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Andwon un Aoyoxiomnc AnAmve vrevbuva kot yvopilovtog Tic kupmoelg Tov N.
2121/1993 mepi [Mvevpoatikng [dtokmoiog, OTL N TOPOVLGH LETOTTLYLOKY EpYOGia eivot
€€ OAOKANPOL AOTELEG LA OIKTC LOV EPEVVNTIKNG EPYAGING, OEV AMOTEAEL TPOIOV O-
VIIypapg oVTe Tpoépyetar omd avdbeon oe tpitovg. Oheg ot TNyEG TOL YPNGLOTOU)-
Onkav (kabe €ldovg, LOPPNG Kot TPOEAELGNG) YO TN GLYYPAPN TNG TEPIAAUPAVOVTOL
ot Pproypagio.

H éykpion tov Metoamtuytokod Ammdopoatog Ewikevong amd to Tunqua latpikng tov
[Movemotpiov loovvivoy 6gv VTOINA®VEL A0S0 TOV YVOUDV TOL GUYYPUPEa N.
5343/32, 4pBpo 202, mapdypapog 2 (vopikn katoyvpmon tov latpikod Tunuotog)»
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2. Méhog emuponng:  Belopaxkn Iatpaova, AvbBovipia, Koabnyrrpo
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Evyopiotieg

®a M0eha va evyaplotom TV emPAETovca KabnynTpld pov ko Zoppov Mapika yio
™ cvveyn Kabodnynon, Tig ovsIMOES GVUPOVALS, KaBmG eTiong Kot TNV 0OLOKOTT)

CLUTOPACTACT Kot EVOGpPLVGT TTOV LoV TTapeiye o€ KABe 6TAG10 EKTOHVNONG QLTS

g EpYOciag.

Téhog, evyaplot®d Beppd TV 01KOYEVELD KO TOV GUVTPOPS LLOV, Y10 TNV KOTAvOnon
K0l GUUTOPAGTAOT) TOL £0E1EAV OAOKANPT TV TEPIODO EKTOVNONG TNG EPYOGTOG

OVTNC.
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Bléreig, cime, eivor o1 AL ot
Kal og yivetor Avtoi ywpic Ecéva
Kai o€ yivetor u’ Avtoog ywpis, Ecv
Blérmeig, cime, eivor o1 AALot
Kal OVAYKY TAO0. VO. TOVS OVTIKPLOELS
N wopen oov av Geieic avelaieimn va 'vou
KO VO, UEIVEL ODTH.

Odvecéag EAdtne
AEION EXTI- H I'éveorg, 1959






IIpo6royog

H mopovoa Auwhopatiky Epyocio ekmoviOnke katd tnv Oepivi mepiodo Tov
Axadnpaixod ‘Etovg 2021 - 2022, ota mAaicio tov Awtpmpoticod Tlpoypdpupotog
Mertontoylokdv Zmovddv “Bacwég Buolatpwés Emotmues” tov IMavemotpiov
looavvivav. H gpyacia mpaypatomrombnke vd v enifieym g ko Zoppov Mapikag,
kaOnyntpu evikng Buoloylag/latpikng Ievetwkng tov tunpatog latpkng tov
[Movemotuiov Ioavvivov, pe cuveéetaotés v ka Belupdxn [Hoatpova, kadnyrrpla
dvcloroyiog Kot v Ko Zudpov Awartepivn, kanyntpra [Houdatpikng eniong tov

[Havemompiov loavvivov.

O owtiopdg amoteret pio vevpoavamtuéiakn dotapayn, TOV AracyoAel kabnueptva
Tondid, yoveic, madaywyovs Kot epoviiotég vyeiag. H avaykn katavonong tov unyo-
VIGUAOV TTOL TOV TPOKAAOLV, TOGO Y10 TNV O18yveon, OGO Kol Yo TV £YKopn TopEpL-

Baon givon kaboploTikng onuaciog.

ZHuepa e TNV HEYOAN aVATTLEN TNG YEVETIKNG KO TNG TEXVOLOYiag avoiyovtal véol

opifovTeg Yo TNV AMOKPULTTOYPAPN O TOV SLOTAPAYDY TOV PAGHOTOS TOV OVTIGLOV.

H epyacio avt amockonel 6To va mapovcidoel cvyypova BiAoypapikd dedopéva

OYETIKA LLE TNV YEVETIKT O1AYV®OGT TOV QLTIGHOV.
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Koatdroyog mvakmv
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Ewaymym

H dudyvoon tov dtatapoy®dv ouTioTikod gAcUaTtog arotehel Eva medio mov £xel
TPOGEAKVGEL TO EVOLOPEPOV TNG EMIGTNHUOVIKNG KOWVOTNTOG Y10 SEKOETIES, EVA £MG Kot
ONUEPA, TAPA TIG TPOOJOVS TNG EMGTHUNG, OVTH 1 OpLAdA dtoTapaydV e&okoAovBel va
unv gival IAMPOS ATOGAPNVIGUEVT GE O,TL APOPE TIC SLAPOPES TTTLYES TNG. AGPAANDG,
&xet onpelmbel onuovtikn tpdodog e 0,TL APOPA TNV SMICTOGCT TOV TAPAYOVTIOV
KIVOUVOL oV oyeTIloVTaL e TOV OVTICUO Kot TV O1dyvmoT| Tov, ®GTOGO 1
EMGTNLOVIKT] KOWOTNTA OEV £YEL AKOUT] KATOANEEL OTNV KATAYPAOT LIOG BAGIKNG
oxéomng atiov — AmOTEAEGLATOS TOV VO 00N YEL 6TV EKONAMOT TG dtoTapayfg

(ZepetdOmovrog Kat cuv., 2020).

[Mpoxetton yior puor vevpoProroyikn drotapayn pe ovyvotto 2-4 / 10000 dropa
(Thapar et al , 2021) kot TOAD peydAn KAVIKT KOl YEVETIKN ETEPOYEVELDL KOIL
GUULETOYN YEVETIKOV KOt TEPIPOALOVIIKAOV TOPAYOVIOV. ZOUPOVO, PLE TPOCPOTES
YVOGELS ootk Elval 1) GUVEIGEOPE YEVETIKMOV TOPAYOVI®V OV oXeTILOVTOL e
avanmTuooopEVo gyképaro. [pdxettal yio datapayn e VYNAN KANpOVOUNGILOTNTOL
Omwg paivetal amd PeEAETES OIKOYEVEIDV Kot ddOpmv. H cuveplopevn Epguva
ovveyilet va gpmiovtilel TNV Kotavonomn yio Toug Thavovg oTioAoyYkoHs
UNYOVIGHOVG OTT S10TApOYT OVTIGTIKOD PAGLOTOS, OAAL €Tl TOL TAPOVTOG OEV £YOVV
doaPnVIoTel TANP®G TOAAEG TTLYEG TNG Otatapoyng. Ot vevpomaBoroyikes HEAETES
etval TePOPIGUEVES, OAAG £YOVV ATTOKOADYEL SLAPOPES GTNV dOUT TNG
TAPEYKEPUMONG KOl TI] CUVOEGIUOTNTO, AVOUOAES TOV UETOLYUOKOD GUGTHIOTOS KoL
OALOIDGELS GTOV PAOLO TOVL LETOMLAIOV KOt KPOTaptkoy AoBov, pali pe GAleg
avenaicOnteg dvomhaoieg (Johnson et al., 2007 Skefos et al., 2014* Stoodley et al.,

2017).
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Mo pikpn| O1EpELYNTIKY] LEAETT] TOV PAOLOV GE UIKPA TTALOL ATOKAAVYE EGTIOKT)
datapoyn TS PAOLDMOOVG OPYLITEKTOVIKNG OTNV TAELOVOTNTO TMV GUUUETEXOVTI®V,
VTOONAM®VOVTOC TPOPALOTA LLE TO GYNUATIOCUO PAOLDI0VS CTIPASNG KoL TN
vevpwvikn dapoponoinom (De Rubeis et al., 2014). H vrepavimtvuén tov eyke@drlov
1660 ®¢ PO To PEYENOS TOV PAO10V OGO Ko ETMALEOV OC TPOG TO AVENUEVO
eEMEOVIKO £YKEPAALOVOTIONO VYPO YL TEPYPAPEL O TOOLE TOL PpioKovTal GTO
(QAGLLO TOV QVTIGHOV KO ATOTELOVV TOUEIG GLVEYOVS LEAETNG TOGO WG TPOS TNV
TEPOLTEP® KOTAVON G TNG OLTIOAOYI0G TNG, OAAG Ko g dSuvnTikd Prodeixtm (Hazlett

etal., 2017 Shen et al., 2017).

O yevetikol mapdyovteg £xel amodetyfel 0Tt £x0vv onuaVTIKO PpOLO 6TV gvatctncia
ATEVOVTL OTIG OATOPOYESG OVTICTIKOD QPACUOTOG, LE T 0OEPPLL OTOUMY TOV
Bpiockovtal 610 Pacua va @EPoVY avENUEVO KIVOUVO dldyvmong 6€ GUYKPLOT] LE TO
GVUVOAO TOL YEVIKOU TANBUGHOV Kol TOAD VYNAOTEPT], oV Kot Oyl AmOALTY, CLUPOVIO
dbyvmong avticpod o povoluymtika didvpa (Kim et al., 2019). Evdwagpépov
amoterel Tap’ OAM QVTE OTL VILAPYOLY HEAETEC TTOL OElYVOLV HEYAAN HETAPANTOTNTO
oTNV KMVIKN £KQPACT] TOL OVTIGHOV HETOED LOVOLLYMTIK®V S0V U®V TOL £X0VV
navopoldtumo DNA, delyvovtog 0Tt 6TV £KQPOCcT TOL CVTIGHOV EUTAEKOVTOL KO

Lot mapdyovieg, Onmg didpopor tepiParrovrikoi (Thapar and Rutter 2021).

Meléteg cuoyétiong o evpeia KATaKo yovididpatog Kot pébodot Tpocdtoptoon
aAAnAovyiog oAOKANpOL TOV eEMUOTOG (EXOMES) £Y0VV SLELPVVEL TNV KATAVONOT) TNG
EPEVVNTIKNG KOWOTNTOG Y10 T YOVIOld E0oNGON GG TN GUYKEKPIUEVT dlaTOPOLYT KOt
TN YVOON GYETIKA LE TN AEITOLPYIC QVLTOV TOV YOVISI®V, VO QaiveTal va tailovv
POLO TOCO GTLAVIES YEVETIKEG TOPUALAYEG e LEYAAO OVTIKTUTO, OGO KOl 1O KOIVEG
TOPUALOYES LLE LUKPOTEPO VTIKTLTTO 6T0 PavoTLTo TV atopwv (Ghirardi, Kuja-

Halkola et al. 2021). TToAAéc amod Ti YeVETIKES OAAOIDOELS IOV GYETI{OVTOL LE TO
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(AGLLO TOV QVTIGHOV £VTOTILOVTOL GE YOVIOH TOV KMOTKOTO00V TPMTEIVES TOL
oyetilovat [Le TN VELP®VIKYT] GUVOYT 1) TTOV EUTAEKOVTOL GE AALAYEG TTOV eE0PTAOVTOL
amd 1N OpacTnPLOTNTO 6TOVS vevpmves, (Kim et al, 2019). Ta mbava «diktvo
GVYKAIONG YEVETIKOD KIVOUVOL Y1 OVATTTUEN TNG dlaTapayng TEPAapPavouy
TOPAUETPOVG TTOV epmAEKOVTOL 6T vevpodiafifacn kat T vevpopieyuovy (Voineagu
et al, 2011). Mo mpdootn pehétn meptypapet 16 TpdoQOTO TAVTOTOIUEVE YOVidLla
nov oyetifovton pe dutapayég OVTIGTIKOD PAGLATOS TOV SNUIOVPYOVV VEOUG
mOovoOS PN avVIGHOVG, GUUTEPTAOUBOVOLEVNG TG KVTTAPIKNG SOUNG KOl TNG
petapopdgs 1vtmv. [ToAréc pedéteg delyvouv VYNAN GLGYETION TOV AVTIGHOD LE AAAL
vevpoavantuElaKa voorjpata, 6mmg 1 Awatapayr EAleippatikng [pocoyng ko
Yrepkvnrikotnrag (AEITY), aAld kou pe oyloppéveta kon koradinyn(Ghirardi and
Kuja-Halkola 2021, Thapar and Rutter 2021) .Tehkd, 1 dtatapoyn TOL EAGHOTOG TOV
OVTIGHLOV TOPAUEVEL LDl OO TG TTLO YEVETIKO ETEPOYEVEIC VEVPOYVYLATPIKES
datapayés e wo omdvieg de NOVO Kot KANPOVOLLKES TAPUAAAYEG GE TEPLECOTEPO.

and 700 yovidio (Ruzzo et al., 2019).

Evd n yevetkn €xet capn poAo oty autiodAoyio TG d1Tapayns, N POIVOTLITIKY
EKQPOON TNG YEVETIKNG gvancOnciog mapapével eE0peTIKE HeTafAnT £vIOg Tov
TAnfvopol Tev atdpmv Tov Ppickovtal oto edoua (Veenstra-Vanderweele et al.,
2004). O yevetikog kivovuvog pmopel va puOpiletot amd TpoyevvnTIKOUG,
TEPLYEVVNTIKOVG KOl LETAYEVVITIKOVG TEPIPAALOVTIKOVS TOPAYOVTES GE OPIOUEVOVG
acBeveic (Wang et al., 2017). H npoyevvntikn ékbeomn otn BoAidopidn kot 1o
BaAmpoikd 0&L Exet avapepBel 6T avéavel Tov kivouvo, evd PeAETEC Oelyvouy OTL Ta
TPOYEVVNTIKA GUUTANPOUOTO POAIKOD 0EE0C Ge aoBeveic mov ekTiBevTon o€

OVTIETIANTITIKG, QAPLOKO. UTOPEL VoL pLetdoovy Tov Kivouvo (Bjerk et al., 2018).
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H mpoympnuévn nhikio tov yovémv €xel cuvoedel pe avénuévo kivouvo amdkmong
OO0V LE SL0TAPOYN OVTIGTIKOV QAGLOTOG, OV KOl OTOLTEITOL TPOGEKTIKY AvAAVON
TOV 0£S0UEVOV Y1 Va. SlomioT®wbEl edv, Tpdyuartt, vdpyel cvoyetiopdg (Croen et al.,
2007- Min et al., 2021). To untpikd 16T0p1Kd AVTOAVOCN S VOGO, OTME 0 dtoPrTng, M
v6G0¢ Tov Bupeoeldovg N 1 Yopiaot, £xel cLVOEDET Le TNV dloTaPOyT CLTIGTIKOV
(QAGLLOTOG GE EMONUOAOYIKEG LEAETEG , 0LV KO TOL OTTOTEAEGLLOLTAL TNG LEAETNG
nopopévouy uktd (Xiang et al., 2018- Han et al., 2021). H untpikn poivven qn
EVEPYOTOINGT TOL OVOGOTOMTIKOV KATA TN O1dpKELD TNG EYKVUOGVUVIG elvar £vag
GAAOG TOPENG EVOLPEPOVTOG Kot UTTOPEL VoL etvar Evag TBavAc Tapdyovtag Kivohvou
ocvupwva pe tpoceates Epeuveg (Choi et al., 2015 Croen et al., 2019). Téco 1
pkpdTePN 660 KoL M LEYAADTEPT dtbpkela KONoNG Exel emiong avapepOel 0Tt avEavel
ToV Kivouvo avamtuéng g datapayng (Schieve et al., 2018). Ta Bpépn mov
yevvnOnkav mpowpa £xovv amodelyel 0TL evéyovv VYNAOTEPO Kivduvo, OIS Kol Yo
aAeg vevpoavamtuélokég datapoyéc (Agrawal et al., 2018). Xe o madondtepn
avVOoKOTNGT), LOLEVTIKOL TAPAYOVTIES OIS 1) AULOPPOYI TNG UNTPOC, O TOKETOG LE
KOLGOPIKN TOUT, TO YOUNAO BApog yévvnong, o TpodmPog TOKETHS Kol TO yoUnAo Apgar
score ovaeEpOnKaV ®g ot Tapdyovtes Tov VOEXETAL VO, GYETIOVTAL LE TOV QVTICUO
(Newschaffer et al., 2007 Harutyunyan et al., 2021). X¢ pia peta-ovéivon
aVaPEPOVTOL OPKETOL TPOYEVVITIKOL, TEPLYEVVITIKOL KOl LETAYEVVITIKOL TAPAYOVTES
KIVOUVOL oL 001 yncav og avénuévo oyeTikd kivovvo g dwatapayng (Wang et al.,
2017), aALG amoKAAVYE ETIONG ONLUAVTIKY ETEPOYEVELD, LLE ATOTELECLLO TNV QOVVOLLIOL

v YIVEL OVGLOGTIKOG TPOGIOPIGHOG CYETIKA LE T1 CNUOGI0 OVTAOV TOV TOPUYOVTOV.

