUEVEC KATACTACELG. TO HKPO- KOl LOKPO-TIPLRAAAOVTIKO SUVAULKO (TT.X. EVOOYEVEIG
TIPAYOVTEC: OpPUOVEG, VeUPOSLABLBAOTEG, VEUPWVIK evepyomoinon/katactoAr, Kat
efwyeveic: tpodn, odapupaka, HETAPBOAIK KATAOTAON, EMOXLOKEG KALULATIKEG OAAAYEG,

MLIKpoBlwpa Kat pUTOUG) emnPeAlouV To eMLYEVETIKO TpodiA. (Loke et al.2015)

Emtyevetikoi Mnyaviouoi
OL kUplolL pnxoviopol mou Slapopdwvouv TNV  EMLYEVETIKN  KATAOTAON TOU

yoviSlwpatog nepthapBavouv (Zhubi et al.2014):
A) Tn pebuliwon tou DNA
B) Tnv tpomomnoincn twv Lotovwy

I Ta un kKwdikd RNAs
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A) MeBuldiwon tou DNA
H pebuliwon mepllappavel tnv mpooBnkn plag opdadag pebuiiou (—CHs) oto

voukAeotiSio Kutooivn.

AuTo cupPaivel eite oe SwvoukAeotldikéG aAAnAouyieg youavivng-kutooivng (CpGs)
KOTA LAKOG TOU yovISLwHATOC, £lte og TeploxEg mAouoleg og CpGs (vhoideg CpGs) O6Twg otoug
UTTOKLVNTEG TWV YoVLSLwY, Xpnolpomnolwvtag EvIupa TG opadag twv pebuiotpavodepacwy

Kol Slatnpeital katd tnv avilypodr tou DNA.

2TOUG UTIOKLVNTEG TWV YoviSiwv (vnoibeg CpGs) £XEl WG AMOTEAECUA TN HETAYPOAPLKN
TOUG OTMOCLWTNCN KoL TNV  avaotoAn £kdpoong TNG YEVETIKAG TAnpodoplag,
Sladpapatifoviag Pacikd polo otnv Kuttaplk Sladopomoinon Kol TNV avamtuén Ttou
gUPpUOU, OTNV ATEVEPYOTIOINGN TOU X XPWHOCWHATOC KOL OTO UNXOVIOUO TNG YOVLSLAKNAG

anotuniwong (imprint). (Zhubi et al.2014)

Nivakag 9: MeBuliwon miBavwy yovidiwv AAD (Zhubi et al.2014)

Fovidlo Ovopaoia

OXTR Yrnodoyxéag Outokivng

GAD1, GAD67 MMoutapikr AskapBofuidaon 1
EN-2 Engrailed-2

RELN Peelivn

B) Tpomomnoinaon lotovwv
NoukAedowua: Bactki Lovada opyavwong TG XpWHOTIVNG. AmoTteAeltal amo £va oKTAUEPES
MPWTEIVWY, TWV TECCAPWV TUPNVIKWV Lotovwy (H3, H4, H2A, H2B) yUpw and to omolo

neplehiooovtal nepinouv 147 {evyn Baoswv DNA. Zhubi et al.2014

KaBe tUmog (otovwv UToBAAAsTal ot SLAPOPETIKEC  HUETO-UETADPOOTIKEG

TPOTIOTOLNOELG, CUMMEPIAOUPBAVOVTOC TNV aKETUALWON, TN peBuAiwon kalth pwodopuiiwon.

H aketuAiwon kot n pebuliwon cupBaivouv oTIG APLVOTEALKEG OUPEG TWV LOTOVWV UE
™ 6pdon Twv evlUpwy akeTtuhotpavodepdoes- amoaKeTUAAOEG Kal pebulotpavodepdoeg
ovtiotolyo. H mpooBnkn OKETUALKAC OUASAC Ot LOTOVEC OXetTiletal pe petaypadikn
Spaoctnplotnta, evw N amooketuliwon odnyel oe petaypadiky amoowwnnon. (Zhubi et

al.2014)
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OL TPOTIOTOLACELG TWV LOTOVWV HEeTABAMOVTAL KOTA TN SLAPKELD TOU KUTTAPLKOU
KUKAOU, TNV KuTtOoplky avamtuén kot Sladoporoinon. AvoAdywe TNG XPWUOTLWVLKAG
Slopdpdwone, mapatnpeltal evepyonoinon r amoocwwnnon tg Uetaypadnc, £T0L WOTE N
avolytr toug doun (euxpwpartivn) va Looduvapel pe evepyd petaypadr], EVW N CUUITOYAS
Xpwpativn (etepoxpwpativn) woduvapel pe kataotoAn tng yovidlakng ékdpaong. H
OUUMUKVWON TNG XpwHaTtivng , €KTOC OO TNV KATAOTOAR TNG yovidlakng ékdpaonc,

otaBepomnolel Tn Sopn Twv XpWUoowWHATWY. (Zhubi et al.2014)

loTovikog Kwdikag: ol cuvSUaoHOoL TWV TPOTIOTOLCEWY TWV LOTOVWY 0TO GUVOAO TOUG.
Avtiotolyet otn duvapikd HeTaBaAAopevn, HeTaypadIlkA EVEPYN N OVEVEPYN XPWHOTLVLKH

kataotaon nou petafiBaletal and To PNTPLKO KUTTAPOo ota Buyatplkd tou. (Zhubi et al.2014)

Nivakag 10: Tpomomnoinon wotovwy (Zhubi et al.2014)

Npwrteiveg Enidpaon

DNA tonoiocopepdoeg (TOP1, TOP2) n tomoilcopepaon ¢aivetal va SLeuKoAUVEL TNV EkPpaocn
Twv peydAwv yovidiwv (>200kb), mMoA& amd ta omoia
oxetilovtal pe tn Aettoupyla twv cuvapewv kat tn AAD.
CHDS8 H CHD8 mpoaobével t B-katevivn (CTNNB1) kot puBuilet
0pVNTIKA TO onupatodotikd povomdtt WNT, mou mailet

KaBoploTikd poAo oTn  OMOVOUAIKN  avamtuén Kot
popdoyéveon. NMoMég de novo petalagelg otn CHDS8

£€xouv tautornolnBei os meputtwoelg AAQ

) Mn kwébika RNAs (ncRNAs)

Ta pn kwdikd RNA eivat Asttoupyikd popla RNA ta omola 6 petadpalovral oe
MPWTEivn. EXouv onUavtikd poAo otnv Tpomomnoinon tng akoloubiag, tng SOUAC KAl TNG
ékdppaong twv ayyedlopdpwv RNA, emnpedlovtag tnv €kPpacn NG TMPWTElvNG Twv

ovtioTolywv yovidiwy.

Ta Asttoupykad Hikpopopla (MiRNAs) €xouv dlaitepn onuacia otV KUTTOPLKNA
Sladopomnoinon kal avamtuén, kabwg Kal otn Slatripnon Tng KUTTAPLKNG TAUTOTNTOC, EVW
MEoW TNG Pelwong, LeTadEPOUV TNV ETLYEVETIKA MAnpodopia oto UYWTO, KOL CUVETIWGE VAL TN

METABLBACOUV OTLG EMOLEVEC YEVLEG.

EpmAoutiopévn avaAuon Twv yovisiwv otoxwv mou ekdpalouv pn Gpucololoyka
miRNAs otn AAQD, £xetL avadeifel Stadopa kUpLa Kot EVOAAAKTIKA LE VEUPOAOYLKN CUCXETLON,
povormatia. Autd mepllapfdvouv ta povomdrtia otnv kaBodnynon afova, tnv  TGF-B

onpatodotnon, tn onpatodotnon MAPK, otaupodpoula popiwv mpookoAAnong, pubuion
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OKTIVNG KUTTAPOOKEAETOU, OEELOWTLKNG dwadopuAiwaong, onuatoddtnong hedgehog, m TOR

onparodotnong kat Wnt onuatodotnong.

Awadoporotnuévn ékbpaon 28 miRNAs £xel mapatnpnbel oe eykePANOUG QUTLOTIKWV

og oxéon pe opada eAéyxou. (Zhubi et al.2014)

ATIO TOUG ETILYEVETLKOUG HUNXOQVLOMOUG TIOU TEPLYpAdnKavV Tapanmdvw, Kovevag O€
Aeltoupyel avefdptnta, VW UTIAPXEL OUCLAOTIKY) AAANAETiSpaoN, LE TO ATOUIKO YEVETIKO
UTIOOTPWO AAAG Kal LeTOEU TouC puBuilovtog Tnv €kdpacn r TNV ANmocLWINCN TNG YEVETLKAG

TmAnpodoplag.

H SuocAettoupyla twv TOAUTIAOKWY KOl OAANAEVOETWY ETYEVETIKWY NXOVIOHWY
UTTOPEL va 08NnynoeL 0TV avVATTTUEN TTOAUTTAPOYOVTIKWY Voonuatwy, dnAadrn maboAoyilkwy
KOTOOTACEWYV TIOU TIPOKAAOUVTAL Ao Th cUVSUACWEVN SpACH ETMLYEVETIKWY KOl YEVETIKWY

CUVLOTWOWV Kal Ttou gv akoAouBoUv tn MevSeAikn kKAnpovoutkotnta. (Zhubi et al.2014)

ETtLyeVETIKA KOl yoVISLAK] QIoTUNwon
H yovidlakn amotunwon pubuiletal emyevetikd. To aAAnAopopdo tou yovidiou mou

ekppalel TN YeEVETIKN MAnpodopia eaptdatal amo tn YOVEIK Tou MPOoEAEUON.