O oKkomoG NG TaPovGAS EPYOTios Eival Vo TaPOLGIAGEL TO GUYYPOVA OEOOUEVO TTOV
Q(POPOVV GTY| YEVETIKY SLAYVMOT TOV dATOPAYDV TOV QLTIGTIKOV GAcpotos. [To

OLYKEKPIUEVQ, 01 GTOYOL TNG EpYaciag elval ot akdAovbot:
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e No Kataypoa@oOv Bacikég TTuyéc ™ eEEMENG TG YVAOONG CYETIKA UE TI

daTopayEG AVTICTIKOD PAGHATOG,.

e No perembet n mopeion TG StodKaciog Kol TNG YVAOONS TOV aPOopd 61N

JAYVmOT TOV d10ToPaYDV OVTIGTIKOD QAGHLOTOG.

e Noa e£gTaoTobV TO O{TIO TOL TPOKAAOVV TIG SLOTAPOYES AVTIGTIKOD PAGHATOG

LE EULPOOT GTOVG YEVETIKOVS TOPAYOVTES.

e No mopovGLIGTOVV TA dEGOUEVA TNG CUYXPOVNG EPELVOG GE GYECT UE TIG

STAPOYES AVTIOTIKOD PAGLOTOG KO, EWOIKOTEPW, TNG YEVETIKNG O18yVOGNC.

e No katoypa@el 1 ONUOVTIKOTNTO TOV CLYKEKPUEVOVY e€elilewv Yoo v

LOLTPIKT] KOWVOTNTA KO, YEVIKOTEPO, TNV KOW®VIa.

¢  No dTVT®OOVV TPOTAGELS Y10 TEPAUTEP® EPEVVA TOV GVYKEKPLUEVOD TTESTOV.

Me dedopéva ta Tapondve, LeTd TV OAOKANP®GN NG 1| TapoVca. LEAETY Uopel va
elvat yproun Yo TNV €PELVNTIKY] KOWOTNTA, KAODS GUYKEVIPMOVEL TANPOPOPIES
avaPOPIKa pe TNV EEMEN TG YVOONS GTO TEGIO TV SATOPUYDY AVTIGTIKOV
(QAGLOTOG KO TG YEVETIKNG S0 YVOGNS TOVG Kot oKlaypagel TNV mopeio mov pmopel

Vo 00NYNGEL 6 aKOUN Lo aKpIPn ddyvwon 6To PEALOV.

Oocov apopd tn dopun g epyaciag, avtr dlakpivetar oe 600 kepdiatia. To TpdTO
KEPAAOLO TEPIAAUPAVEL TNV 1GTOPIKT AVOOPOLLT| KOL TNV TAPOVGINCT) OESOUEVAOV TNG
BipAoypapiag Tov apopovV GTIG SLUTAPAYES OVTIGTIKOV QAGLOTOS, TOV OPIGHO KoL TO.
YOPOKTNPIOTIKA TOV ATOU®V TOL PPioKOVTOL GTO PAGLLO, ETLOTUIOAOYIKA OEOOUEVO,

TNV UTOA0Yio KOt TNV KAWVIKY KOV TOV OTOU®MV LLE QLTIGUO.

"Emetta, 610 0€0TEPO KEPAANLO YIVETOL AVAPOPE GTO OEGOUEVE TTOV APOPOVY GTN|
YEVETIKT S1AyVOON TOV S1ATOPAY DY OVTIGTIKOD PAGHOTOS Kol TNV a&io TV

SYVOOTIKOV TEYVIKOV Kot HeBOdwV mov axoiovBovvtal. H epyacio ohokAnpmvetan
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pe TNV ocv{NTNoM KOl T0 GUUTEPAGLOTO TTOL TPOEKLYOV OTO TNV AVACKOTNON NG

BipAoypapiag.
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Kegpaiaro 1. Avotapoyés 0vTIGTIKOD QAGRATOS

1.1. Iotopikn avadpoun

H mpdt avapopd 6Tov ovTIGHO m¢ KAVIKT OVTOTNTO £XEL TEPLYPUPEL OO TOV
EABetd yoylatpo Eugen Bleuler to 1911. O Bleuler peietovoe acbeveig pe
oloppEveLln Kt YPNGUYLOTOINGE TOV OPO AVTIGHO Yol VO TEPLYPAYEL Lio KOTAGTOON
ATOGLPONG OO TNV TPAYLATIKOTNTA G€ ALTOVG TOLG acBeveic. H AEEN avtiopog
pdaota £xet g pileg otnv EAANVIKN AEEN «EAVTOC), TEPLYPAPOVTAS TNV KATAGTUGT

amOcLPONG Atd TO TEPPAALOV TPOG TOV EAVTO TOV ATOLOV.

O 6pog avTIGHAC, OTMG TOV YVOPILovpe GIUEPO EMAVATPOGIIOPIGTNKE OO TOV
Avotprokd yuyiotpo Leo Kanner to 1943. O Kanner (1968) dwoympioe tov 6po
QLTIGUO amd TOVG GYLoPPEVIKOVG aoeveic, Kal e16AyeL TOV ~TPp®IUO BPePikd
QUTIGUO ", 0OV TTEPTYPAPEL TOV AVTICUO Oyl ™G pio KOTAoTOoN 0mOGLPONGS, OAANL OC
eEAPETIKN LOVOYIKOTNTO OVTOV TOV OTOU®V otd TNV Ppe@ikn KidAag nlxia,
TPOPAAAOVTOG Y10 TPATY POPA TNV GLYYEVH GUOT ToL awTicpov. O Kanner Bdoioe
TNV UEAETN TOV TOPATNPOVTOS EVIEKO TEPITTMOELS TASOTPIKDOV 0c0eVAV, 01 0TToiot
eUOAVILoV amd To TPAOTA XPOVIL. TS (ONG CLYKEKPILEVES KOVEG CUUTEPLPOPES KoL
napekkAicelc. O Kanner meptypdeet nom omd tote Pacikd KAVIKEA Kot S10yVOGTIKA
YOPOKTNPLOTIKA TOL OVTIGHOV, OTWG UN-AEKTIKY] ETKOWVOVIO, GTEPEOTLTIKES KIVI|GELS,

nyoioiio x.4. (Kanner, 1968).

"Eva ypovo apyotepa, 1o 1944, o 'eppovog madiatpog Hans Asperger peletd pio
OLLAda AyOpPLdV, e TAPOUOLO. XOPAKTNPIGTIKA OGOV aPOPd TNV AEKTIKN EMKOVOVIHL
KOL TNV KOWOVIKN 0AANAETidpacT), OTmg avtd mov mepiéypape o Kanner, dpmg pe

VYNAY VONUOGUVY KO EUUOVEG O GUYKEKPIUEVEG Opactnplotntes. [laporo dpwmg mov
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Kol 01 OV0 EMGTHIOVEG TEPLEYPOPOY TEPIGTUTIKA LLE TAPOUOLOL YOUPAUKTIPLOTIKEL KO
v 1010 ¥povikn mepiodo, To £pY0 TOV Asperger TapPEUEIVE GTNV OPAVELD Y10 TEPITOL
oo amva, agob to £pyo tov “Die Autistischen Psychopathen im Kindesalter”
LETOQPACTNKE GTNV AYYAIKY| YADGGO Kol ek000NKeE Yo tpdtn @opd to 1981 dmov to
Qépvel oty empavelo 1 yoyiatpoc Lorna Wing. To 1977 amotehel pia nuepopnvio-
o1ofud oV 16TOPia TOL CVTIGHOV, APOD Y10 TPMTH POpa ot Susan Folstein kot
Michael Rutter petd omd peréteg o 21 (ehyn d1dOU®V pmopodv vo GLGYETIGOVY TOV
OLTICUO LE YEVETIKES KOl BLOAOYIKES OAAXYEC KATA TNV AVATTUEN TOV EYKEPAALOL

(Folstein & Rutter, 1977).

H Wing (1981) fjtav n tpdT™ 1 omoia daydpioe To Asperger Syndrome (AS) wg
Eexmplot KAMvikn oviotnta, Bydlovtog omd v apdvela kot to £€pyo Tov Hans
Asperger, 0nmg tpoavagépdnke (Gillberg, 2015). H Wing poli pe v Gould ftav ot
TPATEG TOL glonyaryov To 1979 tov 6po “anTioTikd eacua” Teptypleovtag v
“TpLada”’ TV YOPUKTNPLOTIKOV TOOLOV UE OVTIGUO: EALEILLO GTNV KOWVOVIKY ETOOT,
EAMAELLLLO OTV KOWVOVIKT emtKovavia kot EAAeupa oty eavtacio (Wing & Gould,
1979). Ilpoxerton yro pio e€apetikd onuavtikn e£EMEN, Eva onueio otabuo ot

HEAETN Kol TNV KATOVON O™ TOL @AcuaTog Tov ovTicpov (Evans, 2013).

1.2. Oplopdg Kot YopoKTNPLoTIKE

opeova pe tov Haykoso Opyaviopod Yyeiog (ITOY) o avtiopdg eivar £va evpd
oLVOAO KoTaoTdoemv mov yapoaktnpilovral and mowilov Paduod dvokorio otnv
EMKOWVMVIO KOt TNV KOWOVIKY] OAANAETIOpaoT). XT0 AloyvmoTIKO Kot XTOTIOTIKO
Eyyepido Poyikadv Nocwv (DSM), to onoio anoterel dayvmotikd epyaleio

YOYIKOV Kot OVOTTUELOKOV VOST|LATOV, avaQEPONKE Yo TPAOTN POPA 0 OPOG


https://acamh.onlinelibrary.wiley.com/action/doSearch?ContribAuthorStored=Folstein%2C+Susan
https://acamh.onlinelibrary.wiley.com/action/doSearch?ContribAuthorStored=Rutter%2C+Michael
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aLTIGHOS TO 1952 yia va meptypayel veapovg acOeveic e oxtlo@pevikéc OaTapayEs.
IMa wpdt Popd to 1980 otnv DSM-III meprypdpetor o 6pog cav Eexmploty KAVIKN
ovtoTNTa, oL dlaywpiletan amd v oylloPpévela. ZOUE®VO LE aVTO 01 oHEVEIC
énpemne vo TANPovv £EL (6) d10yvVOOTIKA KPITnplo, OTmG TPMTN ELPAVICT| TPV TNV

nAkia twv 30 pnvav, 1 tepiepyn Kot EXILOVY TPOGKOAANCT GE AVTIKEILEVA KOL.

To 1994 610 DSM-1V 10 kpimipia avEdvovion and 6 o 16, evd ypnoiponoteitotl o
0po¢ «Aldyvtec Avamtuilokéc AlatapoyEcy Kol SloKpiveTal 6 4 VITOKATNYOPIES:
ovvdpopuo Asperger (AS), [Tadikn ATodopyavmtiky Zvureppopd, cvvopopo Rett

kot Aot Avartvélokn Awtapayn-Mn AAlog [Ipocsdioplopevn.

Y10 mpodopoto Alyvmotikd kot Xtatiotikd Eyyepidio Puyikdv Nocwv-5 (DSM-5),
10 omoio exddONKe 10 2013, Exovv yivel oNUAVTIKES OAAXYES GTA OOy VOGTIKA
kpurpa Tov Arotapaydv Avtiotikod @dopatog (AAD), pe amotéAeso avTd Vo

dwpopeavovtar og &ng (APA, 2013):

1. TIpopAnpata 6Ty KOWV®VIKY ETKOVOVIK Kot GAANAETIOpaoT], Kol

2. XTEPEOTLMIKES, EMAVUAAUPAVOUEVEG CUUTEPIPOPES KOl OPUGTNPLOTNTEG.
Mia GAAN onpavTiK) aAAAYT) OTOTEAEL 1] KATAPYN O™ S1POP®OV VTOOUAI®V, OGS Y10
mapadetypo to ovvopopo Asperger 1 AAD — pun aAMag Tpocsdlopdpevn. Ot
TOPATAVE® EVVOLEG EVTAGOOVTOL TAEOV 6TO Opo Atatapayés AvTioTikov PacpoTog
(AAD) ko o1 oTig «Ardyvteg Avamtvélokég Aatapayéc» (AAA), o omoiog
neprapBdverl pia gvpeia Katnyopio veupoovamtuélok®y EKONADGE®Y Kol
ocvuntoudtev (APA, 2013). H Bapdtta tov AAD dwkpivetar og tpia (3) eninedo

(ZepetoOmovrog kat ouvv., 2020):
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Hivakog 1. Eninedo cofoapitnToc TOV COUTTORATOV TS OLOTUPUYNS CVTIOTIKOU QUCHATOS

Eninedo

Kowavim enkowvovia

[TeploptoTiKy|, ETAVUANTTIKY

GUUTEPLPOPEL

3. Anouteitan

TOAD OLGLOONG

VIOGTNPIEN

2oBapo EAAEUO AEKTIKAOV KOt U
AEKTIKAOV EEI0TNTOV KOWMVIKNG

EMKOWVOVING TOL TPOKAAEL GOPapES

duoLeltovpyleg, TEPLOPIGUEVT

TPOTOPOLAIN Y10l KOWVOVIKT

OAANAETIOPAOT KOl EAUYIGTOTOMUEVT)

OVTOTOKPIGT GTA KOWVOVIKA UNVOLoTO

TV dAL®V. Mikpo AeEildyio

KataAnmtod Adyov, acvvhtiot

TPOGEYYIoN TOV AAA®V, LOVO Yol
KAALYM avayK®OV Kot ovVTOmOKPLoT)

novo og TOAD GPEGES KOWVMVIKEG

TpoceYYIoES

AVELAGTIKT] GLUUTEPLPOPA,
e€apetikn| Suokora
aVTOTOKPLONG GE AALAYEG.
Ernipoves-nepropiotikés,
emovoloppovopeveg
GUUTEPLPOPES TTOV
napepPaivouv oe OAeg TIG
Aertovpyiec. Yynq
dvoopia / duokorion aALAYNG

oTOYOoV 1| OpaCTNPLOTNTAG




2. Amouteiton

0LGLOONG

VTOGTNPIEN
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A&loonueimto EALEIO OE AEKTIKEG
KO 11 AEKTIKEG
KOWOVIKEGETIKOVMVIOKESG 0eE10TNTEC.
Epeaveig kowvovikég duoiettovpyieg,
aKOUN Kot 6Tav LITAPYEL VTOGTNPIEY).
[Tepropropévn Tpotofoviia oTig
KOW®VIKEG AAANAETIOPACELS KO
LELOUEV 1 OKATOAANAT QVTOTOKPLOT
0€ KOWOVIKA UNVOLOTO GAAWDV.
AeKTIKN emkovovia e amAég
TPOTAGELS, TEPLOPIGUOG GE GTEVAL-
E101KA EVOLAPEPOVTA KOt 0EI0CTUEIDTAL

acLVNOLOTN UN AEKTIKY| ETKOVOVIDL

AVEAAGTIKT] CUUTEPIPOPAL,
SVOKOALL AVTOTOKPIONG GE
oAAOYEG Kot
EMOVOAAUPOVOUEVES
GULUTEPLPOPEG, TOL £YOVLV
OPKETT GLUYVOTNTA, DOTE VO
yivetol avTiAnmto ot
napepPaivouv ce motkiia
emineda. Avopopio aAloyng

oTOYXOV 1| OpaCTNPLOTNTAG

1. Aratteiton

VIOGTNPIEN

Xopig vmoompiEn, 10 EALELHA
KOWMVIKNG EXKOVMOVIOG TPOKAAETL
a&loonpeimtn dvcAeitovpyia.
AvokoAio Aync TpwtofovAiog yio
KOWMVIKT 0AANAETIOpaAOT KOl COpN
mopadetypoto acvvifioTng
OVTOTOKPIONG GE KOWVWOVIK(L
unvopata. Evoeyopévmg petopévo
EVOLOPEPOV KOIVOVIKNG
aAAnAenidpaonc. Ikavotnta Adyov, pe

OAOKANPOUEVEG TPOTAGELS, OALA

H avelootikn cupmepipopa
mopeUPaivel oNUOVTIKA GTIG
Aertovpyieg, o€ évan
TEPLGGOTEPQ TAOUGLOL.
AvokoAio aAloyng HeTa&y
OpaCTNPIOTHTOV.
[TpofAnpata oty opydvmon
KOl GTOV TPOYPOLUUATIGLO

eumodilovv v aveaptnoio
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amotvyio 6 cu{NToELg pe AALOVG Kot
acvVNBieToL TPOTOL GHVOYNMG PIAKAOV

oYECEMV

(IInyn: Xepetdémovrog kat Guv., 2020)

H dudyvaoon g dwatapayng umopet va Eekivnoel non and v nhkio 1 — 3 etov, 6tav
TapoLGLALoVToL KATOLEG TPAOUEG EKONANDGCELG GTO TOdT, AV Kol aVTO OeV givart
amoAVTO, KaBMG LILAPYOoLVY TOdLA TOV BPICKOVTOL GTO PAGHO TOV OVTIGHOV Ko, Top’
OA0L aVTA, OVOTTOGGOVTAL YWPIG CNUAVTIKES ATOKAIGELS 0O TO TUTIKO EMG KoL TNV
ynmokn NAKio. Xe ouTég TIC TEPMTMGELS, TaPATNPEITAL andAELN dEEIOTHTWV TOV TO

modi elye MOM KoTaKTAOEL vopitepa 1 drakomn| TG eEEMENG Tov (Baio et al., 2018).

1.3. EmdmpuoAroyikd dedopéval

YHUEPQ O EMTOAAGHOG TOL OVTICHOV LIToAOYileTan maykoouing mepinov oto 0,62%,
(onAadn 1/160 todid) cvpeova pe tov Haykodcsuo Opyoviopd Yyeiog. Ta tedevtaio
xpovio Exel TopatnpnOel pion oNUOVTIKY aOENCT] GTOV ETUTOAACUO TOV OVTICHOD Kot
YU anTd vIThpyovV opkeTol AdYol. Apyikd o1 TAPOY oL VYELNS, CUUTEPIAAUPOVOUEV®DV
WWTPOV, TUOAYOYDOV, YOXLATP®OV aKOUN Kot YOVELS, eivarl TAEOV Lo
gvacOnTomomuéEvol g Tpog TV d1dyvmoT) ToL aVTIGHOD. X7 ovTo EMOENY CTUAVTIKO
poOAO Ta dlayveoTikd kprthplo Tov AAA kot Kupiwg avtd tov DSM-IV |, apov Tovg
Topeiyov To KOTAAANAQ epyoreia Vo avayvopicovV Kol Vo KOTHYOPLOTO GOV
avtovg Tovg aobeveic, oe oxéon e 10 TapeABOV. Znuepa pe v eEEMEN g

EMIGTNUNG KO TNG TEXVOAOYING VITAPYOLV TEPIGGATEPO. EMLOTLLIOAOYIKA EPYOUAELD,
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OAAG Ko LEAETEG Kot BACELS OE00UEVMV TOYKOOUIMG, KOO1GTOVTOG TNV KATOYPAPN

TOV EMUTOANGLOV TOL aLTIGHOV 7o akplfBr) (Hyman et al., 2020).

Axoun vrdpyovv peAéTeg OV TPooTadovV va EENYHGOLY OVTH TNV avENOT
LEAETMVTOG TTPO- KO TEPLYEVVNTIKOVS TOAPAYOVTEG, OGS Y10l TOPASELY IO 1)
HEYOADTEPT] NAKIO TV YOVIOV 1 OTL 1] TPOOJOG GTNV TEPLYEVVNTIKN LULTPIKT EMLTPETEL
mv emBioon euPfpdov kot veoyvav pe ToAd pkpodTepn nAkio khnong, o oyéon e
naAootepa. Q6TOGO Kapio amd anTEC TIG LEAETEG OEV EXEL KATAPEPEL OKOUN VL
amodeitel kdmota woyvpn cvoyétion. Kot puoikd dev €xel amokAeiotel akdun 10
EVOEYOUEVO UIOG TTPOYLATIKNG avENoNg Twv acBevav pe auTiopd. Ola avtd pévet

axoun va arodeybovv (Hertz-Picciotto & Delwiche, 2009).

2opeova pe Tov CDC o emmoAaslog Tov avTicpoy £yt avéndel ta televtaio 16
xpovia otic HITA amd 1/150 og 1/56, pia avénon oxeddv 37%. v maykoco
Bproypapio n avaroyio dppevos/OmAeog ivar mepinov 4:1, coppmva Opmg pe pia
TPOCOUTN LETO-OVAALGT 1) TPOAYLOTIKY avaAoyia eivar o kovtd oto 3:1, Tovilovtag
pdAloTo g To OMAea £xoVV TEPIGGOTEPES TIOUVOTNTEG TOL GUUTTAOUOTO VL
TapafAe@Bovv, vo. unv dtyvecstovv Eykatpa 1 kot kaboiov. A&ilet iowg va
avaeepbet 6T pia mBovn e€nynon 6”7 avt TV dapopd givar Tt Ta Kopitoia £xovv
TNV IKvOTNTA VO KOUOVQAGPOLV’ TOL GUUTTMUOT TOVS, OE o TPOSTAOELD VO
KPOYOLV TIG SUGKOAIEG TOVG IOV TPOKVTTTOVY 0t ToV avticpd (Loomes et al, 2017).
Y pio GAAN CLGTNUOTIKNY AVOGKOTNGT) TOV EMUTOANGLOV TOV GUTIGHOV TAYKOGHIMG,
pe perétec amd Apepikny, Evponn, Acio, Avotpaiio kot Méon Avatoln, mov
onpoctevdnke 1o 2020 meprypdpetor emiong 1 a¥ENCT TOV EMTOAAGHOD TO TEAEVL TN,
20 ypovia, pe kouPikn avénon to 2010, pe v Evponn va gpeavilet pikpotepo

emmoAacud oe oyéomn pe Avotporia kot Acio (Hyman et al., 2020).
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Ooov apopd v ydpa pog to mococtd Ppicketar mepinov oto 1,15%, pe avaroyia
appévov/Onriémy va eivar 4:1 COPLPOVAOVTAG LE TOL dEGOUEVE TNE TOYKOGLILOG

Biproypapiag (Thomaidis et al 2020).

1.4. Artohoyia Tov avticpol

1.4.1. Iotopkn avadpoun

H o1toroyia tov avtiopod arotehet axoun kot ofjpepa Eva peydlo kot evepyd medio
EPELVOV. ATO TIG TPOTEG OVUPOPES LLEYPL KOl GTjEPD £0VV LILAPEEL TOAAES Bempieg
nov poomafodv va eEnynoovy ta aitia tov avticpov. O Leo Kanner 6to épyo tov
“Autistic Disturbances of Affecting Contact” nepiéypaye o 11 nepuntdoeig
TOOALTPIKDV 0GOEVDV, EKTOS OO T YOPOKTNPIOTIKG TOV {01V Kot To
YOPOUKTNPLOTIKA TV YOVIOV TOVG. TOTE TEPLYPAPEL KOWVE YOPOKTNPIOTIKA KOl TV
YOVIDOV OQUTICTIKOV TOOLDV, 0TS OTL OAOL 1TAV VYNAOD LOPPOTIKOD EMLTEOOV, TOV
O.GYOAOVVTOL LLE TNV EMOTNHUN KoL TIG TEYVEG, OTWG miong OTL OAOL TAV OTOUOKPOL
Kot yoypol mpog ta wodid Tovg. Tote apyilel va oynpartiletat yio mpdTn @opd
Bewpia g “yoypng untépag” (“Refrigerator Mother theory”), n omoia vrootnpilet
OTL 1] EKONAWGT] TOL OVTICUOV OPEIAETAL GE WYLYPES KOL LN GTOPYIKES UNTEPES. DLGIKA
o Kanner mepiéypaye mapopoa GUUTEPIPOPA Kot GTOVG dVO YOVEIC, Kot O)L LOVO GTNV
UNTEPO, AEYOVTOG YOPUKTNPIOTIKGA MG “anToi ot dvBpwmot gival cav va Eemdywoay
Ayo yio vo avamopoyBovV Kol 6T GUVEXELN EMECTPEYAV GTNV TPOTEPT KATAGTUON

yoyovg” (Harris, 2018).

To 1967 o Bruno Bettellheim, kaOnynmcg oto Iavemotiuio Tov Xikdyo mov

AoYOAOVVTOV LE TNV ToNd0AVATTLEIOAOYIO EVIGYVOE OKOUN TEPICCOTEPO OVTN TNV
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dmoyn. O id1og dnpoocicvoe 1o “The Empty Fortress: Infantile Autism and the Birth of
the Self” 6mov mapopotdlet Ta TOdLA [LE AVTICUO CGAV VT TOL EUEVOYV CE
oTPUTOMEDO GLYKEVIPMOTG, OOV Ta. TOdLE TPOLOKPOTOVVTOL 1 Prddvovy TV
amdppy” Kot LITOSTNPILEL OTL eV UTOPOVV VO AvATTTOEOVY KATAAAAOVG KOIVMOVIKO-
oLVOLCONUOTIKOVG OEGLOVG, AOY® OTOUOKP®V KOl LN GTOPYIK®V UNtépmv (Van
Rosmalen et al., 2020). O Bettellheim ékave tnv Oempio ™ Yoypng UNTEPOC EVPEMS
YVOGTH Ko TNV dekaetio Tov 60 dnpocievdnioy ToAAd emoTnovikd apBpa wov

vrootplav ot v Bempia.

Ed® a&ilet va avapepbel 6t1 ekeivn v mtepiodo n emotun ¢ yoyoroyiog dxpole
Kot 1oitepa 0 KAGOO0G TS YOXOVAALGONG, LE OMOTEAEGLO 1) ETICTNUOVIKY KOWVOTNTO
va TPooTadel vo pUNVEDCEL KOl VO OTOOMGEL SLAPOPES KAMVIKEG OVTOTNTEG GE YV)O-
ovumeplpoptkd aitia. I1pog vrepdomion tov Kanner va avagpépovpe 6t 0 1010
TEPLYPOYE TOL YOAPOAKTNPLOTIKA TOV “OmOUAKP®V YOVEDV OC TOAVE YEVEGIOVPYO
ait10, ®GTOGO PETAYEVESTEPO ONAWGE OTL TO AUTIO TOV AVTICUOV Eival ELPVTO KO
dwympioe v B€om tov amd avt tov Bettellheim, Bétovtag icwg kot v TpdT

vroyia Yo Ta TpaypoTikd aitio. tov avtiopov (Sterwald & Baker, 2019).

Yruepa elvat Kowd TapadeEKTO OTL 0 QVTIGHOG EvOr Liol TOAVTOPOYOVTIKT SATOPOYN
nov ennpedleTon amd YEVETIKOVGS, EMLYEVETIKOVG Kot TEPPaALOVTIKOVS Tapdyoves. H
vevpomaBoroyio TOL AVTIGHOV amoTeLel Eva Tedio Epevvag Tov TOPOLGLAlEL PeydAo
eVOLLPEPOV T TEAELTAL YPOVID. AV Kol AKOUN OEV VITAPYEL GOPNG TABOPLGIOAOYIKOG
LUNYOVIGLOG TTOV VoL 001 YEL GTOV OVTIGUO, VITAPYOVY APKETEG LEAETEG TTOL TTEPTYPAPOVY
aAlayEC oTNV ovaTopio Ko TV NAEKTPOPLGIOAOYIO TOL EYKEPAAOVL. ATt Ta TTLO
oLYVA eVPNLTA TTOV EYOLV TTapoTNPNOel o8 apkeTég peAéteg etvan pio avEnom tov
OYKOV TOL EYKEQPAAOV TEPIMOV TNV NAKia TV 2-4 €TMOV, 1| omoia TapaTnpHONKE amd

pio avEnon g TEPUETPOL KEPAANG o€ avtd Ta wandid (Ha et al., 2015 Minshew &
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Williams, 2007). H av&nomn ot apopoioe 1060 TN AEVKT, 660 Kot TNV Gotd ovcia,
TOV EYKEPAAOV, EVAD 1 YPOVIKT CTLYUN 0VENOTG OLTOV TOV 1GTMV POIVETOL VO
CUUTMTEL [LE TIG TPMTEC EKONAMGELS TOV AVTICUOV, VITOINADVOVTOG KATOL0 GUGYETION
otV mafopuctoroyio (Minshew & Williams, 2007). ‘Exovv erniong mapotnpnOsi
avopoiieg otig meproyég Broca koaw Wernicke tov eykepdiov, o1 omoieg appotepeg
oyetilovtar pe tov Adyo, v ene€epyoocia kot TV Kowvovikn tpocoyn (Ha et al.,

2015- Minshew & Williams, 2007 (Lee, Park et al. 2017).

Y& TOAMEG LEAETEG TV TEAELTAL®V £TAOV ExovV emPBePatmbel Ta Tapoamdve svpnuara,
0G0V aPopd TIC SlaTapoyEG TNS PALAS KUPIMG OVGIOG TOL EYKEPAAOV, OVASEIKVOOVTOG
Kupimg peimwon g eodg ovciog GTOVg KOYYOUETOMTIOIOVG A0BOVS Kol TAYLVGT TOV
EYKEPUAKOD PAO10D G€ d1APOopPEG TEPLOYES, OTWS GTOVG PETOTIAIOVE AoBOVG, ViaKdL,
kpotagikd ko (Hashem, Nisar et al. 2020). Evéwopépov mapovoidlovv eniong peréteg
OV GLOYETIoNV dloTopayég otny edikmwon (gyrification) tov eykepdAov pe tov
avtiopo (Mizuno, Kagitani-Shimono et al. 2019, Hashem, Nisar et al. 2020, Rafiee,

Rezvani Habibabadi et al. 2022)

Meydho evitapépov Exet delEet 1] EMGTNLOVIKT KOWVOTNTO Y10 OVOUOAMES GTO
HecoLoPio, To omoio givor pia dopn TG AEVKNG 0LGING TOV GLVOEEL TO OVO MGPaipLo
1OV gyKepAAov e meptocdtepeg amd 200 exatoppvpro vevpikég tveg. IloAhamiés
LEAETEG ATOJEIKVOOVY LIKPATEPO PEGOAOP10, KLpie 6To omicOio Tunpa tov (Eroglu,
Baykara et al. 2022) (Yeh, Tseng et al. 2022). Ot avoporieg ovtéc 0popodV TOG0 6TO
péyebog Tov HecOAOPLOV GE GYéom e AVTO TOV LOPTIP®V, OGO Kol GUVOAIKA GE
ox£0M UE TIC VITOLOITES SOUEG TOV EYKEPAAOV, EVA OE [0 TPOGPATN AVOCKOTNON
QAVNKAY KoL AEITOVPYIKEG dlaTapayEs ToL pecorofiov oe dropo pe avtiopd (Frazier

& Hardan, 2009 Waiter, 2015, (Valenti, Pino et al. 2020).
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1.4.2. llpoyevvnTikd aitio

Eivol yvooto amd v £pevva 6TL AP oLV TOALOL TPOYEVVITIKOL TAPEYOVTEC TOL
OpoLV vePYETIKA 1) PAATTIKA Yot TV avdmTuén Tov eUPPOov Kot KOT™ ETEKTACT] Y0
v peténerta on. [a v avantoén avtiopod £xel eavel 6Tt avéavel Tov kKivouvo 1
TPOyEVVNTIKY €k0e0M TG UNTEPOG GE BUAMOOUION Kot OVTIEMANTTIKE PdppoKa, OT®S
10 BaAmpowcd 0&V. Emiong n mpoympnpévn avarapaywoyikn nikio twv d0o yovémv
Katé TNV cOAAN YT €xel cuoyeTioBel pe epedvion avtiopot (Masini et al., 2020-
Hodges et al., 2020). X¢ pio petavaivon eavnke avénuévog kivovvog kotd 106% yia
nAio kKimong g untépag >40 etdv, oe cuYKPLoN Le NAKio Kinong peta&d 30 Ko
34 g1dv 6mov o Kivduvog vroAoyiotnke oto 27% (Gardener et al., 2009). Mio peiétn
£0e1&e Ot 1 awénuévn moatpkn nAkia oyetileton pe avénuévo kivouvo epeiviong
OLTIGUOV GTOVS OMOYOVOUG LEGM EMYEVETIKMV OAAAYDV (LEBVAMOT TOV GIEPLATOC)
(Atsem et al., 2016). Ta mopondve, ®5TO60, deV ATOTELOVV TAPAYOVTES TTOVL OO
LOVOol TOLG HIToPoVV VoL 0N YNGOVY GTNV EKONAMGN TNG d1ATAPUYNG, TAPE LOVO

GLOYETICUOL GTOVG 0T010VG EoVV KataAn&et ot oyeTikég épevveg (Min et al., 2021.)