O UNXaviopog TG YoviSLaKNAG amotunmwong TMepAAUBAVEL ATMEYKOTACTAON TOU
ETILYEVETIKOU ONUOTOC OTA TPWLHA  YOUETIKA KUTTOPO KAl EMOVEYKATACTOON TOU
QIOTUTIWLOTOG €K VEOU OTOL WPLLO YALETIKA KUTTOPO KOL SLATAPNON KATA TOV 1810 TPOTO PETA

TN yovipomnoinon.

Ta amotunwuéva yovidla aviutpoownelouv Mepmou 1o 1% Twv yoviblwv Ttou
avOpwriivou yovidSuwpotog. H ékdpaon Toug Ppiloketal umd Tov €AEyXOo TOU KEVTIPOU

peBuliwong (imprinting center, IC).

Alatapayxég Tou pnyoviopoU NG Yovidlokng amotunwong 6ev akolouBouv T
HeVOEALKA KANPOVOULKOTNTA KAl OXETL(OVTAL LE TIOAAEG OVATTTUELAKEC KOIL VEUPOOVOTTTUELALKES
Slotapay£g KaBwe Kal He TNV KOPKLVOYEVEDH. Ta TPWTA VOO LOTO 0TO OToia oportnpnOnke
Slatapayr Tou pnxoaviopol autou mepthappavouv ta cuvdpoua Prader-Willi kat Angelman.
Itnv 6l katnyopla mephapPavovtatl moAAd aAha cuvdpopa (m.x. Beckwith-Weidemann,

Silver-Russell k.a.)
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Nivakag 11: 20vSpoua mou TPOKAAOUVTAL Ao TO KNXAVIOUO TNG yovidLakn anotunwong (Zhubi et al.2014)

Z0vdpopo XPWHOOWHLKEG TLEPLOXES Anotunwpéva yovisia
YOVLSLOKI G amotunwong

Prader-Willi 15g11-q13 UBE3A, ATP10A(mtatptkod)
MKRN3, MAGEL2, NDN, SMURF-SNRPN
(unTPwKO)
Angelman 15g11-q13 UBE3A(matpko)
Beckwith- 11p15.5 IGF2, H19 (matpko)
Wiedemann
CDK1C, KCNQ1, KCNQ1OT1(pntpikod)
Silver-Russel 7pl11.2-p13 GRB10(pntpkng)

MEST, PEG1(matpikng)
To oUvpopa TmoOU oxetilovtal He SlOTAPOXEC TNG YOVISLOKAG amMOTUMWONG
ovadelkvUOUV TNV EMISPAcN TWV AMOTUNWHEVWY YOVISLWV OTLG eyKedaALKEG AELTOUPYIEG, OTN
ouuneplpopd OTWG Kal TO PUBULOTIKO Toug pOAo otnv auénon kal avamtuén. (Zhubi et

al.2014)

ETLyEVETIKA KOl VEUPOQVATTUSLOKEG SLATAPOXES

OL eykedaAkéG Aettoupyleg eival Bloloyikég Sladikaoieg pe e€alpeTikd oUVOETOUC
TPOMoug puBuong. Amattolv TOAAMAOUC OAANAOCUVSEOUEVOUG LNXOVIOUOUG, TIOU N
Slatapayr Toug UMOPEL va €XEL OOV QTMOTEAECUA TNV EUPAVION VEUPOOVATTUELOKWY KO
VEUPOEKPUALOTIKWY VOO LATWYV, oTa omoia palvetal va cUUUETEXEL Apeoa n SuoAettoupyia

TWV EMLYEVETIKWY Unxoviopwv. (Loke et al. 2015)

Emtyevetikn otn Alatapayn Autiotikov Qaouatog

Onwc mpoavadépbnke, OxL LOVO YeveTikol mapayovieg aAAd Kat TeplBaAloviikol
napayovteg eumAékovral ot AAD. Evag ouvduaouog KANpovopkotntag (G: Fevetikog
TIAPAYOVTAG OTIWE O TIOAUUOPGLOUOG VO voukAeoTiSiou) kat eumelplag (E: mepBaAloviikog
napayovrag) SnAadn to “G x E” amoteAel to Baolkd GEVAPLO yla TNV KATAVONGH KOWWV
nadnocwv, Hetal autwv Kat Twv AAQD. It npdéodarteg Bewpleg emkpatel N undBeon OTL TO
“E” aAAalel Suvopikd To “G” kot TpoKaAel XNULKEG TpomoTmoloelg 6to DNA Kol OTLG LOTOVEG

(emwyevetikn), aAAG OxL aAAayeg otnv alnAouyia tou DNA. (Loke et al. 2015)

Ou meplBarroviikol Tapdyovteg mou UeTaBAaMAouv éva ¢alvotumo, Hmopouv va
EMNPEAOCOUV OXL HOVO TO ATOUO OTO omoio cupPaivouv, aAld emiong Toug HETEMELTA
amoydvoug oe SLABOXIKEG yeVeEG. Me AAAA AOYLO, OL TIPOYOVIKEG EUTELPIEG UIMOPOUV va
EMNPEACOUV  TOUC AMOyovoug, UmoBeon n  omola KaAesltal  “AlayeveaAoyikn

KAnpovouid”.(Loke et al. 2015)
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ZYNAPOMA MOY ZXETIZONTAI ME AA® KAI 2XETIZOMENA FONIAIA

Onw¢ npoavadépbnke, oto DSM-5 n Atatapaxr Autiotikot Odacpatog Slaxwpilotnke

amo TG povoyovidlakeég Slatapoxes. To evdladépov eival mwg autd Tto yovidia

Stadpapatilouv Aettoupylkd poAo oth puBULoN yovISLakn G Ekdppaacnc, TV MpwteivoouvBeaon,

KoL KAt eméktoon tn Oopkn otabepdtnta twv veupwvwy. Eéattiag tng cuvvoonpotntag

METAEL aUTIOMOU Kol Twv v Adyw Slatapaywv, afilel va avadepBolv doa sival yvwotd ylo

OUTEG, Kal va avoAuBel mwe oL HeTaBOAEG 0 AUTA TO yoviSlo prmopoUv va KataoTtpEPouy TN

SOoULKA 0TABEPOTNTA TWV VEUPWVWV.

Suvépouo EvSpavaotou X (Fragile X, yoviéio FMR1)

e mooootd acBsvwv pe cuUvdpopo

EUBpavotou X  epdavidovtol  KAWLIKA

XopoKTnpLlotika AAD kal ylo to Adyo auto
ToU

poplakn efétoon  yla  PETAANGEELS

Ewkova 10: KAnpovoutkdtnta tou yovidiou

FMR1 AwaBéoun oto:
http://torresbioclan.pbworks.com/w/pag

e/22377111/Fragile%20X%20Syndrome

yovidiou FMR1 cuotivetal oe aobeveig ue AAD kat pe Betika anoteAéopata nepinov 1-3%.

To yoviblo FMR1 (Fragile X Mental Retardation gene) mou Bpioketal oto Xqg27,3,

kwdwomolel tnv FMRP.

To ouUvdpopo EUBpauctou X avhkel
otnv opada voonuatwy mou odeilovral o
SUVOKEG peTaAlGEelg, SnAadr) EMEKTAOELS
TIOAUOP LKWV enavalappavopevwy
oAAnAouxwwv (CGG) mavw amod éva péyebog
(>200 emavainyelg=npopetariasn, >1000
OVETITUYHEVN

enavaAnPelg= TANP WG

petdAagn).

X-linked recessive, camer mother

Camer
mothes

Unaffected
father

i ]
B Unatlected
[] affected
[(WCatriee " |
§ an o 1
Unaffected  Unaflected Carier Affecred
son caughter daughter son

1S Nsnal Libaaoy ¢f Medicine
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X Chromosome

(= 5o°
Fragile site
location of fragile X gene

Ewkova 11: 3UvSpopo suBpaliotou X, XpwHoowua X LE TNV XAPAKTNPLOTIKY TiepiodLén (Jiraanot

et al.2016)

To oUvépopo eudaviletatl og 1/5000 dppeveg kat 1/4000-8000 OrAea.

Appeveg aoBeveic pe mARPN HETAANAEN GALVOTUTILKA WTOPEL va £X0UV HETPLA EWG
coBopn vontikn avamnpio, peydAa autid, €€€xov TnyoUVL, XOAAPOTNTA CUVOECHWV,

MOKPOOPXLOLOWO, oTolxela Statapaxng EAAELUUATIKAG TTPOCGOXNG KOL AUTLOUOU.

H éMeuwpn FMRP oxetiletal pe eupeiec popdoroyikéc arlayeg otoug Sevdpliteg ot
Sladopec meploxeC Tou eykedahou: oto GAOLO, OTOV LIMMOKAUTO Kal TV mapeykedaAida.

(Jiraanot et al.2016)

Zuvépouo Rett (MECP2)
‘Eva akoun ocuvépopo mou oxetiletal pe tn AAD elvatto cUvopouo Rett. Ol petoAatelg
oto yovidlo MECP2, To omolo euBUvetal oxedov yia 1o 96% twv Slayvwoewy tou Rett (1% twv

Slayvwoewv AAD).

To oUvSpopo Rett eivat plo  yapaktnpotiky AAD mou  meplhapBavel
EMAVOAQUBOAVOUEVEG OTEPEOTUTILKEG KLVIOELS TWV XEPLWV, ETUANTTIKEG Kpioelg, atoafia

Basdiong. To cuvSpopo Rett sivat pia pulocVvEeTn oto X emikpatng Statapayn.
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To yovidio MECP2 Bpioketal oto Xq28 kal KwdlKomolel tnv avtiotolyn npwrteivn. H
npwteivn 6éopeuong neBuliouv-CpG 2 (MECP2), eival évag petaypodlkog mopayovtag e
TOAAQTAEG AslToupyleg otn yovidlakn puBuwon. H MeCP2 aAAnAsTudpd pe TO oUUMAEYUA
Sin3A/HDAC kal mpoodévetal oto pebBuAiiwpévo CpG oto DNA kot emnpedlel £vav aplBuo

yovibiwv Tou ouvdéetal He TN

Ewoéva 12: Mapoucia/ Amoucia tng MECP2 o¢ , ,
Aetoupyla Twv ouvapewv (BDNF,

bUoLOAOYLKOUG VEUPWVEG KOLL OE VEUPWVEG GUVSPOLLOU
DLX5, ID, CRH, IGFBP3, CDKL1,
Rett AlaBéowun oto: https://www.cell.com/cell-stem-

cell/abstract/S1934-5909(13)00401-3?code=cell-site PCDHB1, PCDH7, LIN7A)  otoug
VEUPWVEG KAl  QGAAOUG  TUTIOUG

Normal neuron Rett neuron EVKEDAALKWVY KUTTAPWV.