AALOL Tapayovteg mov oyetiCovran sivon TaBncels e uUnTéPag TPV Kot KoTd tnv
Komon. O cokyap®mong oaPnTng g UNTEPAS, aAAd Kot o olafrTng Khnong aroteAovv
TOPAYOVTEG KIVOLVOD Y10 ELPAVICT] QLTIGHOV 6TOoVG amroyovous (Masini et al., 2020-
Gardener et al., 2009). Avtodvooeg mafnoelc ™ uNTéPag, OTMS Yopioomn,
Yvompoatikog Epvnpatmong Avkog (ZEA), Idomabeic PAeypovmdelg Nocot tov
Evtépov (I®NE) ko, cvoyetilovian pe avénuévo kivovvo awtiopod (Amaral, 2017)
gmg kat 50% péypt mv nhkio tav 10 etdv (Keil et al., 2010). I't’ avtod €xovv

npotabel apkeTol unyaviopol, OTwg To Tl TOL LTONVTICMUATO JSTUIOVPYOLV EVal
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“exBp1kd” evdountplo mepiParrov yio to EuPpvo 1 6tL vapyovv IgG — emaydueveg

aAlayég otV avootlakn andkpion ta tpota xpovia e (ong (Keil et al., 2010).

H Judy Van de Water otnv perét g vrootnpilet 6Tt évag mboavog
Taf0PLGIOLOYIKOG UNYAVIGUOC TOV OVTIGHOV EvaL 1] ETOYOUEVT] OO UNTPIKE
avtoavticouata eppavion avticpod (Maternal Autoantibody-related autism —
MAR). Eivaw yvwotéd 611 IgG avticopata petapépovtal amnd 1o EUPpuo otny untépa
SOTAOKOVVTIOKE, OAAG Kot LETAYEVWNTIKA HEG® TOL ONAacpov. Ta aviicopote avtd
umopel va givol evepyetikd, BondmvToc 6TV 0VOGLoKT aTOKPLGT TOV VEOYVOD GTNV
TPOUN veoyvikn ki, umopel Spmg va givat kot Taoroyikd, apov M
OAANAETIOpaoT| TOVG pe EUPPLIKEG TPOTEIVES TOV gUPpvov Exovv cuoyeTichel pe
avénuévo Kkivouvo yia avtiopod (Braunschweig et al., 2008 Fox-Edmiston & Van de
Water, 2015). H idwo pdMorta mpoteivel kot Oepamevtikég otpotnykés (Ommg
xopnynon evooeA£Piag y-ocpapivng - IVIG) ya v mpdAnym petapopdic twv
UNTPIKAOV OVTO-0VTICOUATOV, 0VOTyoVTog VEOUS OPOLOVS Y1 TNV TPOANYN ELPAVIONS

avtiopov (Fox-Edmiston & Van de Water, 2015).

"Eva GAdo medio mov £xet pedetnBel apketd elvar o1 AOIUDEELG TG UINTEPAS KOTA TNV
TPO- KOl TEPLYEVVNTIKY TEPT00. X pia TpOSPATN UETA-0VAAVOT| TOV dNUOGIELOTKE
10 2021, mov cvumepréhafe 39 perétec, EAVNKE PIKPY GALL OCNULOVTIKY 0OENGT TOV
KIVOUVOL YEVVIOTG TOOLDV LE QUTIGUO GE UNTEPEG OV EUOAVIGOV OTOLOONTOTE
Aoipwén katd ™ dtdpketa tng eykvpocsvvng (Tioleco et al., 2021). Znv id1a peta-
avdAvon eavnke pikpn (oxedov un-onuavtikn) dtupopd otov kivouvo dtav 1 €kbeon
etvat 610 deHTEPO KOl TPITO TPIUNVO TNG EYKLUOGVVNG, GE GXECN LE TO TPMTO, LE TO
tehevtaio va oyetiletan pe pikpoOTEPO Kivouvo, E101KA OGOV apopd TIG LOYEVELG
roadcets. Xoppova pe pio perétn (Atladottir et al., 2012) mupetikd enelcodo10

SLAPKELNG LEYOADTEPTG TV 7 NUEPDV CLGYETIOTNKAY e ALENUEVO KIVOLVO Y
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EUGAVION OWTIGLOV £MC Kal 3 POPES, EVO 1 AoTumén amd ypinn KoTd T S1dpKELD TNG

EYKLHOOVLVNG EpPovilel OImAGG10 Kivouvo.

1.5. KA gicova Tov avTtiopot

Onwg mpoavaeéptnke o avtiopdg etvar pio vevpoovamtu&iakn dtatopoyn Kot
EKONAMVETOL PE EVa VPV PAcHO copTTORATOV. Efvol onpovtucd va yivel avtiinmtod
OTL 01 AvVOPOTOL PE AVTIGUO UTOPETL VO SLOPEPOVY GNUOVTIKA HETAED TOVG, OTTMG Y10
TAPASELY IO KATO10G Vo £xEL 1] Oyt AEKTIKY EMKOVOVia. Avaldywg g PapvtnTog TV
CUUTTOUATOV TOIKIAAEL Kot 1 To1dTnTO {ONG QVTAOV TOV avOpOT®V, 0ol VITAPYOLV
OVTICTIKG ATOLO TTOV EIVOL APKETA AELTOVPYIKE KOWVMOVIKA, £XOVV SOVAELL 1| aKOUT|
KAVOLV Kol O1KOYEVELD, VD BALD Exovv avamtuélokt kabvotépnon kot eEaptmvTol
and tpita dropa oe OAN Tovg ™ Lon. [V avtd dAdwote ovopdletot eAca, ol

AVTITPOCMOTEVEL pial EVPEIN TOIKIAIL CLUTTOUATOV, OALY KOl COPAPITNTAS AVTOV.

To copuntodpote Tov avTiopod dakpivoviol o€ Vo koatnyopieg (Nadeem et al., 2021):

1. Awrtapoyég 6tnv KOoVIKY OAANAETIOPOOT KOl EXIKOLVOVIA
e Amopegvyel 1) dgv dratnpel TNV PAERUOTIKY ETOON
e Agv amoxpiveTar 6To dvopd Tov péEYpL TV nAkic Tov 9 unvov

e Agv delyvel cuvoucOnuota Pe EKPPAGELS TPOGMOTOV, TY AVTN, YOPd

KAT

e Agv mailel anAd moyvidwe aAinienidpaong péxpt v nikio tov 12

pnvev

o  Xpnowomnotel Alyeg 1 kaBoLlov yeipovopieg (my “orAdkia” 1 “kdve

yew”)

e Agv kotdel ekel mov deiyvovpe péypt v niikio towv 18 unvov
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Agv €xel KOva EVOLOPEPOVTOL LE AALOVG
Agv mpoonoteital 6To oy viot

Agv avtilopupavetor 0Tt KATO0¢ oTOV TEPIyvpO UTopel va glvor

Aomnuévog uéxpt v nAkio tov 24 unvov

EppaviCer  dvokoMa oty  aviilnyn ocvvasOnpdtov  GAlov

avOphTov N otV ékepoon Wiov cuvaicOnudtov

Ayyog, KatabAym, EALeYMN GULVETELNS, ATPOGPOPES POoPiss Ko

2. ZT1ePEOTLMIKEG, EMAVOAAUPOVOUEVES GUUTEPLPOPES KO OPACTIPLOTNTEC.

HyoloAia (emavédAnym AéEemv Kot M@V GLVEXNDC)
Eppovég pe otoiyion 1 8éon tov aviikelnévey

Ytepotumie (Tvdypato xepudv, GTPOPY YOP® Amd TOV €0VTO TOL,

Kivnon GONOTOG GOV EKKPEUES KL

AxolovBel ocvykekpiuéveg povtiveg, TOL TOV SOTAPAGCOLV OV

aAra&ovv
Eppovikd mpookoAAnpévog ot evolapEpovTd Tov

AcvvnBioteg avTdpAcELS L TOV TPOTO TOV T TPAYULOTO GaivovTal,

popilovv, vEEC Ko

2xed0V 10 74 TV TV LE AVTIGUO ERPAVICOVY TOALVOPOUNOT TV OPOCT|LOV

avATTLENG TOL APOPOVY TNV YADGGA 1 TIG KOWVMVIKEG 0eE10TNTEG peTasy 18 ko 24

unvaov (Hyman et al., 2020). Avtd frav kat o Pacikdtepog Adyog yevdohe GLOYETIONG

NG ELPAVIONG AVTICUOD HETA 0O 0vOsOTOiNoN He TO EUPOAO TG hapic-epvOpAc-

nopotitdag. O akpiPrig Adyog dev givarl aKOUn Yv®GTOGS, VITAPYOLY MGTOCO Bewpieg

OYETIKA LE TNV AVATTUEN TOV CLVAYEMY TOL EYKEPALOV, Ol OTTOTEG OKOUN eV £YOVV

amodeyOet.
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Ye k0Be mepintmon, 1 01dyvoon Tov avtiopuob gival arapaitnto va yivetal and
€EE10IKEVUEVOLG EMOYYEALOTIES, EMELTOA OTO GLGTNLLOTIKY TOPAKOAOVONGN TOV
Tod10V Kot aSl0A0YN oY TOL 6€ va GOVOLO TOUEWV Kat delotnToV. [ T dladikacio
NG SLAYVMOOTNG TTPOYLLOTOTOLOVVTOL EAEYYOL OTTIKO1, OKOVGTIKOL, YEVETIKOL,

VELPOAOYIKOTL Kot AALOL (ZepeTOTOVAOG Kol GuVv., 2020).
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Kepaiaro 2. H yeveTikn] o10yvOG1 TOV O10.TUPAY DV CVTICTIKOY QOGHOTOS

2.1. H e&éMEN ¢ yeveTikng ko To 0100€01ua TECT
"Eva puctoroyikd avBpamivo kottapo mepiéyet 23 (ebyn (poOLOCOUATOV,
ovumeptrapfovouévav 22 (evy®V aVTOGOUOTIKMOV Kot VOGS (EVYOVS PUAETIKOV

ypopocoudtov (XX 1 XY). Ot ypoprocopkés avopaiieg dakpivovial 6

apBunrikéc kot dopkég. H avevmloedia tepihappdvet éva 1| mepiocdtepa emmAéov

ypopocopata (r.y. 47 XX +21, 48 XXXY) 1 éMketppa ypopocopdtov (m.y. 45 XO)

Kot omoteAEl oplOunTIKY ypopocoukny avopoiio. Ot o cuyvég aveumhogidieg tvan

10 cvvopopo Down (tpioopia 21), To chvdopopo Edward (tpioopia 18), To chvopopo

Turner (povocopio X) K.A. Ot dopkég apopovV TUNLLO TOV YPOUOCHUATOS TOKIAOV

pey€Boug ko draxpivovtal o€ :

Authocroopdg: Tunpa evog xpoUoc®UATOS StmAactdleTol
EAdeippo: ATdOAE0 TUARATOG EVOG YPOUOCHLATOG

MetdBeon: Avtarrldcoetor VAIKO HETAED 0VO SLOPOPETIKAV YPOUOCHOUATOV

(avt N avtaddoyn propet va eival ioolvyiopévn N un teolvyiouévn)

Avaotpopn: MEpoc Tov YPOUOCOUONTOS Elval OVEGTPOUUEVO HEGO GTO

ypoudcopa (Ozkan & Lacerda, 2021).

[ToAvpopeiopdg Bempeitar 1 KANPOVOUIKOTNTO £VOC XOPOUKTINPIGTIKOD TOV
eLéyyeTol amd £va GLYKEKPIUEVO YOVIOLKO TOTO LE OVO AAANALA, TO AydTEPO
ovyvo amod Ta 0Vo va £xel cuxvotnta >1%, oe Evav cuyKekpipévo TANOLGUO.
Me mo anAd Adyla o pmopovcape vo ToOUE 0TI TOAVHOPPIGUAG elval dv0 M
KO TEPLOGOTEPES “OVVATOTNTES” EVOG GUYKEKPLUEVOD YOPAKTNPLOTIKOD GE VoL
yovidro (Ismail and Essawi 2012). Xto mhaicio g poplaxng maboloyiog

amotelel cuvnbmg Tapailayn un oyetilduevn ue maboroyia (non pathogenic
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variant) kot gival dvvatd vo petafipactel and tov yovéa mpog to mandi. Ot
TOAVULOPPIGHOTL Elvat cVVNOMC OMOTELEG L. P0G LAKPAS PLOTKNG dladtKaciog,

N omoia glval cuVNOOS CVIETEPT | ®PEAUN Y10 TOV OPYOVIGUO.

Eion molopoperopov:

-SNPs-(SingleNoucleotidePolymorphisms):MovovovkAgotidtkoi

TOAVLOPPIGLOT-ATOTELODY TOVG GLYVOTEPOVS GTOV avOpOTIVO TANOBLGO
-Del/ins (deletion/insertion ): IToAvpopeiopoi eAleipatog-évheong (2-100bp)
- STRS: Mikpodopvpdpikoi moAvpopeiopoi ( 1-10 emavariqyelg 2-4 facewv)
-CNVs-(Copy Number Variant): tapaiiayn aptBpod aviypdoonv

-Polymorphic repetitive elements: aAiniovyieg pe mowkido aptBud dadoyikmdv
emovanyeny (oe pikpn meployn tov yovidiov émg 300 (evyn Pdoswv) (A,

Banday et al. 2021)

MetdAhacn eivor omoladmote omévia, Kot Un avasTpEYIUN aAlayn TG aAAniovyiog
DNA. H aArayn oot pmopel va mpokaiésel 1§ Oyt aArayég otov poavotumo. Ot
uetadAdéelc uropei va petafifalovror and tovg yoveic (KAnpovopukég) | va eivon de
novo. (Karki, Pandya et al. 2015, Sameer, Banday et al. 2021). Xti¢ tepiocdTepeg
TEPUTTAOGELS Ol LETOAAAEELS, O avTiBESN LE TOVG TOAVLOPPIGLOVG, EXOVV APVNTIKY|

EMIOPOAON GTO PALVOTVTO EVOG ATOLOV.

Ot olyypoveg e€eAiEelg OTIG TEYVOLOYIES TOV YPNGLOTOLOVVTOL Y10 TV OVAAVOT) TOV
YOVIOIMHOTOG £YOVV, OVOLPIGPNTNT, CNUAVTIKO OVTIKTUTO GTNV TPOKTIKY TG
LOTPIKNG YEVETIKNG, TOGO GTO €PYACTNPLO OGO Kot TNV KAWIKN Tpdén. H avavopevn
YPNON TOV £EETACEMV GE OAO TO YOVISI®UA, OT®G M AVAALGT YPOUOCO UKDV
mkpoovotoyiov (Chromosomal Microarray Analysis-CMA) kai 1 aAiniovyia 6Aov

tov yovidiwpotog (Whole genome sequencing) kot e&opatog (Whole Exome
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Sequencing-WES), £yovv odnynoet o€ o véo kotevbvvorn. IToAlég and avtéc Tig
TEXVIKEC €lvol TAEOV S10OEGLES Y10 TN O1YV®ON EVOG GUYKEKPILEVOL GLVOPOLLOL N
KAMVIKOO QaVOTUTIOV, KO, EVA 01 TOPAOOCIUKES TEXVIKES eE0KkOA0VOOVY VO GLVIGTOVV
OOTEAECUOTIKA EPYOAELN GE OPIOUEVES TEPUTTMOGELS, Ol TAEOV GUYYPOVES
TPOGEYYIGEIS £Y0VV Yivel TO Pacikd epyareio Yo T S1GyVmOOT TOV TEPICCOTEP®V
KATOOTACEWMV. Xe KAOE TepinTmon, TAVIMS, 1 ETIA0YT TG CMOTNG AVAALGTG M
teyvoloyiag etvon pia mpdxkAnon kot n AdBog emhoyr| pmopel va 0dMyNoet o€

Kabvotépnon g didyvoon N akopo kot o un didyvoon (Lalonde et al., 2020).

Microdeletions & duplications

. Y De novo SNVs
Autism susceptibility
First case of autism chromosomal regions Non-coding variants
1 I |
1943 1980 1999 2008 2012 Present (2017)
Linkage studies GWAS
WES & WGS

Machine learning

Xpovootdypa o GNUOVTIKGOV HEBOOWMV KOl EPYUAEI®Y Y10, TNV AVOKAALYT] YEVETIKDV TOTWOV

nov oyetilovtal e TOV OVTIoUO

(Tnyn: Jiani Yin et al, 2018)

KAPYOTYIIOX

[TAéov, N xpOUOCOKT AVAAVOT HE YPNOT CLUPATIKOV KUTTOUPOYEVETIKAOV TEYVIK®DV,
OT®G 0 amAdg KapvdTLITOG ¥PNoLoTOlEiTOL KVPimG o€ acbevelg pe vroyia GLVOPOU®Y

LLE YPOUOCOUIKES AVOUOAES 0paTéG 6TOV cLuPatikd Kapvotumo (>7MDb).
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ITAPAAAATEX CNVs

"Eva diaitepa onpovtikd Koppdtt, oe ovtd to medio, eivar avtd g avaivong
TapaAlaydv aplfpov avirypaemv (CNV-copy number variation). Ta CNVSs,
ATOTEAOVV TOPOAAAYES TOV aPOUOD OvVTLYpAP®V TUHaTog Teploymv DNA.
[Tpdkettan yio TOGOTIKY avAAVGOT) TOL YIVETOL TAVTO GE GUYKPIOT HE £va YOVISImUa
avapopdg (Reference genome) kot aviyvedetl EAAeipata Kot STAAGIUGHOVE TOL

umopel va, aopovV ToAAE Yovidia.

Mo alayéc, dnmg eAleippoto 1 SmAacLacovg pkpoy peyéboug (<5-7Mb), un
160{VYIGHEVEC LETAOETELG 1) AKOUN KOl LOGOIKIGIOVG 1] XPOUOCOUIKT] OVIAVOT e
pwkpoovotoryieg (Chromosomal Microarray Analysis - CMA) €xet amoderyBel 0t
umopet va £yel a&romota anoteAéopata o€ acbeveig pe avantuélokn Kabvotépnon,
dtovonTikn avamnpio, dotapay CLTICTIKOD ACUATOS 1) TOAAATAES GUYYEVELG
avopodies dyvmotg artioroyiog (Harel & Lupski, 2018).

)

AMBI|C|D

Reference

AlBlIC|C|D
Segmental Duplication - Biallelic CNV (C)2

INN

AlB|C|C|C|D
Multiallelic Copy Number Variant (C)o-n

AlBlIC|ID|IDIDIDjC|{D|C|D|C|D
Complex CNV (D)4(CD)3

A C B D

Inversion (CB)

—

Chromosome

(IImyn: Xavier Estivill, 2007)
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Daivetor 0Tl KATOLES OO TIC TOPAAAAYES ALTEG GLVOEOVTOL LE TOV KIVOLVO

ELQAVIONG AVTIGLOVD.

NGS

H avartvuén g aAiniovyiog emduevng yeviag (Next Generation Sequensing - NGS)
Exel TOPACYEL TN SVVATOTNTA AVIYVEVONG YPOUOCOUKOV oveLTA0EW1DYV, CNV Kot

TOPOALOY®V aAAnAovyiog pe pio povo avaivon.

Me v teyvoroyio NGS éyovv tavtomomBel omavieg 1 Le LIKPT GUYVOTNTO YEVETIKEG
Tapordayéc mov oyetiCovtot e Tov auTiopd, ot 0moieg dgv MTay SLVOTOV Vo

aviyvevBovv pe Tponyodueveg teyvoroyieg (Choi and An 2021).

H teyvoroyioa NGS umopet va ypnoipomombei oe mavel yovidiomv, yio aAAnAovyion

WES, aArd kot WGS.

Me 1t ypnon g ovyypovns texvoroyiag kot v aglomoinon tov e&gliewmy ot
YEVETIKY], €lvar SuvaTodg 0 evIomIcUOg YoVIdimV Tov evoéyetatl va oyetilovtot e
Kdamotla 0chEvVELD, TOV GLVIGTA pio oo TIG CNUAVTIKOTEPEG TPOKANGELS TNG GVYYPOVIG

yevetikng (Aouiche et al., 2018).
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Template preparation m
|
A\
DNA shearing
Library preparation
Data analysis
Adapter ligation
A. A B.
Library amplification Emulsion Solid phase
and cluster generation PCR amplification
/g <
2 = e
S o —_——_—
Vi oS Sequencing and imaging
e ahe b b | )
M P W R R ' ' n
W o e ak k n n l
M M R R W
100-200 million beads 4
3 . 100-200 million molecular
Chemically cross-linked clusters on a flow cell

To a glass plate

(TInyn: El Mustapha Bahassi et al, 2014)

Ta televtaio ypdvia N AVATTLEN TOV LOPLOKADV TEYVIKMOV £YEL 00NYNOEL GE OLENUEVT

JUVOTOTNTO AVOYVAOPLoNG OVTOV TV doputk®v mapailaydv (Lalonde et al., 2020),

OTMG OVTEC TOL OVOPEPOMKAY TOPOTAV®.

2.2. H yevetikn| / froloyikn facn TV Sotapay®V dLTIGTIKOD GACUOTOG

> ovyypovn eroyn e€akolovbel va vdpyel GuNTNOT VAPOPIKA LE TO OTIO KOl
TOVG TPOTOVE SLAYVOOTG TOV SATAPOYDV OVTIOTIKOL pacuatog (Contractor et al.,
2021). Av KoL vVITAPYOVY GLYKEKPIUEVOL YEVETIKOL TOPAYOVTEG TOL EUTAEKOVTOL GTNV
OTIOAOYI0 TOV AVTICHOD, 1] CNUAGIO TNG YEVETIKNG OVAAVCOTG TAPAUEVEL ACAPNC

(Ohashi et al., 2021).

"Exetl dtomiotmbel 6t1 1 Pacikn artio epeavions Tov d1aTopaydV oTIGTIKOD QAGLOTOS
elvai 1 vevpoProroyikn| Aettovpyio Tov Umodilel TNV PUGIOAOYIKN AEITOVPYIN TOV

EYKEPALOL TOV ATOHOL Kot 00NYEL € TANODPO CUUTTOUATOV GE SIUPOPETIKEG
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neployég (Zepetomovrog kat ovv., 2020). Katd to maperldov, 1 Pacikn Bedpnon tng
EMOTNUOVIKNG KOOTNnTag £0Tiale 0N YEVETIKN — BloAoyikn fAcn TOV avTIoUOD,
TopadOYN OV, £MC KoL CUEPQ eV £xel eykaTaAelpOel. AALa aitia TOL glyav Kot
Kapovg TPoTabel, OTWS, Yo TAPAdELY LA, 1) VTOPEN U1 GTOPYIK®V YOVE®V, TTOL
onuepa £xetl O1moTmBel 6TL dgv ExovV eMGTNUOVIKT PAOT, ETGNUOIVOVTOY OC

ocvunAnpopotikoi tapdyovte (Fernandez & Scherer, 2017).

H attiodoyio tov datopaydv avTioTikov gAcHoTog He facn Ta veupoPloioykd 1
VEVPOYLYOLOYIKA EVPTLLOTO GYETILETAL [LE TN CVUVOEGT TOVG LE GLYKEKPIUEVES PAAPEG
TOV JAMIGTAOVOVTOL GTT SOUN TOV EYKEPAAOD TOVL ATOIOV KOl TOV TPOTO LE TOV OO0
aVTEG 00N YOVV OTNV EKONAMOT) TNG CLYKEKPLUEVIC GUUTEPLPOPAS KO TNG KTPLAOC»
TOV EMEPPdTOV TToL Yopaktnpilovy Ta dtopa mov Bpickovion 6to edopo. To
eMeippato avtd £XoVV GLGYETIOTEL LE TNV VTTAPEN VELPOLOYIKAOV BAaPDV Ko £xEt
emPBeParwbeil n un opaAn Aertovpyio tov eyKeEAOL, av Kot Ogv givarl Tévtote
amoAvTmOg evkpvig N evon g (Myers et al., 2020). Iapd, to yeyovog 6Tt ooV
OVTIGUO VITAPYEL YEVETIKY Ao, TO YEVETIKO LTOPAOPO GTNV TAELOVOTNTA TOV

TEPUTTAOGEDV OATOPAYNG AVTIGTIKOV PAGHOTOG OV EYEL YIVEL TANPOS KOTAVONTO.

SUYKEKPLUEVT] OLAD0 LOVOYOVIOLOKMV dlotapaydv, OTws To GUVIPOUo gvdpavctov X
Kot 1 olddng okAnpovvon (Tuberous sclerosis) pmopei va £xovv cav Guvoda
yapaxtplotikd avticpo. (Thapar, 2021) O avtiopuog Exel cuvdebei pe pio peydin
nowida cuvopouwmv. Khaoikd tapadetypoto amoteAovv 10 chvopopo evbpavotov X,
1 TOAAATAY] GKANpLVGT Kot To cOVvOpopo Rett. Me av&avopevoug aptBpoig
AVOPOPOV Y10, OVTIGUO O KAVIKO YOPOKTNPIOTIKO SLOPOPETIKMY YEVETIKOV
GLVOPOLMV, O KATAAOYOS TOV GYETIKOV GLVIPOL®V SapKAOG ovéavetat. Qo1dc0,
emedN oev £yovv deaybel CLOTNUATIKEG LEAETES YO TO TEPLOCOTEPO OO OVTA TOL

YEVETIKA GUVOPOLLO, OVTOT Ol IoYLPICLOL UTOPEL VOL 00N YOOV GE OPLCUEVEG
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TEPUTTDOGELS GE VIEPEKTIUNOELS 1), O AAAEC, GE LTOTIUNGN TOVG. AVEEAPTNTA OO
oVTO OUMG, M YVAOCT TOV KO YOPAUKTIPLOTIKMV TOVS, TOL GYETILOVTAL LE TIG
STAPOYES AVTIGTIKOD PAGLOTOG, TOPEXEL EVOL TAOUG10 SLOPOPIKNG O1AyVmOONC OTNV

KAMvikn a&loAoynon tovg (Jiang et al., 2014).

O e€eli&elc oToV YeVETIKO EAEYYO KOl TNV 0&lOAGYNON TOV UTIOV TOV GYeTIovTaL e
TEPMTMOGEIS 0COEVAV PE S10TAPOYEG AVTIGTIKOV PAGHOTOG, £XOVV EVTOMIGEL LU0
artioAoyia 6€ 060016 £m¢ ko 40%. (Genovese & Butler, 2020). X avtiv
neptlappdvovtat o cvuvopouo evBpavatov X, To cuvdpouo Rett kot dALa yeveTucd
oLVopoua, OTMG 1 PLLOTOONG okANpvvor (10-20%), ot petadraelc yovidiov PTEN
(3%) Ko To SOUIKA YPOUOCMUIKE EALEILUATO 1] SUTAOGLOGLOT XPTCLLOTOLOVTOG
TPOES EKOOGEIC YPOUOCOUIKDV LKPOsLaTo oV (3%) kot emmAéov 10% 1)
VYNAGTEPO TOGOGTO OTOV YPNGLUOTOLEITOL TEYVOAOYIN LIKPOGVGTOLYIOG VYNANG

avéAvong.

IToAAG amd o yovidia Tov evtomiotnKay cuvdéovtal pe Yvmotd cvvdpopo {Masini et

al., 2020).
Mivakag 6. ZvoyeTIopdg Yovidiov Kal cuvopopmy
Koatnyopia I'ovido XHvopopa
PvOuotéc ypopativng ANKRD11 >ovdpopo KBG

(#148050), ZHvépopo
Cornelia de Lange
(#122470)

ARID1B >ovopopo Coffin-Siris

(#135900)



ASXL3

CHD2

CHD7

CREBBP

EHMT1

MBD5

MECP2
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>0vvdpopo Bainbridge-
Ropes (#615485)
>Hvopopo Tourette
(#137580)

>Hvopopo CHARGE
(#214800)

>vvdpopo Rubinstein-
Taybi (#180849),
Zovopopo Menke-
Hennekam (#618332),
>Hvopopo Tourette
(#137580)

Yovopopo Kleefstra
(#610253)

XHvopopo
HUIKPOEAAEYULATOV
2023.1 (#156200),
Yvvdpopo Kleefstra
(#610253)

>Hvopopo Rett
(#312750), dravontikn
avammpio cuvOEdEUEVN
ue to X, XHvopopo
outhactacpuod MECP2

(#300005)
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PvOotéc/ mapdyovteg ADNP

HETAYPAPNG

FOXG1

FOXP1, FOXP2

POGZ

RAI1

TFC4

ZBTB20

PvOuotic ovvoeong kot FMR1

otakivnonc mMRNA

>ovdpouo Helsmoortel-
van der Aa (#615873)
>Hvopouo Rett
(#312750), Zovdpopo
FOXG1 (#164874),
>Hvopopo West
(#613477)

Awtapayn YAOCoHG Kot
oAiaG GLUVOEDENEVT) LUE
t0 FOXP2

>ovdpopo White-Sutton
(#616364)

>vvopopo Smith-
Magenis (#182290),
Yvvdpouo Potocki-
Lupski (#610883)
>ovopopo Pitt-Hopkins
(#610954)

>Hvopopo
HUIKPOEAAETULOTOG
3013.31 (#615433),
Zovdpopo Primrose
(#259050)

>Hvopopo evbpavotov X

(#300624), Zovdpopo
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TpoOTOV, ataiog
oyeTilOpEVN UE TO

evOpavoto X

Amowkododunon npoteivoy UBE3A >ovépouo Angelman
(#105830)
Kvttapikn DYRKI1A, NF1, PTEN, Xovépouo Cowden

avartvén/molomiaciacpnds  SYNGAPL, TSCL/TSC2  (#158350), ZHvdpopo
pokpokepaiog/
avTiopos (#608177)

Tpomonoinon tpwteivng CDKL5 >Hvopouo Rett
(#312750), ZHvdpopo
Angelman (#105830)

(TInyn: Masini et al., 2020)

Ye pio perétn tov Fernandez kai Scherer (2017), évag aptBpog yovidiov Exovv
OLOYETIOTEL e aENIEVO KIVOUVO EKONAMOTNG O10TOPOYDV OVTIGTIKOV PAGLOTOG.
Avtd givon T yovidia CHD8, ADNP, ARID1B, TBR1, NRXN1, SHANKS,

SYNGAP1, ANK2, SCN2A, DYRKI1A.

Metafolucég dotapayss 0TS ol Toyovoplakég SLGAEITOLPYIEG TOPATNPOVVTAL GE

10 émg 20% TV acbevav pe datapayés avtiotikod eacuatog (Rose et al., 2018).

Xe onpocicvon Tv Shen et al. (2010) avagépetar 6Tt Katd T SlEVEPYELR TNG
KAOGIKNG avAAvong Kapvdtumov, eE€taonc yio eDOpavcto X Kol PHIKPOoLGTOLYiEG G
933 acbeveic pe AAD, Bpébnkav un euololoyikoi Kapvotvmot 610 2,2% TV

TEPMTOGEMV, KAODS Kat pikpoeAreippata 1 pikpodimiasiacuot 6to 18,2% twv
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CLUUETEYOVT®V, OOV TTEPAapPavovTay eravalappfovoueva eAAeippoTo 1

duhac1lacpol Yl 1o ypopocopa 16p11.2 kot yio to ypopdsoue 15q13.2q-13.3.

Ye aoBeveig pe dotapayEg anTIoTIKOD PAGHATOS ovapEpOnKay pikposAAeippota 1
dumlaciacpol Tov mepAapdvouy Tig TEPLoYES ypwpocwpdtoy 1q24.2, 2q37.3,
3p26.2, 4934.2, 6924.3, 7935, 13913.2-922, 15911-q13, 116p. .2, 22911, 2913 ko
Xp22 (Genovese et al., 2020), evd TpocOeTEC KLTTAPOYEVETIKEG SLATAPUYES TTOV
oyeTilovtot [LE TO PAGLLO TOV AVTIGHOV evTomilovTot pe TN vEd TEXVOAOYi
LKPOGLGTO(LOV EEALPETIKA VYNANG avaivong (m.y. eMeippato 15q11.2 BP1-BP2)
(Ho et al., 2016). ITpoceata svprpota amd tov Kavadd kot tig Hvouéveg IMoAtteieg
£0€1Eav EMITAEOV YPOUOCOKES TEPLOYEG TOV OYETICOVTOL LLE TOV AVTIGHO
ocoumepthappavopévev tov 1p36.22, 2pl13.1, 6927, 8q24.22, 9p21.3, 9q.123. 16p13.2

kot 18q21.1 (Woodbury-Smith et al., 2018).