I—» r=———
: MetaAlaéslc kot CNV's  tou

@ MECP2, ouumeplapBovopévou Ttou
Q@ B0-¢ @ «<5hmC 0?‘—5th

' Suthaclacpol Tou yovidiou, £xouv

\* Y o :_' A evtomnotel oe atopa pe AAD xwpig tnv
7/4. g N eldlkp  dayvwon tou  Rett. H
\f‘ aufoppuBulon 1 n pewoplOULON TOU

\% chz; Wy s oo MECP2, petofdaiiel Spapatikd 1Tn

mRNA  protein mRNA  protein SevlpLTIKA Kol 0€OVIKI QPXLTEKTOVIKN

TWV VEUPWVWY, Kol Slatapdoosl
) ‘eéf_’zt_)rypic rfi}_?}.’.i'\;;\%‘"\

pict ONMOVIIKA TN OUVOEoWOTNTO TWV
% 1GF1, tAKT e OR b 1 Hom

VEUPWVLKWV SIKTUWV.

Jupdwva e Tnv EBvikn lotopiky Mehétn twv HMNA ywa To ouvdpopo Rett, to 95% Twv
TIEPUTTWOEWYV TOU KAaooLkoU Rett mpokaAeitatl ard to MECP2, 6UwG HEPLKA XPOVLA ETA TNV
ovayvwplon Tou poAou tou MECP2, petal\aéelg oto CDKL5 kat oto FOXG1 evtomiotnKay wg
oLtloAoyLkol YeVETIKOL TAPAYOVTEG TOU OuvOPOpoU, Kal pAAlota cuvdéovtal Ue BopLeg

HOPdEC TOU HE TIpWLUN Evapén TwV cUMMTWUATWVY. (Ehrart et al, 2017)

Olwén¢ ZkAnpuvon (TSC1, TSC2)
H OTlwéng 2kAnpuvaon eival pla yevetikn datapaxn n omoia petafiBaletal Katd Tov
OlUTOOWHLKO ETILKPATH TPOTO KAnpovopunonc. Mehéteg £xouv Sei€et OtTL Ta yovidla mou eivolt

umeVBuva yla ta aitia tng vooou sivat ta TSC1 kot TSC2.

To yovidlo TSC1 Bpioketal oto xpwpoowpo 9934 kol KwSLKOMOoLlel TV TpwTEivn
opaptivn kot gival ouviBwg otkoyevég. To TSC2 Bpioketal oto Ypwpoowpa 16p13.3 kat

Kwdwomolel tnv npwrteivn touvpmnepivn. To cupmAeypa tou TSC2 sivat cuxvotepo amnd to TSC1
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KoL cuvbualetal pe Bapltepn KAWLKN glkova. Kal ta Vo yovidla sival oyKoKOTAOTOATIKA,
EVW Ol TIPWTEIVEG TIOU KWSOLKOTIOLOUV €XouV avaotaAtiky &paon otnv 066 mTOR, n omoia

eNMNPedlel TNV al€non Kal Tov TOAAOTTAQCLOOUO TWV KUTTAPWV.

Ewdva 13: Tovidia TSC1 kat TSC2 1tng Olwdoug IkAnpuvong Awabéowun oto:

http://genetics4medics.com/tuberous-sclerosis.html

Tuberous sclerosis

T15C1
(D (M) 15C2

>_< >_< TSC2 gene
16p13

TSC1 gene
=R

u http:/fwww.geneticsdmedics.com/tuberous-sclerasis.html

To 1908 cUpdwva pe tov Vogt n UMOXPEWTIKY SlayvwoTtikr Tptada ylo tnv Olwédn
YkAnpuvon mepteAdppave tnv erttAnia, TN VONTIKA UOTEPNON KOL TAL OYYELOIVWLATWLOTO TOU
T(POCWITOU. XTNV MOPELQ, UE TNV €EEALEN TWV SLAYVWOTIKWY HeBOSwVY Ta SLayvVwoTLKA KpLtnpLa

aMaav.

MoAAG madid pe olwdn okAnpuvon epdavilouv auTloTikr cupnepidopd. To Tocootd
QUTO AVTLOTOLXEL 0TO 66% 0TO 1,5 NAKLAKO £TOC KAl LELWVETAL 0 50% ota 2,5 £Tn, podavwg
AOyw Twv UTOAOIMWVY XOPAKTNPLOTIKWY TOU cUVSPOUOU TIoU yivovtal mio epdavr 600 to
atopo peyohwvel. Emiong, €xel Ppebet ot 1,1% pe 1,3% acbevwy pe apykn Stayvwaon AAQ,
apyotepa efetaotnkayv Kot Bpédnkav Betikol yla petaAAdtelg ota yovidia TSC1, TSC2. (Rosti

et al.2013)
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BéBain Sayvwon tng Olwdoucg IkAnpuvong €xoupe otav umdpyxouv Suo peilova

KpLTnpLa 1 éva pellov pe Vo eAdocova KPLTHPLO artd TNV MOPAKATW Alota:

Nivakag 12: Meilova kat ehdocova kpttrpla dtayvwong cuvépopou Olwdoug IkArpuvong (Rosti

et al.2013)
Meilova kpLtrpla EAdooova kpLtipla
AyyelolvwpaTa TTPOCWTTOU MoAAamAd tuxaio KOTOVEMNUEVO EVTUTIWMOTA OTNV
adapavtivn Twv Sovtiwv
Mn TPAUUATIKA OVUXLO LVWHOTA ApaptwHaTWOELS TTOAUTTOSEC TAXEWC EVTEPOU
YMopeAaVWTIKEG KNALSEG (>=3) Kbotelg ota ootd
MAdkeg koA aydvou ALATOPOYEG LETAVAOTEUCNC VEUPWVWY
DOAowwbelg 6lot vwua oOAwvY
Yrnoemevdupatikoi 6ot Mn vedplkd apdptwia
YTMoemnevoupaTikd YLYOVTOKUTTOPIKO  Axpwin mAdka apdiBAnoctpostdolq
Q0TPOKUTTWHA
Kapbiokd paBdoptwpa Aeppatikég BAGPeg
Aepdayysloivwpdtwon MoM\amA£g vedpLkEG KUOTELG

Nedpkod ayyelopuoAinwua

Zuvépouo auaptwuatwyv oykwv (PTEN)

Ot petaM\déelgc PTEN eival yvwotd OtL mpokoAoUv pla opdda Slatapaywv Tmou
ovopadlovtal TUvopoua auopTWHATWY Oykwv PTEN. OL ouykekpLUEVEG HeTOAAAEELS €xouv
BpeBbel oe maudLa pe auTIopO Kat pikpokedahia og mooooto 1-17%. KaBwg ol petaAAGgeLg Tou
vovibiou PTEN oyxetilovtal onuovtikd pe ocuvdpopo oykwv (Cowden, Bannayan-Riley-
Ruvalcaba k.a) gival onuavtikd autoi oL aoBeveic Kal oL OLKOYEVELEG TOUC VAL EVIAOOOVTAL O

TIPOYPOAUUATA LATPLKAG TtapakoAoUBnong WeTd Tn poplokn Stayvwon. (Rosti et al.2013)

Zuvépouo Phelan- McDermid (SHANK3)

To oUvSpopo autod odeiletal otn cuvexopevn yovidlok e€alewpn TNG MePLOXAS
22913.3. To yoviSio SHANK3 mou PBploketol oTn CUYKEKPLUEVN TIEPLOXN QVOPEPETOL WG
petoAAaypévo oto 1-5% twv dlayvwoewv AAD, emiAniag, unepavantuéng, umotoviag Kal

anouoiag Adyou.