AvTtég 01 vedTepeg pikpoovototyieg SNP pmopovv va evromicovv avoporieg pe
péyebog 100 popég pikpdtepo and avTég Tov PLTopovV va apotnpn oy pe peBoddovg
VYNNG avEAVONG, CUUTEPIAAUPAVOLEVOV TOV VITOYNPL®V YOVISI®OV V1o TG
JTAPAYES AVTIGTIKOD PAGLOTOC, EVO GE VEEG LEAETES PpédnKay 6TO YpOUOCHOLLOL
7q11, 10 ypopoécopa 15q11.2 BP1-BP2 kot 10 ypoudcope 22q11.2 (Genovese et al.,

2020).

H cvvtpurtikn mielovotta tov maporiiaydv yovidiov eivar af€fomg kAvikng
onuooiag (Rossi et al., 2017- Tammimies et al., 2015), ev uépet Adoym g
OTOVIOTNTOG OV GYETILETAL [LE TO YOVIOLOUATIKE GUVOAX OEO0UEVAOV KO TOVG
TEPLOPIGUOVS TNG PLOTANPOPOPIKNG, TG EEEAIKTIKNG O10TPNOTG, TV VITOAOYICTIKOV
TPOPAEYEDV KOl TNG CLVAPELNG GE GYECT LE TOV PLGIOA0YIKO TANBVoud. TTiBovEg

e€nynoeig yio v EAAELYN GLVETELNG LETAED TOV OMOTEAEGUATOV TOV HLOPLOKAOV
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LY VOOTIK®V SOKIL®OV UTopel va oyeTilovTal [e TNV TOALTOPAYOVTIKY OLTIOAOYIN TG
datapoyns, mov ennpedletal amd pio TOAVTAOKT AAANAETIOpOOT LETAED YEVETIKOV
EMLYEVETIKMOV Ko TEPPOALOVTIK®V Tapaydvtov. [Tapd 1o peydio evolapEpov yio Tov
EVIOTIOUO YOVIdlmV, €101KA Y10 TOV aVTIGHO, emPAaPeic Tapariayég Exovv
evoyomoin el yio TOAAATAEG VELPOAVATTLEINKES KO WYOYLOTPIKES O1TOPAYEG OAANL
TOPOUEVOVV OVETOPKEIC LLEYPL CIUEPA Y10 TOV EVIOTICUO OVTAV TOV YOVIOI®MV TOV,
otav petaAldocovtal, Tpocdidovy 6g peydro Badpd vymid kivovvo yia tig

datapayés Tov avTioTikob eacpatog (Myers et al., 2020).

Yvvohikad, méve and 100 yevetikol tomol £xovv avapepel 6T oyetilovion Le T1g
dTapayés avtioTikod eacpotoc (Genovese et al., 2020), wov teptiapfavouvv yovidia
OV EUTAEKOVTOL GTNV OVASIAUOPO®GT TNG XPOHOTIVIG, OTN GLVATTIKN AEITovpYida,
o7 VELPOVIKT o1otoddTnon kot otn vevpoavarntuén (C Yuen et al., 2017).
Emniéov, €xel dromiotmbel 61 vtapyovv epimov 800 yovidia OV EVOYOTOOVVTOL MG
KAMVIKG oYeTIKd, gvaicnta N yvootd ot dwatapayn (Genovese et al., 2020). Avtd ta
TOALOTAG YOVidla TePIAaUBEvOUY apKeETA LEAN TV OTKOYEVEIDV YOVIOI®OV
vevpoAryivig, vevpe&ivng, vmodoyéa GABA, kavtepivng kot SHANK. AAla yovidia
dmiotdOnke 6Tt KOSKOTOOVLY VEVPOOLUPIRACTES Kot TOVS VTTOd0YEIS TOLG,
LETOPOPEIC, 0YKOYOVIdLo, Kol 0ppoOveC Tov mpoépyovol and tov eyképaro (Chatterjee

etal., 2019).
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2.3. O poAOC TV TOAVLOPPIOUDV TOAAUTAGDY avTlypdpwv/mokidopoperog (CNV-

copy number variation)

Refeconce genome BRSO

Detletion / \ Duplication
: m
k| " , , llll

V A K3 C_c I3
One copy of “C” Three copies of “C*

MW'“\-*‘J‘"H

1" T2 TiaTw s s 17 shelom22 X 1Y)

O avTiKTLTOG SOUIKMDY OVOUIAIDY TOV YPOUOCOUAT®V, INAadT] EAAEIpOT )
IMAOCIOCUOT YPOUOCOUK®DV TEPIOYDV, GE SUTAPUYES OVTICTIKOD PAGHOTOS KoL
GAAEG VELPOAVATTLELOKES OLATOPALYES EYEL OVOYVMOPLOTEL £ Kol TOAAEG OEKAETIEG.
AgdopEVOV TV OVGKOALDY GTOV EVIOTICUO TMV KOOV TOPAYOVTIOV KIvOOVOL, 01
TEPLGGOTEPES ATO TIC TPEYOVGESG YVAGELS GTN YEVETIKY] O1yVOOT TWV S0TOPAY DV
OLTIGTIKOV PAGLOTOG TPOEPYOVTIOL OTO TNV AVAAVGOT CTAVIOV TAPAALXYDV, Ol OTOIES
oLVNB®G TPOoGdidovY TOAD VYNAOTEPO KiVOLVO GE £va LEPOVOUEVO dTopo. Meyding
KMULOKOG YOVIOLOUOTIKES LEAETEG £XOVV TEKUNPLDOGEL TOV POAO TV de novo Kol TV
OTAVIV KANPOVOLUK®V TopaAAaydv oplfpod avtypdowv (CNVs) kot mapariaydv
novovovkAeotidiov (SNVS) mov dotapdocovy thy npmteivy othy maboyéveon g
STAPOYNS. LVYKEKPEVA, TO GTAVIO SIEIGOVTIKA Yovidtakd CNV, dniadn avtd teov
ATOU®V-QOPE®V OV ERPAVICOVV TNV VOGO, TIGTEVETOL OTL AVEAVOLV TOV KiVOLVO
EULPAVIONG JATOPAYNS AVTIGTIKOD PAGLOTOS 6T0 5-10% TV atdpmy, avaioyo pe T
Ko0pTN Tov e€etdletal. Apketd omd avtd o omdvia CNV oyetilovron kot pe GALeg
VELPOYLYLUTPIKEG TAONGELS, LEPIKA KAPOVOUNUEVO OO TPOPAVAS T

TPocPePANUEVOVG YOVEIS Kot KAVEVO OEV AVTITPOCHOTEVEL LELOVOUEVO TEPIOCOTEPO
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ano 10 1% 1oV tepuTOcE®V d1ATAPUYNG OVTICTIKOD PAGLATOS, 00TYDVTOS GTOV
EVIOTIOUO EKATOVTAOWV VITOYMPiwV Yyovidimv. Idtaitepa onpoavtikdg etval o poAog

v de novo CNVs, mov Bempeitat 01t £xovv 1dtaitepa onuavtikd poro (Bacchelli et

al., 2020).

Ta anotedéopata omd epeuvnTiKéG HEAETES OYL LOVO £XOVV eMPEPAIDCEL TIG
TPONYOVUEVES TOPATNPT|CELS OO LELOVOUEVEG OVOPOPES TEPMTOCEWMYV, AAAL EYOVLV
EMIOMNG TAYIDGEL APKETA CNUOVTIKA ELPIHOTA TOL oyeTiCovTal pe tov poro v CNV

OTIC SLTOPOYES AVTIOTIKOV Pacpatog og eéng (Jiang et al, 2014):

(1) évac ap1Buog vémv CNVs gumAiékovtal £VTovo oTig S1aTapoyEs aVTIGTIKOD
QAGLOTOC, AALG EMioNg TaPOLGLALOVY TOGO LETAPANTY EKQPACTIKOTNTO OGO Kot

TAELOTPOTIKA OTOTEAEGLLALTAL.

(2) peta&d 5 kar 10% tov tepntdoe®v 1310T0000G STAPAYNS AVTIGTIKOD PAGLOTOG

eepovv omavio CNV.

(3) 1660 10 de novo 660 kot Ta KAnpovopkd CNV gvéyovv kivouvo epepaviong

STAPOUY DV AVTICTIKOD PACUOTOC.

(4) vrdpyerl tputhdoio avEnom ota peydda Kot ordvia de novo CNV o aviAikovg og

oLYKPLON UE TO AOEPPLO. TOVG,.

Onwg paiveror amd ta mapandve onueio, o porog v CNV oy avdmrtuén
JTOPOYDOV OVTIGTIKOD PAGLATOG £IVOL OTLLOVTIKOS, OV KO OPKETE
JLPOPOTOLOVEVOG LETAED TV TEPUMTMGEMV. Xiyovpa, OV UTOPEL VoL LITAPEEL GOPNG
GLGYETIGUAC GLYKEKPLUEVOD YOVISTIOL UE TNV TPOKANGCT TG StoTapayns, OAAG LAALOV
umopel va katadei&el Tnv podiddeon tov atdpov. Avtod 1oydel TOG0 Yo Ta de Novo

660 Kot Yo ta kAnpovoptkd CNV.
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O1 pikpocvoToyiec VYNANG AVAALGTG YPTCLLOTOIOVV TOPO EKATOUUDPLN
LOVOVOVKAEOTIOIKOVS TOAVLOPPIopoVs (SNPS) mg aviyveutés yio Tov EAeyy0 TOL
DNA ac0evdv mov mapovctdlovy vevpoovamtuEIaKES SLoTapayEs, O0VONTIKES
avamnpieg Kol SLOTapoyES AVTIOTIKOD PAGHATOS. AVTEC Ol pikpoovototyieg SNP
YPNOUOTOLOVVTOL Y10, TOV EVIOTIGUO LUKPOEAALEUUATOV 1) OTAAGIUCUAOV UE
duVaTOTNTO AVAYVOPIONG 0EKASMY GLVOPOUMY EALEIUUATOV 1 SUTAAGIACUOV TOV
dev glyav aviyvevbel mponyovpévoc. I'a mapdostypa, pio HEAETN LIKPOGLGTOLLDV
e&apetikd vyming avarvong (Ho et al. (2016) BeltioTomomOnke yo v aviyvevon
vevpoavantuElaKk®v dtatapay®dv o€ 10.351 acBeveig mov TpoonABav Yo yeveTikég
VINPEGLES Y10 VELPOOVATTLELNKES OLATAPOYES, OLUTOPAYES OVTICTIKOD PACLATOG,
VONTIKN avornpio, TPOPANLOTO GCOUTEPLPOPES, LE 1| XOPIG TOAAATAES GUYYEVEIS
avopoiieg o ddotnua teccdpav etmv. To delypa toug elye avaloyio avopdv Tpog
yovaikeg 2,5:1 pe péon nhia ta 7 étn. CNVS aviyvedmkav oto 28,1% twv
acBevav, oto 24,4% pe datapoyn aVTIGTIKOD EAGHATOS Kol 6T0 33% TV 0TOU®V LE
vonTikn votépnon. To m0cooTd TV TaHOAOYIKOV EVPNUATOV TAV CNLOVTIKA
xopnAOTePO (4,4%) O6tav 1 doyveotikn £voelin NTav HOVo doTapay CLTIGTIKOD
(QAGLOTOC GE GUYKPIOT LE TIG VTOAOUTEG S1OYVAOCTIKEG EVOEIEEIS Y®PIS avapepOUEVT)

dyvmon 6to pacpa tov avtiopov (12,5%).

Ot ocvumeprpopég mov oyetilovtal He TO PAGHO TOV AVTICUOD £X0VV TEPLYPAPEL OE
OPKETA KAAQ YOPAKTNPIGUEVE GOVOPOLO UIKPOEAAEUUAT®V 1Y/Ko
LKPOSITAAGLOo UGV, OTmG Ta. uvdpopa Angelman ko Prader—Willi, Smith—Magenis,
Potoki—Lupski, to vrepwio-kapdio-npocwniké ovvdpopo (VCFES) kot o chvdpoua

Phelan—-McDermid (PMS) (Myers et al., 2020).

>tov I[Tivaka wov axolovbei (Jiang et al, 2014, Fiddes et al., 2018, Zhang et al., 2021,

Zinkstok et al., 2019) napatifetat £va GOVOLO amd TapaAlayES oplOpod avtypdeov



50

(CNVSs) mov oyetiCovtat pe Tn S10Topoyn GUTIOTIKOD PAGLOTOS TTOV EVIOTIOTIKOLY

HEC® EPEVVNTIKMOV HUEAETMV OV dtevepynOnkav pe Paon avaivoeig CNV og 6Lo 10

YOVIOLO O GE EVOL LEYOAO GUVOAD TTEPUTTMOGEMY ATOU®V TTOV Bpickovial 6To PAcua

TOL OVTIGUOV.

®¢on

1g21.1

2p16.3

2q23.1

3929

7q11.23

11q13.3

15q11.2

Mivakag 1. Khvikd oyxetilopeva pe dwotapayés antioTikov eaopatog CNV

Ymoynelo yovidlo

NOTCH2NL

NRXN1

MBD5

DLG1/PAK2?

LIMK

SHNAK?2

UBE3A

Aldeg oxeTilOpeveg daTapoyég
Nonrtikn avornpia,
oloppévela, OIMOAMKN
dwTapayn, pokpokepaia,
OVTIGHOG

Nontkr| avonrnpia,
ooppéveln

Nontikr| avommpic, EMANTTIKN
droTapoyn

Nontum avornpia,
oxlloppévela

Nontikn avornpio

Nontikn avornpio, ETANTTIKY
dlatapoym

Nontikn avornpio, EMANTTIKNY

dlatapoym



15q13.3

16p11.2

22q11.2

22q13.3

Xp22.1

Xp22.3

Xq13.1

CHRNA7Y

KCD13?

LCR22

SHANKS3

PTCHD1

NLGN3

NLGN4X
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Nonrtikn avonnpia,
oylloppévela

Nontikn avomrnpio, SUToOAKN)
dwatapayn, oxlloppéveila
Nonrtikn votépnon,
oyoppéveua, AEITY,
STOPAYES AVTIGTIKOD
(AGLOTOG

Nontikn votépnon, ETANTTIKn)
dwoTapayn, SUTOAIKN droTapayn
Nontikn votépnon, ETAnmTIKn)
dwatapoym

Nonrtikn votépnon

Nonrtikn votépnon

(TInyn: Jiang et al, 2014, Fiddes et al., 2018, Zhang et al., 2021, Zinkstok et al., 2019)

AvTd o eVPATA, GLVOAKA, VTTOGTNPILOVV TNV KAVIKY| EQAPUOYN TN AVAALCTG

HOPLOKOD KOPLOTLITOL GE ATOLOL LE SLOTOPOYT] CLTIGTIKOD PACUOTOS OC TO

GUVIGTOUEVO HOPLOKO TEGT TPAOTNG PaBUidoc TNV KAVIKY] YEVETIKY 0EI0AOYNGT TOVG,.

Qo61660, 1| LETAPPOACT] AVLTOV TOV EVPNUATMV GTNV KAVIKT TPOKTIKY TOPUUEVEL L1

TPOKAN G, KAODS 0 autiddng poAog avt®dv twv CNV dev umopei mdvta vo kabopiotel

(Zinkstok et al., 2019).

H npdopotn peré tov Li et al. (2020) agpopd 1905 yovidwo mov oyetilovtar pe tov

avticpd. Ot gepevvnTég KatéAnEav 6to cupmépacio 6t yovidta tov oyetilovtal pe
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TOV VTIGUO eumAékovTal o€ meplocoTePe amd 1700 poprakéc Aettovpyies, KLTTOPIKO
EVIOTIOUO Ko BloAoyikég oepyaciec. Ta mepiocoOTEPA OO OWTA TO YOVidla
OLOYETIOTNKAV G€ UEYAAO Babuo e T GLVOTTIKY LETAdOOT Ko pOOUIGN, TNV
OVOITOUIKT) OOUIKT OVATTTUEN Ko TV avamTuén Tov vevpikolh cuotiatog. Ta yovidia
oL oYeTICovVTOoN [E SLUTAPUYES GTO PAGLLO TOV OVTICUOD GUOYETIOTNKAV, ETIONG, OV
TEPUTTAOCELS, LE EAAEYULOTIKY] TPOGOYN, LILEPKIVNTIKOTN T, BovApia, VeQpPikn VOGO,

opokvoteivopio kot dAleg acBéveteg, akdun Kot petafoikés vOGoug.

Axoun, oty épguva tov Mahjani et al (2020), Ao ta 808 dtopa mov a&loAoyndnkay
pe aAAniovyion, ta 69 (9%) elyav mapoiiayr| Lovovovkieotdiov mov mhavov
oyetiletar pe maboroyia (potentially damaging single nucleotide variation (pdSNV)
og 102 yovidwo mov oyetiCovtat pe tov avtiopd kot to 144 (18%) giyav pdSNV ota
102 yovidia 1) o€ £val LEYAAVTEPO GUVOLO VEVPOUVATTLEKMV Yovidimv. Tpia 1
neplocotepa dropa elyav pdSNV oe GRIN2B, POGZ, SATB1, DYNC1H1, SCNSA
1 CREBBP. Xvykpitikd, and o 996 dropa, ta 105 (11%) £pepav éva 1 tepiocdtepO
pdCNV kou elyav mepiocodTeEpEg TOAVOTNTEG VO EXOVV VONTIKY| oVt pio Ko

emunyio, aLENUEVO TOGOGTE GUYYEVADV OVOUUALDY KOl GAA®Y S10TOPAYDV.

Télog, ou Bacchelli et al. (2020) emonuaivovv 6t 1 aviyvevon CNV pe ypnon
ovotoydv SNP motkiAlel evpEwg & SPOPETIKES TAATPOPLES CLGTOLYLDV. ¢ €K
TOVTOV, TO TAEOVEKTILLOTA Kol Ol TEPLOPICHOL KAOE TAaTeOpHoG B Tpémet va
oTOOGTOVV TPOGEKTIKA, Y10, pio KATAAANAN emihoyn|. Ot epevvnTéc EAafay vToym
pepovopéva CNV, mpokeltévou va S1epeuvinoovy T Tlav Toug oXECN LE TOV
(QOVOTLTO TNG dtaTapayfg AVTIGTIKOV @dopatog. Etol, 9 emikoivntopeva yovidla
CNV VPS13B, WWOX, CNTNAP2, RBFOX1, MACROD2, APBA2 kot PARK?2
eavnke O0tL Exovv Wiaitepo evdlaeépov. Ot petarraéelg oto VPS13B €yovv

ovoyeTIoTel pe 10 oOvdpopo Cohen, pio GTAVIO CVTOCOLOTIKT VITOAEWTOUEV
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VELPOUVOTTLELOKT] SLOTOPOYT], KO VITOAEUTOUEVES TOPOUAAAYEG ExoVV avapepDel oe
TEPUTTAOGELS OLUTOPAYNG AVTIGTIKOV PAGLOTOS 1] VONTIKNG OV piog LLE QUTIGTIKA
yopaxktnplotikd. Katéinéav, eniong, oto coumépacua 6Tt 10 KANPOVOUIKO EAAELLLOL
oL evTOoTioTNKE otV TTepimtwon tov AB151 wpokalel onuavtikn pelwpévn EKepoon
TOV IGOUOPPOV TAPoLG unkovg VPS13B mov guniékovrtatl oto cvuvopopo Cohen,
vrootnpilovtag v vrdBeon OTL yovidla mov givarl YvwoTto Ol Tpokalovv coapd
ovvopopa, otav eEarelpBodv TANP®S, evdEyeTal va Kabopicovyv NmdTEPOLS

eaLvoTOLITOVG dloTopayng avTioTikob edopatog (Bacchelli et al., 2020).

"Eva axopun yovidio mov oyetiletor pe ovvopopo mov emnpedletar omd Eva EAAEN
etvar to CNTNAP2. Opdluyeg 1) o0vOeteg etepdluyeg petorraielg cto NTNAP2
etvar n autio Tov CLVEPOLOL PAOIBOOVG dvoThacioc-eotiokng entAnyiog (CDFES,
OMIM 610042) ko ovtd T0 YOViolo £xel EUTAAKEL € TOAOTAES VEVPOOUVOTTUEINKES
dtapoyE, CLUTEPIAAUPAVOUEVOL TOV QLTIGHOV Kol TNG VONTIKNG avarnpioc. To
KANpovopko EALEpa eviomtiotnke otovg xaptec AB87 proband 6to ecmvio 1 Tov
CNTNAP2. Mo Tp6c@atn 0AOKANPOUEVT] VAAVOT) S10TAPOYDY TOV POAOV TOL
CNTNAP2 o115 yoyratpikég datapayés £0e1&e 01t to CNTNAP2 givon amiBavo va
amoTELEL TPOTOPYIKO YOVIOL0 KIVOHVOL Y10 YOYIOTPIKES SLUTAPUYES, MOTOCO UTOPEL
va GUUPAAAEL GTOV KIVOUVO OVATTTUENS O1ATOPAYTG CLTIGTIKOD PAGLLOTOG TTOV

OAANAETIOPE pe AAAEC OTAVIEG 1| KOWVEC TTOPAAAYEGS.

To RBFOXI £yet epmhoxei évtova otnv ottionafoyEveon evog evpEog PAGHOTOS
VELPOAVATTUEIOKDV SLATOUPUYDV, COUTEPIAAUPOVOUEVIG TNG OLATOPUYNS OVTICTIKOD
eaopatoc. Ewdwdtepa, ot CNVs RBFOXI €yovv emonpaviel e dropa mov
Bpiokoviol 6TO PAGHE TOL AVTIGHOV KOl GALES VELPOYVYLATPIKES StaTapayEs, KaBmg
&Yovv evtomiotel unTpikd kKAnpovopovuevo erleippoto RBFOX1 (Bacchelli et al.,

2020). 'Eva mapoporo Eldeppo RBFOX1 avoaeépbnke o€ [io 0tkoyévela 6To QAo
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TOV QUTICHOV e OAANAOVYLIOT] OAOKANPOL TOV YOVIOIMUOTOS GE GLVOLAGHO UE EVal
ondvio EMielppo NTM mov kAnpovoundnke amnd tov dAlo yovéa. To yovidlo
MACROD?2 ¢&yet Oewpnbei 6T1 oyetileTon e TV doTapoyn dVTICTIKOD PACUOTOC
1660 amd peréteg CNVs 660 kan and perétec GWAS. Enmdéov, éva SNP oto
MACROD2 6uGyeTioTnKE GNUOVTIKE [LE YOPAKTNPICOTIKA TTOV HO1ALOVV [LE QLTH TV

datapoydV aVTIoTIKOL PAcpatog oto yevikd mAnfvouod (Bacchelli et al., 2020).

2.4. O pOLoc TV TopaALAY®DV LoVOVOLKAEOTIdI0L (SNV)

H avayvopion tov yovidiov mov eumiékovtal 6 cHVOPOUO GYETIKA LE TIC S1aTapoyEg
OLTICTIKOV PACUATOG delyveL OTL piat aAdary] oAAnAovyiog EVOG LEPOVOUEVOD
VOUKAEOTIO10V G éva LOVO YOVIOl0 UTOPEL VoL ONILLOVPYNGEL GNUOVTIKO YEVETIKO
KivouVvo Y10 avATTLEN TOV GLYKEKPYEVOL GLVOPOLOVL. AVTN 1 apyN EXEL EMKLPWOET
o€ Wonabelg draTopayES VTICTIKOD PACLATOS YPNCULOTOIMVTOS L0 TPOGEYYIoN
TPOcdIOPIG oD aAinAovyiog vroymeiov yovidiov. H aAinAiovyion olov tov eEoviov
oV yovidiwpatog (Whole Exome Sequencing - WES) kot n aAAniodyion 6Aov tov
yovidiopatog (Whole Genome Sequencing - WGS) ue NGS-next generation
sequencing &yovv TPOoPEPEL VEEG SOUVOTOTNTEG YLOL TNV OTOKAALYT CTLAVI®DV
TOPAALAY®DV 6€ OO TO Yovidimpa ot dtopa mov Bpickovial oto pacpa (Rylaarsdam

& Guemez-Gamboa, 2019).

Méypt onpepa, VLAPYOVY TOAAATAESG PLEYAANG KATLOKOG Kot OPKETEG PIKPNG KAILOKOG
peAéteg mov £xovv deaybel 010 cLyKekpEVo medio. H mpdodog oty teyvoroyia
YOVIOI®UOTIKNG TTOV XpNotpomolel aAinAovyion endpuevng yevidg (NGS) éxovv

00N YNGEL GTNV aVaKAAVYT TOAAL®V YoVIdiwV Tov oyetiloviar cuvosovTat e

aGOEVELEC P CILOTOLDVTAG TPOGEYYIGELS VIOYNPLOV YOVIdI®V, TAVEA YOVIdI®mV
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EOKAOV y1oL TNV acBévela 1 aAANLOVY1oT OAOKANPOL TOV EEDUOTOC AGHEVDV TOL
TOPOVGIALOVY VELPOUVOTTLELNKEG SLOTAPUYES, VONTIKES OVOTTNPieg 1 OlaTopayES
OLTIGTIKOV PAcpoTos. H epappoyn g YOVIOLOUOTIKNAG 0T LEAETN TG
VELPOUVATTLENG EYEL TOVTOTOMGEL TEPLGGOTEPQ 0O S000 gpmAexopeva yoviola
YPNOUOTOIDVTOS TPOGEYYIGES AAANAOVYING KMVIKOV EEOUATOV GE ATOUO TTOV EXOVV
dwyvmotel pe avtég T1g dtotapoyéc. Emmiéov, e10kd yio tnv mepintoon autr, TaveL
dokipav yovidiov NGS €xovv avamtuydel Kot ypnoonotodviol 6e EpyacTnpLaKo
nepBdArov, cvuneprrapfavopévev mepimov 600 yovidiwv Yo S10vonTIKEG avamnpieg
Kot whve amd 100 yovidiwv mov givor dwbéoipa yro EAeyyo TV doTapaydv

avtiotikoV pdopatog (Genovese et al., 2020).

XOyypoveg EpEVVEG £XOVV KATAANEEL 0€ LEYOADTEPO PO GTLAVIOV, YOVIOIOKAOV
CNV og dtopa e auTiopo Kot £(0vV KaTadeiEel GLOYETION OVTOV TOV TOPUAALYDV
ue ) datapayn (Pizzo et al., 2019). Ot1 Escamilla et al. (2017) vrébeoav eniong Ot
ta eheippota KCTD13 and pdéva toug dev eivar mhavo va emapkovy yio v
EUOAVION TNG dlaTtapayngs, Onwg eiyxe vrotedel oto mapeAbov. Avtibeta, Tpoteivouv
éva GAL0 yovidro otnv eproyn 16p11.2 ®g cuoyeTICOUEVO [LE TOV OVTIGUO, TTOV
EVEPYOTOLEITAL OTO TNV UITOYOVO TPWTEIVIKY Kivaon 3 (MAP3) - pe elieippota wov
001N YOV G€ AALOLOUEVT] OPYLTEKTOVIKT] TOV GAOLOV KOl LEIWUEVO nEYeDOg eYKEPAAOL
(Pucilowska et al., 2015). Katd ndoo mbavotnTa, 0 TpoyUaTikog GUOYETIGUOG LUE TN
dwatapoyn dev eviomiletal anAmg o€ SIMANGIOUGLOVG 1 EALEiLpOTO LOVO GE Eva
yoviolo, aAAd o o aAANAeTidpaon Kot TV 25 Tov oyeTileTon e T drotopayn|

OLTIGTIKOV QAGLOTOG.

Ot Iyer et al. (2018) epgbvnoav cuoTNUATIKA THV OAANAETIOpOoT HeTa&D YoVidimv
omv meployn 16p11.2. Extdc amd 11g 24 tpomomomtikég aAANAETIOPACELS TOV

avakoAveOnKay petald Cevy®dv yovidiov oty meployn avty, Bpédnkav, exiong, 46



56

OAANAETIOPAoELS LETAED YOVIOIWMV Kol GALDV TEPLOYDV TOL EUTAEKOVTOL OTN
vevpoavantuén (Iyer et al., 2018). Avtd vrodnAmdveL Evtova OTL 1 TPOTOTOINCT TV
aAnAemdpdoewv evioc twv CNV €xel g omoTéAEGLOL TOVG GVVOETOVE PATVOTVTTOVG
TOL TAPUTNPOVVTOL KO LTOPEL VO NV OTOGOPNVICTEL 0O LEAETEG GE LELOVOUEVDL
yoviota, £va potvopevo mov givar Thavo va 1oydet Yo dAeg Teproyxég CNV ektdc amod

t0 16pl1.2.

Alayég oto putoyovoplakd DNA  aviyvedtnkav 6€ dropa pe dlotapoyn aVTIOTIKOD
eaopatoc (Varga et al., 2018). Ot maboyoveg ko mbava taboyoveg petodhaelg
peretnOnkav Kot emPBePormbnioy pe odAniovyio Sanger. EAdeippoto evromiotnkoy
010 16,6% 10V acbevav pe dtotapayr ovTioTikod eacpuatoc. Evvéa amd tig déka
nepmtooelc pe eAleippata mtDNA épepav ondvia SNVs o€ yovidia mov oyetilovron
LE TN dtaTapayn, EVO Eva amd avtd oyetilotay pe maboroyio. Zopeova pe T HeAL,
ta eheippota mtDNA givon o cuyva oty mepinTmon Tov PAGUATOS TOV QLTIGHOV,
OAAG CLUVVTTAPYOLV EiTE e AAAOVG YEVETIKOVS TOPAYOVTEG KIVOLVOL oV oyeTilovTal
LE TV dtoTapoyn ite pe aAlayEC oto yovidla Tov givor vevBuva Yo T S1oryoVISloK

emcowvovia (Citrigno et al., 2020).

Ot Liu et al. (2021) e&étacav cuvolkd 567 eEwvikd SNVs. Avtd ta SNVs
popdlovtoyv 1o 1610 HoTifo Kot «uTOYPUPN» UETAALAENG LE TIG TPOTYOVLEVMG
avapepbeioeg peToAAAEEIS TOV oyeTilovTat LE TIG SLOTAPAYES AVTIGTIKOD PAGLOTOC.
Agdopévou O0TL 1) dlaTapoyn QVTIGTIKOD PAGHOTOG ENNPEALETOL TOGO AT YEVETIKOVG
660 Kot o TEPPUALOVTIKOVG TOPAYOVTES, Elval EVOLOQEPOV va. peketnOel To
pikpofiopo oto TAAIGI0 TG YEVETIKNG TOpAAAayG TOL EEVIOTN. AvaAvOnke To
po@id SNV kot 1 ouvBeon Tov KPOPIOUOTOS TOV KOTPAVOY KOOMOG Kot TV
LETAPOATAOV TOV, KOt EMTAEOV, 01 KUTOKIVEG TOV EEVIOTN OTIG dATOAPOUYES OVLTICTIKOD

QaopoTog Kot Bpebnke 6TL 1 ohHvBeon Tov HiKpoPudpatog cuoyetiletat e
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Aertovpykd SNV. Ta Aettovpyikd SNV mov Bpickovion o€ yovidio Tov EUTAEKOVTOL
011 01d1KaGia YALVKOLLAIWGNG, GTNV EUPUTN OVOCOOTOKPION KOl T LETAPOAIKN
SLodIKOGI0 PETIVOEIOMV EUTAOVTIGTNKOY GTLLOVTIK( TOPOLGI SATOPUYDV OVTIGTIKOD
(QAGLLOTOG, VITOJEIKVVOVTAG OTL 1] 1N PUGIOAOYIKT AEITOLPYIO TOV TPMTEIVMV TOL
OLUUETELYOV € QVTEG TIC PLOAOYIKEG dlepyacieg UTOpel va EUTAEKETOL TNV

nafoyéveon g datapoayng.