AoBeveic mou gudavilouv aUTA T CUPTTWHATA, KABWE Kot TPoPAAUATA AKONC, TAON
umepBeppiog, EMewbn bpwta, auvénuévn ovoyxn otov ToOvo, avapuootn cuumepldopd
HAONONC, OXETIKEG KPOVLIOTIPOOWTILKEG Suopopdieg pémel va AapBavovtal UTIOYLY yLo TO gV

AOyw olvSpopo. (Rosti et al.2013)
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Ewkova 14: Movomndtia oTa onoia GUMHETEXOUV Ta Yovidia tou euBuvovtal yla to kabe ouvdpopo

nou oxetiletal pe AAD (Sahim M.,Sur M. 2015)

mTOR inhibitor

Zuvbpopo Prader-Willi Ewova 15: Xpwpdowpa 15. Me

To ouvépopo Prader-Willi (PWS) eivar pio | svo xpopa Slakpiverar n
XOPOKTNPLOTIKY ETILYEVETIKA Satapoxr), KATA TNV ONoid  prepox PWS/AS Aladéoiun oto:
niepinou 1o 70% Twv aoBevwv €XouV Eva XPWHOOWULKO  https://en.wikipedia.org/wiki/Pr

éMelppa oto 15q11-q13, povoyoveikh Siowpia (UPD)  ader%E2%80%93Willi_syndrome

(25%) kai éva 5% EAAEUUA OTN XPWUOCWLLKN TIEPLOXH TOU KEVTPOU P13
amotunwong. H ouxvotnta eudaviong tng vooou eivatr 1/10000 —
pll.z2
1/30000. MpokaAsitatl and Tnv EAeLPN TWV MOTPLIKWY avTlypddwy Twv

voviSiwv SNRPN kat NECDIN pali pe ocuotadeg snoRNAs: SNORD64, all.z

q12
SNORD107, SNORD108, 2 avtiypadpwyv tou SNORD109, 109 avtiypada a1
q15.35

tou SNORD116 kot 148 avtiypada tou SNORD115. als
q15.1
Tol KALVIKA XOPOAKTNPLOTIKA TOU cuvEpOUoU mepAapBAavouv: Lt
q21.2
®  VEUPOYVWOLAKEG ENAELELG s
o umnepPoAikn) urtvnAia Kotd tn SLAPKELD TNG NUEPOAS q22.2
q22.351

e uTmoTOViO HUWV o
e YOUNAO avaoTnua q24.1
q24.3
I3 )] r 925.1
®  LUKPA XEpLa KoL oS e
e umnepyovadSiopd 283
q26.1
o unepdayia (Eekwva amod Bpédog) kal akdAoudn moyuoopKia Kot I
cakyxapwsdn Staprtn tunov 2 W AT
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e  MéEoog 6pocg vontikoL mnAikou 1Q: 60-70
o [lpokAnTik ouunepldpopd (I6eoPpuyavaykaoTik Slotapayr, OUTOTPOUUATIOUOG,

napddopn opyn)

H ocuyxvotnta eupdaviong tng AAD oto olUvdpopo elval yla tTnv Katnyoplo tng
povoyoveikng Slowpiag mepimou 37,7%, evw yla tv Kathyopla Tou eAAeipatog mepimou

18,5%. (Bennet et al.2015)

Zuvépouo Angelman (UBE3A)

To yoviblo UBE3A eival éva mATPKA OMOTUNWUEVO Yovidlo mou evtomiletol oTo
avBpwrivo xpwpdéowpa 15 kot kwdikomolel éva pélog Twv E3 Alyacwv tng oufikitivng.
Emteldn to yovidlo UBE3A sival eMIAEKTIKA AMTOTUTMIWEVO OE WPLLOUG VEUPWVEG, N ETTLYEVETIKNA

TOU pUBULON oxeTileTal Ue apKeTEG veupoavamtuélokeg Slatapaxée. (Rosti et al.2013)

OL petoAAGéelg mou obdnyolV Oc QMWAELX TNG AELTOUPYLIKOTNTAC OTO HUNTPLKA
ekdppalopevo avtiypado tou UBE3A mpokalel to ouvdpopo Angelman, pia coPopn
avarmtuélakn dlatapaxn, xapaktnplopevn and kabuotépnaon avantuéng, vonTikn avamnnpia,
avOektikn emidnyia, coBapn Siatapaxn Aoyou, “puppet like” atafia kat mapofuopoug

véAlou. (Rosti et al.2013)

O Suthaolacpog tou pntplkol avtlypddou odnyel oto cuvépopo Dupl5q, pla
napepdepn Statapoayn Le To cuvdpopo Angelman mou spdavilel emumtAéov coBapd AUTLOTIKA

xapaktnplotika. (Rosti et al.2013)
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FENETIKH ZYMBOYAEYTIKH

H yevetiki cupBouleuTikn eival n Stadikaoia Katd tnv omoia mapexovral TAnpodopieg
oe aoBevei¢ i dtopo mou PBpilokovtol o KivBuvo ylol YEVETIKO voonua KaBwg Kol o€
uroPndloug yoveig ) olkoyeveleg. OL mAnpodopieg autég meplhapBavouy TV KAVIKH ELKOVA
TOU VOO UOTOG, TNV MOpPEia TOU, TIG BepameUTIKEG SUVATOTNTEG, TOV Kivouvo enaveudaviong

1 HetaBifacng Tou Kal Toug Tpdmoug mPoAnPng.

To yeyovdc ot n AAD pmopei va odeiletal oe yevetikolg kaly/n mepBarloviikolg
mapayovteg kablota tn Stadkaoia ene€nynong tou KvdUvou gudavionc, KAt Tn YEVETIKN

OUUBOUAEUTLKN, TTOAUTIAOKN).

MNpoodatec avakaAUPELS O OXEDN LE TN YEVETIKI TOU QUTLOMOU £XOUV TIPOKOAECEL Lol
UETOPBOA OTNV AOKNON TNG YEVETIKAC OUUPBOUAEUTIKAG: OTO TOPEABOV 1N YEVETIKA
oUHBoUAeUTIKA amoteAouvtav amd €vav UTOAOYLOUO KWWOUVOU HE BACN TO OLKOYEVELOKO
LOTOPIKO,  EVW ONUEPA, EKTWWNOELG Paollopeve oc amoteAéopata €EETACEWV OfF

OUYKEKPLUEVO ATOUA ETTIONG UIMOPOUV VA Xpnaotpomnotnbouv.

O MpWTOC OTOXOG AUTWV TWV €EETACEWV Elval v TAUTOMOLOOUV TN AEYOUEVN
povoyovidlokn popdn Tou autlopoU, mou Ba emitpeel o €va emapkeg mMAAvo dpaong. H
VEVETIKN MAnpodopia mou emiBefalwvel pa dtayvwon Unopel va emitpéPel ota ATopa va
elval KaAUTEPA TIPOETOLUACHEVA YLld TG TIPOKANCELS TNG avatpodng Tou maldlol Kal va

Eekvrioouv ouumepLdopLKEG MOPEUPACELS O TIPWLUN NALKLAL.

‘Eva TAEOVEKTNO TNG EVPECNC YEVETIKWY N AAwv Blodewctwv yia tn AAD pmnopel va
elvat to va BonBrioel otn BeATiwon TNG AMOTEAECUATIKOTNTOC TNG SLAYVWOTIKNAG Stadlkaciag
KOL KOTA CUVETELQ va amodeVUYETAL TEPLTTH TOAAMWPLA yla TO ATOMA KoL EYKUPOTEPQ

anoteAéopara.

‘Evag aAAog AOYyoG yla Tnv e€€taon elvatl OtL oL yoveig B€Aouv va yvwpilouv tnv attia,
OTw¢ emiong kat toco mbavod sival ta dAAa toug madld va epdavicouv Tnv mabnon, Kot Tt

va TTouv ota GAAO LEAN TNG OLKOYEVELAG YLa Tov Kivouvo guddaviong tng Slatapaxng.

AV n YeVETIKN HETAAAOEN TIOU OUVERN elval de novo, pmopel emiong va avakoudioel
TOUG yovei¢ amd to aloBnua guBuvng. Qotdoo, os MePMTWON KANPOVOULKNG UETANAENG,
propel va au€noel to alobnua twv evoxwy, 16iwg oTo yoveéa mou eival o dpopéag Kal pUmopet

va 06NnNyrNOEL OTO OTLYLATIOMO AVAESA OTLG OLKOYEVELEC. (Hens et al.2016)
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Bion%ikn-fMpoBAnuartiouoi

OtJordan kat Tsai (2010) avadépouv évav aAlo poPANUATIONS, WG To va e€etaleoal
yla pLo madnon €xel vonua av undpyxet Stabéoiun Beparmeia kot av n EETaon EMTPENEL TNV
€TAOYN ylot KOAUTEPN QVTLLETWITLON. € QUTH TNV MEPIMTWOTN, O €YKALPOG EVIOTILOUOG KAl h
EVTOTIKA QVTIUETWIILON TwWV QTlWV TG mabnong daivetal mwg odnyolv oe PBeATlwpéva

QTMOTEAEGATAL.

Ao TNV GAAn pepld, moAAol ouyypadeic miotebouv 6Tl kKaBwg n AAD eival pa
TIOAUTIOPOYOVTIKI TtdBnon, Kat ta yovidia amAwg petadépouv tnv mpodldbeon, autég ol
gfetaoelc pmopel va Sdwoouv mMoAMA Peubwg OeTikA N aPVNTIKA OMOTEAECUATO KOl

KOT'ETIEKTAON VO £XOUV TIEPLOPLOPEVN KALVLKA EYKUPOTNTAL.

‘Evag akopa mMpoBANUOTIONOG Twv ouyypadEéwv egival To Katd moéco maldld mou
g€etaotnkay Kal Bpédnkav Betikd otny mpodlabeon epdaviong AAD alhd 6 Ba avamntuéouv
moté TN Slatapaxn, Oa OTIYHOTIOTOUV XwpPIG Vol UTTAPXEL OUCLOOTLKOC AOyoC. Alddopeg
£peuveg Selyvouv TwG £va BeTIKO amoTEAECU OTnNV £€ETAON UMOPEL Vo EMNPEACEL TN

Suvaplkn yovéa-maldlou kat va odnyrnoet o€ avnouyla katl ayxoc.

Metd amo £va OeTIKO amoTEAEOUA OTNV £E£TACN OE MPWLHO OTASLO AVATTUENG Tou
TaLdLol, UMopel va mepAcEeL TTOAUC KALPOG HEXPL VA Yivel Slayvwaon av oiyoupa To Ttaldi £xet
AAQ®, KOLTO AMOTEAECUA TNG €EETAONG UIMOPEL VA ETMNPEACEL TOV TPOTIO TTOU OL AAAOL Ttaipvouv
anodAoELS yLoL auTo To TtaLdi, Omwg eniong kot To Sikaiwpa Tou matdlov autol g £V aVOoLXTO

MEAAOV.

AKOpO OTIWCE KOlL 0TV MEPIMTWon Tou aAnBwg Betikol amoteAéopatog, ot Tabor kot Cho
aubLoBNTOUY TO KATA TTOCO UMOPOULE VoL KATAAABOUE TN PuCLOAOYLKN TToKIAOLopdla woTe
va Slakpivoupe mote elval pia katdotaon pn ¢ucloloyikn 1 maBoAoyLkr), KaBwWE UEPLKES

popdEg AAD £xouv XapakTnpLoTel MABoAOYLKEG XWPLG auTd va eival amapaitnto.

EvioxVovtag autr tnv anoyn, ot Walsh k.a. avadépov mwc pio Blodoyikn taumnéla &
Ba énpene va mpodikalel mBavég Oepameutikég pebddouc o dtopa mou Bewpeital mbavo

va avantuéouv AAD.(Hens et al. 2016)
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Emidoyéc Avanapaywyng
Aev glval aocuvnBLoTo onpepa yLa Vo LATPLKA EVNUEPWHEVO {euyapL TTou oxedLAleL N

TepLUEVEL TTaLST va OKEDTETAL VO KAVEL EAEYXO YOVLSLWHATOC yLa Toug iSloug n to €uPpuo.

H avakaAun TwV YEVETIKWY 1] OLKOYEVWVY TTAPAYOVIWY KLVSUVOU UIOPEL val EMNpeAoeL
TOV OLKOYEVELOKO TPOoYpaUATIoNO. OL urtodridlol yoveic pmopel va xpnoLUomoLjcouy auth
TNV MANPodOpNCN YLO VA ATEXOUV Ao TNV avarmapaywyn 1 va anotpéPouv Tn YEvwnon evog
1 enouevou matdol pe AAD KAt TNV MPOYEVVNTIKAR SLdyvwon 1 TNV MPOoEUPUTEUTIKN

VEVETLKN SLayvwon.

H Mpospduteutikn Mevetkn Aldyvwon (PGD) pmopel va mpaypatornotnBei otn pdon
LLOIC CUYKEKPLUEVNC YEVETIKAG LETAAAAENG 1 otn Baon emhoyng dUAou (kabwg n Statapaxn

elvat 4 dpopég ouxvotepn ota ayopLa).

Y& KAMOLEC XWPEG N AUPAWON Ot MEPUTTWOEL avamnpiag Bewpeital wg amodektn
napéupaon uvyesiag. Mia tétola TOMOOETNON WMOpel amd Povn TG va SnpLoupynoEL
TPOBANUATIONOUC, KoL VOL TIEPLTAEEEL TOV TPOTIO TIOU TLALSLA KAl EVAALKEG LE AUTIOUO PAEMOUV

TOUG £aUTOUC TOUC KAL TTO0O EKTLUWVTOL WG AvBpwroL.

Karmoleg LeA€teg xpnoLomnolouy to oUvSpopo Asperger yla va emitbeifouv tn Stadpwvia
TOUG OXETLKA HE TNV EPAPUOYr) CUYKEKPLUEVWY NOKWY apxXwv otnv euPputkn Stadoyr 1 Tov

TEPUOTLONO KUNONG.

Map’6Aa avtd epdoov n AUBAWON elval PLa TTPOCWTTLKH Armodach KAl OXL Lo KOWWVLKNA
1l MoALTIKr ToroB£tnaon, Ba umdpéouv avBpwrol yla Toug omoioug o poPoc Tng acBévelag n
™G Xpoviag avamnpiag, dwkatoloyel Tnv aupiwon f tnv anodaon va unv epduteutel éva

£uBpuo.(Hens et al. 2016)
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Akaiwpa peAwv otkoyevetag otn Mevetikn NMAnpo@opnon kat Stiyuo

Eva apdleydpevo {ATnUa elval emiong av ta PEAN TNG OLKOYEVELOCG TIOU pmopel va

£€xouv auvénuévo kivbuvo voonong n va avilpetwrnicouv to Papocg tng dppoviidag evog

OUYYEVOUC, £X0UV SIKALWA OTN YEVETLKI TTANPOPOPNCN OXETIKA e €va GANO LEAOG, KAl AUTO

elval éva onpelo mou ayyilel Ta Oplo TOU AmoppHTOU.

Nivakag 13: MpoBAnpaTIONOL O OxEon HE TN YEVETIKA €€Taon tng AAD (Hens et al. 2016)

MpoPAnuaticpoi o oxéon Ke tn yevetikn e€€taon tng AAD

ZAtnua e€€taong

KAwikog NepLlopLlopdg

Anodoon yla e€étoon

Motog O€AetL va uaBel;

‘Evbelén

Yriep€udaon YEVETIKWY OLTLWV

KAwikn xpnowuoétnta

latpkry petadpacn/ Bepameutiky Spdon, pun Slabéolun yla TG
TIEPLOCOTEPES SLATAPAXES

Eykupotnta AladOPETIKEG TIPOOEYYIOELG

MeputhokotnTa @awotumikr)/ TOVOTUTILKY €TEPOYEVELA, YOVLSLaKY TIAELOTPOTILQ,
TOLKIAN €kdpaon

Eumopevpatonoinon E€éTaon  KOTOMWV  QUTAMOTOC TOU  KOTAVOAWTH,  avakplBng
OUUBOUAEUTIKA TtpO-£€€TAONG

HBwol MBavn enintwon otnv MAOYI avVAOPAYWYNS

Nopkot Juvaiveon; ZUyKaTABeon KATOMLV EVNUEPWONG

Kowwvikoi/ ®locodikol

AmokAlvouosg OMTIKEC TNG avBpwrivng Tolkilopopdiag, 1ng
avarnpiog Kot TV SIKALWUATWY Twv ApeA
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ZouBoulog Mevetikng

2tn Saknpuén tg UNESCO yia ta yevetikd dedopéva tou avBpwrmou (2003) kat
OUYKeKpLUEva oto apbpo 11 avadépetal to €€nG: «OTaV YEVETIKEG £EETAOELG, OL OMOIEC
EVOEXETAL VA EXOUV ONIUAVTLKEG CUVETTELEC YPLA TNV UYELX EVOG MPOOWITOU, KPIVOVTAL OKOTIUEG,
givat nGika emiBeBAnuévo va umnapyet Stad€aiun yevetikyy ouuBouAgutikn pe kataAAnio
Tpomo. H yevetikn ouuBoUAeUTIK) O@EIAEL va YIVETAL UE QVTIQUTAPXLKO TPOTTO, va €ival
TIPOCOPUOCUEV OTO TIOALTIOTIKA TPOTUNTA Ko Vo €SUTNPETEL TO OUUQEPOV TOU

EVOLOPEPOLEVOU TTPOOWITOU ».

JUUBOUAOG YeVETIKNG Mmopel va eilval évog emoayyeApatioag uyesiag mou eival
eKTOLOEVUEVOG OTO VA BoNBAEL TIG OLKOYEVELEG VA KATAAABOUV TIG YEVETIKEC SLATOPAXEG KOl
va TOUC TapEXeL MAnpodopieg Kal umooTnPLEN. TG APUOSLOTNTEC TOU MeplAapPfdavovTal Ta

g8ne:

- Avixveuon nipoPAnpatog- Ay LotopLkou

- Juvepyaoia pe Toug KALVIKOUG YEVETLOTEC YLOL TOV TTPOGSLOPLOKO TOU TIPORARMATOC

- WuyxoAoylKn, KOWVWVIKN KoL SLacUVSOETIKA UTTOOTAPLEN

- NAApN evNUEPWON TNG OLKOYEVELOG OXETLKA HE TNV KANPOVOULKOTNTA, TOV £AEYXO, TN

Slaxeilplon, tnv mbavotnta emavepdaviong

ZuuBoulAeutikn lNVéwv

MAnBwpa ocuvavtioswv xpetalovtal ylo va Ponbnost Kavei¢ toug yoveic va
Eemepdoouv TNV dpvnon, va kataAldBouv tn Slatapaxn Kol va poosyyicouv tnv anodoxn,
WOTE VO LTTOPOUV VA KAVOUV BETIKA oxEdLa yLa To LEANOV. AEMTOUEPELEG YL TNV TABNON, TLG
pneBodoug Slaxeiplong, mpoypdupoata mapeufaocng, dapuokobepaneia, EKMALSEUTIKO
mAailolo, MpoOyvwon, MpoeToLlacia yla To péAov, xpelaletal va oulntnbouv os Baboc. Oa
TIPETEL VO TIOPEXETAL UAIKO €YKUPWV TNywv, KoBw¢ Kukhodopel ocwpesia avoakplpwv

mAnpodoplwv oto Sladiktuo.

H vyevetkn oupPouleutiky meplhapfavel tnv  g&nynon t¢  mbavotntag
enavepudaviong. Otav Sgv UTIAPYEL AviXveUOLUN attoAoyia, n mbavétnta autn ival 10-19%
O€ OLKOYEVELEG e €va madi mou pépel tn Sldyvwon, kat 33% av SUo f meplocoTepa MaLdLd

d€pouv tnv mabnon. (Vorstman et al.2017)
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levetikn ZuuBouleutikn o€ naibia ue AAQ

Y€ apvNTIKEG e€eTAOELS (Xwplg tpodavr) attioloyia):

JUMPBOUAEUTLKA OXETIKA e TNV TUOavVOTNTA EMOVEUDAVIONG UE BAo LEAETEG TTOU £XOUV

vivel og abépodla. (mooootd péxpl 20%)
Y& BeTikEG e€eTdOoELG (XL BpeBOel attiohoyia):

1. JUUPBOUAEUTIKN) OXETIKA HUE TN OUYKEKPLUEVN UETAAAAEN Kol Ta OXETIWOUEVO KALVIKA
XOPAKTNPLOTIKA, CUUMEPAAUPBAVOUEVWVY TNG oUVVOONPOTNTAG, TNG Bepameilag Kal tng
POYVWonG

2. Napamournr otoug kKataAAnAoug e181koU¢ (Vortsman et al.2017)

No genetic assessment Potential information from
or no variant identified genetic assessment

a
No genetic assessment Highly penetrant genetic
or no variant identified variant identified in mother

Offspring risk

No genetic assessment
or no variant identified

Sibling risk
c

No genetic assessment Highly penetrant genetic
or no variant identified variant identified in mother

| and proband

I\ Male sibling® 50%
Sibling risk ASD —— Female sibling: >10-15%
[ <50%

*Assuming 100% penetrance in males

b

De novo variant identified
in female proband*

Population risk (+ residual risk)

Male offspring:

= 50% x penetrance of variant
Female offspring:

= <50% % penetrance of variant

*Assuming no parental germline mosaicism

Ewkova 18: M'evetikr) cupouleutikr otn AAD katd nepimtwon (Vortsman et al.2017)
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MYOOI KAl AAHOEIEZ
EuBoAia
‘Eva amo ta mo moAuculntnéva Bpata yUpw oo ToV QUTLOMO €lval TO KATA Oco Ta

eUPBOALa auEdvouv Tov kivbuvo gudaviong AAD.

H 16éa otL ta gpPoAia kat n AAD oxetilovral, Eekivnoe amd to apbpo twv Wakefield
K.0. To 1998 pe titho «E\eakn Aepdoeldng olwdng unepmiacia, pn €Ok KoAitida kat
Stayutn avamtuélakn Slatapayrn o madLay. 1o apBpo avadpEpetal Mwe dev amodelkvUETAL
ouoyetion petafl tou MMR kat tng AAD, aAAd untovola cUoXETLONG. & apBpo tou L6lou To

2000, n cuoxEtion poTteilvetal AAL ald xwplic anodei&el.

QOoT000 TO OUYKEKPLUEVO apBpo amoocupBnke to 2010 efawtiag nBkwv Kal
pebodoAoyLlkwy MPoBANUATWY. I CUVEXEL, LEAETEG £6£L€av oUOXETLON HETAEL TOU epfBoAiou
MMR (apag, epubpag, mapwrtitdag) kat tng AAD. Emtiong dnuiloupyndnkav urtoPieg otL n
BelopuepodAn, TIOU EUTEPLEXETAL O GANQ EUPOALD WC CUVTNPNTIKO, CUYKEKPLUEVA OTO EPBOALO
AdBepitidag-Tetavou-Kokkitn (DTP) r tng eviAlkng 66ong tou (DT) ,umopet va avénosl tv
mBavotnta eudaviong AAD. (Taylor et al.2014)

Ye épeuva Twv Uno K.a. to 2015 peletnBnke n oxéon tou gpBoAiou \apdg-epuBpac-
mapwtitidag Kot Twv epBoAiwv mou mepLléxouv BelopepodAn Kat tov Kivouvo sudaviong AAD.
Metpribnke n €kBeon otn BelopepodAn otoug 1, 3, 6, 12, 18, 24 kaL 36 WAVEG yla va
cuumepAvouv Tov kivbuvo epdaviong AAD Adyw tng mpwiung €kBeong oto MMR Kat Ta
gUPOALa TOU TiepLEXOUV BelopepodAn. Ta amoteAéopata tng €peuvag Seixyvouv mwg Sev
UTIAPXEL Kaplo Stadopd petafld Twv TEPUTTWOEWYV Kal TNG ouadag eAéyyou, Kal ta
XOPOKTNPLOTIKA TNG AAD yivovtal sudavr) petd toug 36 pnveg. Ta dedouéva autd
amnodekviouv OTL oL epBoAlacpol mou mponyouvtal tng NALkiag dtayvwong dev amoteAolv

kivéuvo gudaviong yia tn AAQ.
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To euBoAto MMR

To guBoAio INapac-Epubpac-Napwrtitidag (MMR), meplAapBAVETOL OTOV UTIOXPEWTLKO
£06VIKO pBoAlaopo ota maldia kat n EveelEn tou elvatl otoug 12-15 pnveg n mpwtn 66on, Kat
n 6eutepn 660N 4-6 etwv. Elval Staboipo pe Uo EUTIOPLKEG OVOUAOIEG 0T Xwpa pog, MMR

Vax Pro tn¢ etatpeiog Sanofi Pasteur, kat Priorix amnoé tnv etatpsia GlaxoSmithKline.

Mapd To yeyovog OTL €va TEPAOTIO UEPOG TWV EPEUVWY TNG TeAeutalag 15etiag £xel
adLlepwBel oTtn HEAETN AUTAC TNG CUCXETLONG, OTIOU Kapia cuvdeon be BpéBnke petaly tou
euBoAriou MMR kattng AAD, kamolol yoveilg oAAA KaL EMayYEALOTIEG oUVEXL{OUV va CUVEEOUY

Ta euBOALa kat tn AAD.

AUTO £€Xel WG amotéAleopa tnv allayr) oTaong amévavtl oToug ePBoAlacpolg Kal To
XELPOTEPO €lval n Apvnor Toug otnv mpayuotonoinon tou gufoiiov MMR i kal OAWV Twv
gUPoAiwy yla ta matdld toug. Ta xapnAd emnineda euBoAlACUWY TIOU €XEL TIPOKAAEDEL TO
AEYOUEVO «OVTLEUBOALAOTIKO Kivnpa» armoteAolV amelAr] yla tTh SnUooLa UYELQ, LELWVOVTOS
KOL TNV OTOULKA OAAG Kupiwg T oulhoylky avooia pe amokopUdwHa TNV TPpdadatn
gnavepdavion g IAapdc , UE TIC MEPLOCOTEPEG MEPUTTWOELS va gudavilovtol peTaly

QVEUPBOALOCTWY ATOUWV.

Owoyéveleg mou €xouv maldl pe AAD umopel va elval KAMWG MPOBANUATIOUEVES
efautiag Twv avagpopwyv cuoxetonsg tou MMR pe tn AAD, mapd tnv EMewpn amodeiewv.
‘Epeuveg Seiyvouv mwg moAAol yoveic madiwv pe AAD miotevouv we to gUfoio MMR
anotéAeoe Baoikn attia. Auth n nemoiBnon, oe cuvbuLACUO LE TN yvwaon OTL Ta UKPOTEPA
adépdla madlwv pe AAD €xouv Nén peyaleg mBavotnteg epdavions AAD and YeVETIKAG
anoPng o oxEoN HE TO YeVIKO TMANBUONO, unopel va odnynoeL Toug yoveig otnv amoduyn
EUPBOALACHOU TWV ULKPOTEPWYV TIALSLWY TOUC. € TPOOPATEG UEAETEG LLE OU LUETEXOVTEG YOVELG
nadlwv pe AAD, to 20% nepinou napadéxtnke nwe KabBuotépnoe tov eUPoAlacuo pe MMR

oTa UkpoTeEpa adépdla.

e épeuva Twv Jain k.a. To 2015 otg HMNA, Ta OMOTEAECUATO CUVASOUV HE TLG
T(PONYOUUEVEG €PEUVEG KAl UE €PEUVEC 0 AAAOUG MANBUGoUOUG, SnAadn kapia cucxEtion
MeTaty epBoAlacpuot MMR kat avénpévou moocootol AAQD. Entiong de BpéBnkav evdeifelg OTL
n AqPn evée i dvo 86cewv MMR oyetietol pe tnv avénon kwdivou AAD oes adépdla
naldlwyv pe AAQ.
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Anoeic oxetika ue tn AAQD

210 apBpo «Lay beliefs about autism spectrum disorder among the general public and
childcare providers» twv Mitchell kat Locke (2015) kataypddnkav oL TEMOLOACELG TOU YeVIKOU
TAnBuopoL otig HMA kattov Kavadad, Kal emayyeALOTLWY UYELOG TTou epyAlovTal Og UTtnpecia

naLdkng ppovtidag oto Alvtayo. ZTa YEVLKA EUPNATA TNG EPEUVAG TOUG avadEpovTal:

e H Baolkdtepn mnyn mAnpodopnong oxetikd pe tn AAD (Wbilwg yla Ta Atopo XwPig
TIPOCWTILKA CUCXETLON) ATV Ta HECA MOlIKNG EVNUEPWONG. H emMouevn cuxvotepn tnyn
elval mpoowrikég emadég (Ppilol, olkoyevelakd meplPariov), evw eldaylotol €Aafav
mAnpodopieg amod ylatpols, KALVIKEG KOL VOCOKOELQ EKTOC av €lxav KATOLO UEAOC TNG
OLKOY£VELAG TouC pe AAD.

e [opd toucg meploplopol otnv TAnpodopia, Ol CUUUETEXOVIEG OTNV £peuva 0pBwg
avédepav wg n AAD SlaylyvwokeTal oty TMPWLKN Ttaldtkn nAtkio, Kot OTL oL KUPLEG
péBobdol efétaong eival n  mapatApnon Kol  PUXOUETPLKA, OVOTTTUELOKA Kol
ouUTEPLDOPLKA TEDT.

e Je oxéon Ue tnv awttohoyia twv AAD oL TEPLOCOTEPOL GUUUETEXOVTIEG CWOTA ECTIACAV OF
VEUPOAOVYIKEG KOl YEVETLKEG OLTIEC, WOTOOO £va 5% avédepe tn Statpodn Kat Eva 10% ta
gUBOALa WC BaatkoUG atTloAoyLlkoUg apdyovteg tng AAD.

e Ta GTOUA TIOU OVAKOUV OF UELOVOTNTEG HE UELWHUEVN TIPOCPRACLUOTNTA OTIC UYELOVOULKEG
UTnpeoieg, paivetal Mwg akopa MePLOCOTEPO AaUPBAvVoUV ANPODOPIEG OXETIKA HE TN
AAD amo ta péoa pallkng evnuépwonc. Eniong avadépouv tn Statapayni wg «Puxikn
Slatapayn» Kal wg «TapdAoyo TPOTo CKEYNCY.

e Ta drtopa mou eiyov uPnAoTepo popPwTIKO emimedo eival mo mBavo vo avtArjoouv
nmAnpodopieg yia tn AAD KATA TIG OTOUSEG 1 TNV €pyacia Toug Kal Alyotepo amd Tnv
tnAedpaon 1 GAAO pEoa HOlIKAG EVNUEPWONG.

e H AAD adopd OMEG olKoyEVELEG. Mepimou to 12% TWV CUUMETEXOVTWY aVEPEPE OTL oL
1610t ) KAToLo HENOC TNG OLKOYEVELAS TOUG (ouvnBéotepa maldi r adeldoc) eixe AAD. 3e
oUYKPLON HE TOUG UTIOAOLTIOUC CULLETEXOVTEG, Ol CUUUETEXOVTEC UE TIPOOWTTLKY madn
pe tn AAD Atav mo mbavo va €xouv AdBel MAnpodopnon amd MPOCWITKEG EMAPES,
T(POCWTILKA EUTIELPLA KOl LATPLKEC UTTNPEGIEG.

e e oxéon UE ATOMA OO TO YEVIKO TANBUGUO, oL pyalOEVOL OTOV TTALSLATPLKO XWPO NTaV
Tto TOavo va £xouv AAPEL TNV MEPLOCOTEPN ATIO TN YVWOHN TOUG OXETIKA pe tn AAD amd

OKASNUOIKEG, EMOYYEAUATIKEG KOL TIPOOWTTLKECG EUTELPLEG.
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OEPANEYTIKH-NAIAATQIIKH NMPOZEITIZH

H mpooéyylon oe modaywywko emnimedo twv AAD eilval katd Kuplo Adyo
e€aTOULKEVPEVN, Kal OXeTleTal pe T BloAoyikn nAkio kKal To avamtuélako eminedo tou
natdlou, evw ouvexilel ko’ o0An tn dapketa tng {wng Tou atopou aAla diadopomotinuéva. H
OLKOYEVELQ KOIL TO OXOAELO AIOTEAOUV TA MPWTAPXIKA BEpATEUTIKA TTAALCLA, EVTOC TWV OTOLWV

Slopopdwvovtal oL KOWWVLKEG SeELOTNTEG.

H Bepameutikn mpocgyylon ota madla pe AAD Sopeltal KUupilwg UE EKTTOLOEUTIKES KOl
ouuneplPoplkég mapepPaoelg, emiong, He YPuxoBeparmeia Kol O KATIOLEG TIEPUTITWOELG

dAPUAKEUTIKN aywyn.

Eva mpoypoppa mou otoxelel otn PonBsla twv yovéwv Kal tn PBeAtiwon g
TIPOCOPUOCTIKOTNTAG KOl TNG duvatotntag Hadnong evog mawdlol BOa mpémel va

ouvumoloyioel (Volkmar et al. 2009):

A. Tnv nAtkilo KoL TNV avamntuélakn Kataotaon Tou atdpou

B. To BaBud cofapotntag Twv BACKWV CUUMTWUATWY TG AAD
I. Zuvvoonpotnta pe AAAeg StatapayEg (.. emAnyia, AEM-Y)

A. Mapoucia mMPOCHETWY LATPLKWY KATACTACEWV

H Alota twv mpoypoppdtwy motdaywytkng moapeppaong (IEM,2015), mephapBavel:

Mpwiun napéuBaon

To npoypappa mapéupooncg Ba mpémel va yivetal mpv TNV nAkia Twv 4 €Twv Kot vol
goTLalel og 6Aou¢ oxedOV TouC TOUELG TNC avamTuénc. ITnv apxn Oa mpénel va emikevtpwOet
OTNV QVATTTUEN KLWVATPWV YLA CUMUETOXN oTh paBnotakn Stadikaoia, otn dnuloupyla BTG

TS Ay WYLKAC OXEONC KaL OTOV TTEPLOPLOUO TwV SUCTIPOCAPUOOTWY HopdWV cupnepLdopAc.

Apyodtepa To mpoypappo anookorel otn Sidaokalia de€lotAtwy Mpoooxnc, Kinnong,
pabnonc Méow TmopoTAPNONG Katovonong Kal ekPopd¢ TOUu AOYoU, KOLWWVLKAG
oAANnAsmtidpaonc, mayvidlol, avayvwpLong Kat Ekdpaong cuvalobnpdtwy, avantuéng adpng

KoL AETTTAG KWVNTIKOTNTAG KoL Se€loTATwY autosfunnpetnong kat Puxaywyiag.

Télog, avdloyo Ue TIC ovaykeg tou moudlol Bo mpémel va yivetal SibaokaAio
TIPOCXOALKWV Kal oxoAlkwv SeflotnTwy oL omoiec Ba Mpodyouv TNV MPOCAPLOYH TOU OTO

OXOALKO TepIBailov.
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Epapuoouévn Avadvon tng ouumnepipopacs (ABA)

H edbappoopévn avaluon tnG cupnmepldopdg €XeL OPLOTEL WC «n EMLOTAUN TIOU
edapuolel peBodouG MPOKUTITOUOES ATIO TIG APXEC TOU JUMUMEPLPOPLOOU. TKOTOG TNG, slvat
va BeATlwoel TN cupmnepldopd Tou avOPWIIOU OE LKOVOTIOLNTLKO BABUO KoL OE CNUAVTLIKOUC
TOUElGY. Ta TpOypAUATA KAl Ol TApPeUPACELC TTOU avamtuxBnkav amod tnv ABA ylwo tnv

eknaidevon natduwv pe AAD Slakpivovtal oe Sopnuéva kat vatoupaAlotikd. (IEN,2015)

H dopnpuévn Zuumnepidoptkn mapEUPach EMIKEVIPWVETAL OTN CUCTNUOTIKY St6aokaAia
ULIKpWYV, UETPACIUWY Hovadwv cuumepldopdc. Kabe Seflotnta avaAleTal o ULKPOTEPQ

Buata, ta onoia S1I6ACKOVTAL LE CUYKEKPLUEVO TPOTIO KAL LE TN XPHOoN TUNUATIKAG BonBelag.

H vatoupaAlotikn Zupmnepidopikn mopepPaocn, BETeL 0TO €MiKEVTPO TO 1610 TO aLdi, pe
Vv évvola OtL To BAapog tnNg mapéupaong petadépetal otnv aubopuntn npwtofoulia tou

naldLol, evw N evioxuon oxetlleTal AUECA E TNV ETILKOLVWVLAKI TIPOCTIAOELO TOU HaBNnTA.

MNpoypaupa TEACCH

To TEACCH (Treatment and Education of Autistic and related Communication
Handicapped Children) amoteAel pia PuxoekmaldeuTIK MPOCEYYLON TIOU OVIAEL peydho
MEPOG TWV SLOOKTLKWV TNE TEXVLKWY ATIO TV VAAUGCH TNG SUUTIEPLDOPAC KOL KUPLWE Ao TIG
VOATOUPAALOTIKEG TIpooeyyioelg, adou Sivel éudaon otnv aubopuntn XprHon tou Adyou, otn

yevikeuon Kal otnv kat'eukatpla paénon.

H ¢plocodia tou TEACCH otnpiletal otnv KOTAVONGON KAl TO OERACUO TWV ATOUWVY UE
AA®. Baolwkd okomo tng ekmaibeuong amotelel n BeAtiwon twv deflottwy Tou maldLou.
ISlaitepn £udaocn Sivetal otic Se€loTNTEG eMIKOLWVWVIOC, oL omoieg umoBonBoulvtal amo tn

xpnon ¢wrtoypadlwy kot cUUPBOAwWY Kot otnv autovoun epyacia. (IEM, 2015)

YTapXouVv apKETA avtiotolya mpoypaupata e€icou amote eopatikd omwe to PECS, to

MAKATON K.a.

AMeC BepameUTIKEG MOPEUPACELS TIEPOV TNEG TTALSAYWYLKAC KAl TNG GOUPUAKEUTIKAG
OYWYNn¢, ou odnyouv oe PeYAAn Kal ouolaotikn BeAtiwon Twv §e€lOTATWY TWV ATOUWV UE
AAD elval n AoyoBepameutikr, n gpyobepameutikn Kot puoilkoBepameutikn mapéupfaocn,
OMw¢ emiong onuavtikotatn €ival n tautoxpovn PYuxoAoytk otnpen TG OLKOYEVELAG KOL N
OUUPOUAEUTLKA YoVEWV. Xprolun amoSelkvUETOL KOt N UTtOOTAPLEN amtd SlatpodoAoyo, Kal
otnv evioyuon tou opyaviopol ota TPOPRAAMOTA TOU YAOTPEVIEPLKOU CUCTAUATOC TIOU
epdavifovratl cuxva ota dtopa pe AAD alld kat o€ Slatpodikn TPocappoYH avaAoya e ThV

ETUAEKTIKOTNTO KOL TIG A0BNTNPLOKEG SUCKOALEG.
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AtoOntnpiakn OAokAnpwon (Sl)
H awoBntnplakn olokAnpwon eival pia péBodog Beparmeiag mou edapudletal oe
nodld pe AAD yla vo QVTLLETWIILOTOUV KATOLEG aoBnTNPLoKEG SUOKOALEG TOU (OWG

geudaviotouy. Anotelel anotéAeopa £peuvag tng Watling et al.

Elvatl pa veupoPLlohoyikn SLadlkaoio Tou opyavwveL TLG aloBroeLg armd To CWUO KL TO
neptBarlov. MeAetd tn pUBULON KL TO GUVIOVIOHO TWV aloBnTnplakwy CUCTNUATWV:
OUTTTLKO, OTITIKO, 00PPNTLKO, YEUOTLKO, AKOUOTIKO cUoTnua, altboucaio cuotnua, kwvaiobnon,
16lodetia. Baoiletal os apxég veupoloyiag kot edpapuoletal amod epyobepameuth,

£€e16LIKEVEVO OTN CUYKEKPLUEVN BEpameUTIKN apEpBaon.
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EMIAOI0z- MEAAONTIKEZ MPOOMNTIKEZ
Mapd T QVAULKTA CUUTIEPACUATA OE OXECN UE TOV ETULMOAACHO TNG AAD, €xeL yivel
oad£EG OTL UTIAPXEL €vac OAOEVA aUEAVOUEVOG TIANBUCUOG ou emnpedletal and auth Th

Slatapayn maykoouiwg.

H gpeuvnTikn KOWOTNTA €XEL KAVEL LEYAAEG TPOOSOUG OTNV AVOKAAUYN TTapoyOvVTWwyY
£kBeong, KvdUVoU Kal Twv PeTaBoAwv mou cuveladpEépouv atnv epdavion AAD, aAla sipacte

OKOWUN OPKETA LAKPLA OO TNV KATAVONGCN TWV TIOAUTTAOKWY AUTWYV KATAOTACEWV.

Qaivetal nwg odeidetal o mepMAOKN Kal TOAUTIAPAYOVTIKN otTloAoyia, Katd maoa
mBavotnta spdaviletal evéountpiwg, katl mepthappavel dtadopa GAAa cuvodd voonuota

TIOU Umopel va elval coBapEg LATPLKEG MO oL 1 Kal miBavol mapdyovreg Kivduvou.

H rpoo80oc¢ oTLC TEXVOAOYIEG, TIG TEXVLIKEG KOL TA cuaThaTa HoviéAwv Ba BonBrnoouv ot
peyaAo Babpd tn pelétn Tng mopeiag NG Slatapaxng Kol TNG OMOTEAECUATIKOTNTOC TWV

Bepamelwv. (Matelski kat Water, 2016)

MEAAOVTIKEG TIPOOMTIKES
1. AAMnAenibpaon yovidiwv — neptBaAiovrog

H emtyevetikn, 16lwg n aAnAenidpaon yevetiknc-rieptparlovroc (G x E), £éxel avayxBel
o ovTIKelpevo peyalou evdladépovtog kol e€€taong otn pelétn tng AAD. Me autd To
HMOVTEANO, €va YEVETIKA €UOAWTO HOVOTATL emibéxetal mepaltépw ¢Bopd amd KAmola
nieptBaArloviikr] mpooPoln, TBavwg amd KAMOLO CUYKEKPLUEVO TTapaBupAKL OVATITUELAKNAG

£UAAWTOTNTAG, 08NywVToC o HeTaBOAEC Tou TipokahoUv maboducioloyia.

To va tautomolnBolv OAec autég ol mepimhokeg alAnAemidpdosic amotelel pa
TMPOKANCN Yyl TOouG epeuvnTEG, aAAd oL uPNANG amodoong TEXVIKEG Kol N mPoodoc oTLG
peboboloyisg Ba Bonbricouv onuaviikd otn UEAAOVTIKA £€PEUVA KAl OTLC TTPOOTIABELEC

avakalung. (Stamou et al.2013)

2. Zwika Uovtéda

To povtédo {wwv Xpnolgomolouvtal OAO Kol TEPLOCOTEPO otnv e£fepelivnon
TieplmAoOKWV SLASIKACLWY KL UTIOKELLEVWY UNXAVICUWV TWV CUUTEPLGOPWY Kol GavoTUTIWV
™m¢ AAD, kat elval amapaitnta ywa omowodnmote umondlo Bepameutikd dAapUOKO
gfetaletal. Oa XpelooTtoUV TEPALTEPW HEAETEC BlWC OTO TWE TEPUTTWOELS UNTPLKWV

QVTLOWMATWY pokaAoLV aboloyia kat petafarlouv tn cupnepidopd. (Servadio et al.2015)
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3. Eéelbikevuéva yia aoBeveic BAaotika kUTTapa

H mpoodatn £kpnén tng peAétng twv PBAAOTIKWV Kuttdpwy, W8lwg oto medlo Twv
enayopevwy moAuduvapuwyv BAaoctokuttdpwv (Induced Pluripotent Stem Cells- IPSCs),
KOTEOTNOoE SuVATO VA TOPAYOVTAL TUTOL KUTTAPWYV OTIWE OL VEUPWVEG, Ao Ta i6La ta KUTTapa
Tou aoBevouc. Autr n mpoodata KATEKTNUEVN TIPOGPACT 08 KUTTOPLKOUC TUTIOUG TIOU UEXPL
TPOTLVOG NTAV AIPOCLTOL TIPOAYEL TN HLOVASLKY EUKALPLA YL TN LEAETN TWV UNXOVLOMWY TNG

AAQ® in vitro.

Elval éva avantuooopevo nedio e PeyAAeG TPOOTITIKEG, KAl N BeATioTomoinon Kat n
otaduion Twv MPwTokOAwv Sladoponoinong Ba emtpédel TV TA)XUTOTN, EMOPKA
Snuoupyia EMBUUNTWY KUTTOPLKWY TUTIWYV TTOU XPNOLUOTIOLOUVTOL OE UNXOAVIOTLIKEG UEAETEG

Ko avoakaAupn poapudkwy. (Acab et al.2015)

4. OepameuTIKEC MTAPEUBAOTELC

H aBéBawn attoloyia kal n tepAcTia KAWLKA €tepoyévela tng AAD, €xouv KAVeL
SUOKOAO TO VO TOPEXOVIAL EUPEWC QTTOTEAECUATIKEG Beparmeieg, KoL Ol TEPLOCOTEPEG
DAPUAKEVUTIKEG aywYEC cuvtayoypadoUVTal ylo TNV QVILLETWILON TWV CUUMTWHATWY

ouUVVoOoNPOTNTAG.

AuTN TN oTyUN N eTkpatéotepn Beparneia yia tn BeAtiwon Twv KUPLWY EAAELUUATWV
™m¢ AAD eival n mpwiun mapéupaon, mou eival kot o Adyog e€attiog Tou omoiou eival
anapaitnto va kaBoplotel pa opdda Plodeiktwy yla va Bonbrioouv otn Sldyvwon o€

MLKPpOTEPN NALKLQ, TIPLV AKOWN U AVIOTOUV OL ATOKALVOUOEG OUUIEPLPOPEG.

EruutAéov, gival eAmibodopo OTL N TAUTOMOLNON OXETWOUEVWY KUTTOPLKWVY LLOVOTIATLWY
KOL N amocadnvion Twv UTIOKATNYopPLwY Ba odnynoel oe €SOTOUIKEUMEVEG KoL

QMOTEAEOHATIKEG Beparmeiec.

Oa mpémel emiong va pehetnBolv Sle€odikd ot Slddopeg MIBAVEC BepATTEUTIKEG
napepPacelg OAwv Twv WV (TUTIKWV Kol EVOAAAKTIKWY) Ttpty AdBouv KAWLKN afla yla Tn

BeAtiwon twv anoteheopdtwy tng AAD. (Lai et al.2013)
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MEPIAHWH

Awatapayn Autiotikou Qaouatog: @uon n MeplBailov;
Aépuov Evboéia, lwavviva 2018

H ULeAETn yUpw amod TIG VEUPOAVATTTUELAKEG SLATAPAXEG KOL OKOUN TEPLOCOTEPO TN
Awatapayn AutiotikoU OAouatog ival Eva emikalpo IATNHA, UE OAOEVA KAl QUEAVOUEVO
evbLadEpov. ITnV mapoloa EMLOKOTINGN YIVETAL Ul avadopd TwV BACIKWY TOPAUETPWY TTOU
peAetwvtol oe oxéon pe tn Statapayrn. Mevetikol Mapdyovteg Kol Ta HOVOTATLA TOUC,
niepBaAlovVTIKOL TOPAYOVTEG Kal KUPLwG N aAANAemiSpach TOUG HECW TWV ETLYEVETIKWY
MNXOVIOHWV €lvaL Ta KUPLOTEPO OVTLKEHEVA EPELVAC VLA TNV alTloyeveon TnG AAD. H yeveTikn
oupBouAeuTikn gival évag Topéag mou odeilel va AaBel umtoPy Tou OAa Ta MOPATIAVW, OF
ouUVOUOOHUO HE T OTOTLOTIKA OTOLXElo Kal TNV TPdoodo otnv MALSOYWYLKN KoL T VEEG
Bepameieg yla tn AAD, yla va evnpepwoel Toug eviladepOEVOUC 000 TO SUVATOV TILO APTLA,
wote va obnynbolv oe amoddoslg mou Ba Toug Kavomoloouv. H efdhenpn Twv
OTEPEOTUNWYV KOl TV HUBwWV Tou emikpatolV yupw amo T AAD onwg yla mapadeypa to
gUPOAL, aAAG KaL N eUpecon BLOSEIKTWV yLa TV Eykalpn Slayvwan, elval Baotkol oToxoL Twv

ETIAYYEALATLWV UYELQC.

ABSTRACT

Autism spectrum disorder: nature or environment?
Dermou Evdoxia, loannina 2018

Study concerning neurodevelopmental disorders and even more, Autism spectrum disorders,
is a highly topical and increasingly interesting subject. In this review, a reference about the
basic parameters takes place, regarding ASD. Genetic factors and their pathways,
environmental factors and especially their interaction with epigenetic mechanisms, are the
main fields of research for ASD etiology. Genetic counseling must take under consideration
the aforementioned variables, as well as statistical facts, advances in teaching methodology
and novel ASD treatments, in order to inform properly those interested, consequently leading
to satisfactory decisions. Eliminating stereotypes and myths such as vaccines as a cause for
ASD and finding proper biomarkers for early diagnosis, are main goals for health care

professionals.
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