2.5. AloyvooTIKEG TEYVIKESG

Ye KGOe mepinTmon, 1 YEVETIKY S1dyvmdoN TOL oTIGHOY amoTteAel pio mpdkAnomn yio
GLYYPOVY EPELVNTIKY KOWVOTNTO, YU LT Ko £xel 000l Epupaom oty a&lomoinon twv
dabéoipumv otoryeimv, aAAd Kol Tov cVyypovev Tpaktik®dv (Zhang et al., 2021),
KaOdG eEakolovBel vo vTdpyel S18A0Y0S OVAPOPIKE [LE TOL AUTIOL KO TOVG TPOTOVG
ddyvoong tov dwatapaymdv avtiotikol edopatoc (Contractor et al., 2021). Xiyovpa,
o1 GVYYpoveS e£EMEELS £XO0VV 0ONYNCEL GTNV KAVOTNTA OVOYVOPLOTG EVOS GNULOVTIKOD

ap1Bpod yovidiov mov oyetiCovrar pe To eaoua tov avticpov (Hanly et al., 2021).

Aegdopévng TG S0y VOGTIKNG AOd00NG TV YEVETIKOV £EETAGEWMY KOl TNG
dVVATOTNTOS KAVIKTG KOl TPOCSHOTIKNG YPNOHOTNTOS, £XEL dlatvmmBbel 1 B€om 0Tt 0
YEVETIKOG EAEYYOG TPETEL VO TPOCPEPETAL GE OAOVG TOVG 0GOEVEIS [LE OMLLOVTIKN
avamtuEloKn KaBvoTépnor, dtovonTikn avamnpio /Kot S1otapoyn TOL PAGHATOS TOV
avticpov. [Tapd t cvoTaon VTN, T OEGOUEVE DTOONAMVOLV OTL L1, Letoyn @i
TOOLDV e O10TAPOYT TOV PAGHOTOS TOV OVTIGHOD Kot dtovonTiky avammpia £govv

voPAnbei oe yevetikd éheyyo (Savatt & Myers, 2021).

H épguva tov Moreno-de-Luca et al. (2020) kotédei&e 0t poig o 3% tov

OCLUUETEYOVT®MV LTOPANONKE GTOV GLUVIGTMOUEVO KAVIKO YEVETIKO EAEYYO Y10l
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STaPOYN CLTIGTIKOV PAGLOTOS, DTOYPAUUIOVTOG Hid AcVUPOVIN LETAED TV
EMAYYEAULATIKOV GVOTAGEMV KOt TNG KAWVIKNG TPAKTIKNG. YTapyovv molrol mbavoi
Adyot Yo avtd to Yaoua, cvureptrappoavousvey (1) Twv TpoTuncewy TV
CUUUETEYOVTI®V, OV Kol TO TPEYOVTA oToLyEln delyvouy OTL 01 TEPLGGHTEPOL YOVEIG
OTOU®V LE OVTIGUO £XOVV ELVOIKT GTACT OTEVOVTL GTOV YEVETIKO EAEYYO Kot (2)

TEPLOPICUOVE OTNV OCPAAIGTIKN KAAvYT).

Eni tov mapdvrog, otig HITA, cuviotdrot kKAvikn yevetikr] a&lohdynon ywo 6Aa Ta
Toudd pe emPePfatmpévn S1dyvmon doTopay®v avTioTiko gdopatog (Zwaigenbaum
et al., 2009- Schaefer et al., 2013). e dlhec ydpec, OTOC YAPUKTNPIGTIKA GTO
Hvopévo Baoiielo dev cuotiveTon YEVETIKOG EAEYYOG pOLTIVAG GE TSI LE AVTIGUO,
€KTOG av cuvodevetal omd vontikn votépnon (Thapar and Rutter 2021). Adym g
avénuévng (Nong Yo S10y Voo TIKEG AEIOAOYNOELS Kol TV TNG ETAKOA0VONG
avénomng TV xpOVOV OVOLOVIG, OTOLTEITOL O TUTOTOMUEVOS EAEYYOS VO EQapUOLETaL
®G UEPOG TNG TOKTIKNG KAWVIKNG TPOKTIKNG. [110 cuykeKpéEVa, VITAPYEL GNUOVTIKY
avayKn yu TV avantuén evog meplocotepo PEATIOUEVOD EpyOAEiov
TPOGVUTTOUATIKOD ELEYYOL GE Eva VILAPYOV GVOTNHA OELOAOYNONS Y10 TOV EVIOTIGHO
eKeivVOV TOV aTOU®V TOL SATPEYOLY TOV PHEYOALTEPO Kivduvo va Bpiokovtal 6To
eaopa tov avtiopov. H épevva tov Stewart et al. (2021) ypnoyomoince dedopéva
and wepimov 17.000 a&rorloynoelg mov eAnednocay oy enapyio tov Ovidpro, pe
Baon to interRAI Child and Youth Mental Health (ChYMH) kot to Child and Youth
Mental Health and Developmental Disability (ChYMH-DD), yia v avantoén piog
KMUOKOG Y10 TV 0VOYyVAOPLoT] TV TOOLDV TOV £X0VV UEYAAVTEPT TOAVOTHTO VO

SyVOOTOVV LE T O10TOPOYT.

Extipdtor 6t puo cuykeKpluévn YEVETIKN oToAOYio Uopel v TpoodloploTel o€

nepimov 15-20% tov atdpmv pe mov Bpickoviat oto edcpo (Schaefer et al., 2013).
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e yevikég Ypoappés, avayvopiletar 0t n avaivon SNV umopel va mopovciicet
dedOUEVOL TTOV KOTASEIKVOOLY OVENUEVO KIVOLVO Y1 S10TAPAYEG OLTIGTIKOV QPAGLLOTOS
1/ ko vontikn avamnpio (Howes et al., 2018 Griesi-Oliveira & Sertié, 2017). Ot
Griesi-Oliveira & Sertie (2017) mpoteivovv 6Lot ot acbeveic pe datapayic
OLTIGTIKOV PAGLOTOG VO EAEYYOVTAL LEGH AVAAVONC YPOUOCOUIKOV
LKPOGUGTO(LADV, 0po¥ vtoAoyiletat 0Tt mepinov to 10% tov aclevav epgavilet
KAvikd onpaviued CNVSs. Ewdikdtepa, oe acbeveic mov mapovoidlovv
LKPO/LOKPOKEPOALD , EMANTTIKEG KPIGELS, OUGLOPPIKA XOPAKTNPIOTIKA, GUYYEVELG
SVGHOPPIEG KO OIKOYEVELNKO 1GTOPIKO GAAMV WYLYLOTPIKADV KOl VELPOUVOTTUELOKMV
JTOPOYOV aVIXVELOVTOL LYNAITEPA TOGOGTA CNUAVTIKAOV KAvikd CNV.
Agdopévou 0Tt 0 KapLOTLTTOG EYEL YOUNAOTEPT] avAvoT atd TV ovéAvon
YPOUOCOUIKOV MKPOGVGTOLYLOV, CILEPO CLTY| 1] KUTTAPOYEVETIKY eEE€TOGN
evoeikvutal Lovo Tav VITAPYEL LITOW TN AVELTAOELDING 1] IGTOPIKO

EMOVOLOUBOVOLEVOV ATOBOADY TOL VITOINADVOLV YPOUOCMOUIKES OVOIIUTAEELS.

Ta dedopéva g épevvag Tmv Barton et al. (2018) vtodnAdvovy 4Tt 01 ATOPACELS Y1
™ YEVETIKN €EETOGN TOV AVTICUOD EMNPEALOVTAL KVPIWG 0O TOLG TAPOYOVS Kol
OEVTEPEVOVTIMG OO TOVS AGPAAGTIKOVS POPEIS, VA Qaivetal OTL 1 EAAEyYM
ACQOAIGTIKNG KAALYNG Uropel va amoBappivel TOLG TapOYOLS OO TN SIEVEPYELD TOV

OYETIKMV TEOT.

Y Ka0e mepintmon, 1 oYeTIKN eE€TOoT £YEL ONUOGIN, GTNV TEPIMTOOT TOAVDOV
oLVOPOLMV, KOOMG UTOPEL VoL 00N YNGEL GE GNUOVTIKEG SOMIGTMOGES. ATO TNV GAAN
TAELPAEL, LLE OEOOUEVO OTL deV LITAPYEL KATOo EETAON LE EVIEADS 0EIOTIGTA
OTOTEAEGLOTO Y10 TV TEPIMTMOT SLOTAPAYDV AVTICTIKOD PACUATOG, OEV £XEL VOT|LLOL 1)
OYETIKN Slodkacia Vo 0moKTNoEL EupuTEPN XPNoM. ['ia Tov mapandve Adyo, 1

ONUOGI0 TNG YEVETIKNG AVAALGNG TOV ATIGLOV KOl TOV EVIOTIGUOD TV TOPUYOVI®MV
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7oL £xel O1MoTOOEL OTL EUTAEKOVTOL GTNV CUTIOAOYIO TOV ivan omapaitnTn OTIG
TEPUTTOGELC TOL VIAPYEL KivOLVog Yo cuykekpiuéva ovvdpoua (Ohashi et al., 2021

Trambacz-Oleszak & Nosulia, 2021).

Téhog, av Kot 1 daTopoyn AVTIGTIKOD PACUATOG GUVIGTE L0l VEDPOOUVOTTUELNKT
dwatapayn mov yapaktnpiletor and eEacHevnuév KOVOVIKY ETKOVOVIO Kot
TEPLOPICUEVA EVOLOPEPOVTA, EXEL TOCO YEVETIKA 0G0 Kot TEPPAALOVTIKA aiTio KO,
£to1, 1 yevetikn e€étaon pmopel va dMGEL 6TOVG KAMVIKOUS Y1oTpovS YPNOES
TANpoeopieg kol va fondncel Tovg 16100G ToVg acbeveic, OAAG Kot TIC OIKOYEVELEG
TOVG VO, S106QPAAIGOVYV TNV TPOGPOCT) GE GNUAVTIKEG TANPOPOPIES Y10, TNV VYELN TOV

TacYOVTIOV, OAAG Kot Tov peAloviik®v yevewv (Little & Gunter, 2021).

AxoAoVBmG, mapovctalovtal OPIGUEVES OO TIG TAEOV GUYVE XPTCLLOTOLOVUEVES KOl

KOAG TEKUNPLOUEVES OLOYVOOTIKES TEXVIKEG.

2.5.1. AvaAvon CNV

H aviyvevon tov CNV emrvyydveror cuvibmg pécm g texvoroyiog
LIKPOGLGTO LDV (arrays), 1 omoia ivot TAEOV 1) GUVIGTAOUEVT] YEVETIKY| S10yVOGTIKN
péBodoc mpmTS Pabpuidag yio TNV a&loAdynon TV STOPUYDOV OVTIGTIKOD PAGLOTOG,
CNV kot SNP-arrays (Miller et al., 2010° Schaefer et al., 2013). To eninedo
YOVIOLOLOTIKNG 0VAAVGTG TOV EMTLYYAVETAL LLE OVAALGT GuoToyiog eEapTdtal amd
Tov ap1Bud, To péyebog Ko v amodctact petald tov aviyvevtov. H cvotoyio CGH
ypnoponolel oAryovovkieotiowa (60-85 mers) evad ta SNPs (25-50 mers) givar ot

OVIYVELTEG Yl TIC cvaTotyieg SNP.
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Ymhpyovv eniong TPOCAUPLOGUEVES GUGTOLYIES TTOL UITOPOVV va. aviyvevcovy CNV
evog e€oviov mov meptAapBdvouy povo pepikég exkotovtdoeg (evyn Pdoewv (Boone et
al., 2010). Qot600, encdn ta SNP Kuplopyovv o€ GUYKEKPIUEVEG TEPLOYES, ELvaL
TOOVO OPIGUEVEC TTEPLOYESC TOV YOVISUDUATOC, OTMC LELOVOUEVA EEOVIA, VO UMV
avTumpoownevovial o€ cuototyiec SNP. EmuAéov, o1 cuotoryieg SNP emdeucviovv
YOUNAOTEPO AOYO onjatog Tpog 06pvPo avd aviyvevt and o CMA, yeyovdg Tov
umopet va £yl oG amotédecpa pkpdtepn evarsnacia yio v aviyvevon CNV. Qg ek
TOVTOV, UE HEYIOTN KAWVIKY gvacOncia, ot TAateOpueg mov cuvovALovy YovOTLTTO
ovototyiog CGH kot SNP amotedovv tov Bacikd tOno custotyiog mov

ypnowomoteitan kKAvika (Wiszniewska et al., 2014).

"Eva mieovéktpa tov custoryidv SNP givar 0Tt pmopovv var amokaADyouy TepLoyEg
EVTOC TOV YOVISIMUATOC TOV oTepovvTal etepoluymtiag, dniadn Absence of
Heterozygocity (AOH). H avayvopion oavtdv Tov Teploxdv givat ypioiun KAMVIKA
Y10 TNV OViXVELGT TOAVTAOEIOG, LOVOYOVIKTG SIGMUING, GLYYEVELNG KOt
VTOAEIMOUEV®V 0GHEVELDY, AV KO OVTEC TIGTEVETOL OTL EIvVOl OTLAVIEG OLTiEg
datapaydv Tov avtiotikov eacpatog (Alkan et al., 2011). Qotdoo, o TpdGEATN
HEAETN avEpepe OTL TaL dTopa ToV PpicKovTol 6TO EAGHA KOl £XOVV SLOYVOOTEL Kol e
davontikn avannpio £xovv neprocdtepeg meployés AOH oe cuykpion pe to un
emmpeacuéva adépela Tovs. Emumiéov, avdivon cuykekpiuévov neployov AOH
Bonbnoe oty avakdivymn VTOYNELOV Y10 ALTICHO YoVIdiwV, eviomilovTtag
pepovouéva yoviola evtog evog stootnpatog AOH mov gite ivon vrotpomalovia 61
dltapoyn AVTIGTIKOV PAGHATOG £ite PrAocevouy o opolvyn, ondvia emiPAapn
UETAAAOET, TTOL TOPATNPEITOL KATA TNV OVOAVGT TOV O£S0UEVDV eEmAAANAOLYIG

(Gamsiz et al., 2013).
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H o&ia tov cvetoryiov cuvovaspov CGH/SNP cuvictatal otnv aviyvevomn 1660 Tov
CNYV 660 ka1 Tov 00v0étepov ¢ Tpog v avitypopr) AOH og pia povo avéivon. Eva
evooyovIdlaKo EAAelpa Tov 8q mov mepthapPdverl e£6via oto yovioro VPS13B ya to
ovuvdpopo Cohen aviyvevdnke pe avaivon CNV, evd n ypapikn Topaotocn
dedopévav SNP amoxdivye éva pmhok AOH mov avtictotyel oty meployn oto 8q
mov epthapPavet to yovidro VPS13B. Xuvovaotikd, to amoTeAEGLLOTO DTOSEKVHOVY

éva opoluyo gvdoyovidakd Eleyupa oto VPS13B (Jiang et al, 2014).

H avénpévn avaivon tov GueToyu®VY Tov XPNGUYLOTO0VVTOL EL TOL TAPOVTOG GTN
SAyvmoT TV S10TOpaY®OV TOL OVTIGTIKOD PAGLOTOS VITOGYETOL TV OVOKAALYN
neplocdtep®v CNV mov oyetilovion e TO @AGHA 1] LELOVOUEV®Y DITOYNPI®V
yovidiov. ['a mapdderypa, ot cuvovacuéveg avaivoelg tov CNV og eEmvikég
TEPLOYES Kal 1] 0AANAOVYi0 TOV KOIKOTOMNTIKOV ££0VIMV 001 yNcaV 6T S1dyvmon)
L0G VTOCMOLOTIKTG YEVETIKNG OLOTAPOUYNG. € OVTY| TNV TEPITTMOT EVO EALELLLO TOV
eEovimv 22-25 oto yovidro VPS13B, to onoio oyetileTon pe 10 suvdpopo Cohen,
avyvevnke o TpOTN eopd pe avaivon CNV ypnoipomotdvtog o cuototyio
otdyevong eEoviov (BCM V8). H eraxdrlovdn avédivon arAiniovyiog Tov yovidiov
VPS13B evtomioe o ec@aipévn petdAiacn oto dArlo aArniopopeo (Wiszniewska

etal., 2014).

Avtd to Tapadetypoto vroypopupilovy Ot Yo va avakoAveOel 1 akpipng Hoplak)

aitoloyia, umopet va gtvol amopoitnTog 0 GUVOLAGHOS SUPOPETIKMY TEXVOAOYIDV GE
pia dokun (ovotoryioo CGH + SNP) 1 1 yprion cuvovas ol Loplak®y d1oyvVOsTIKOV
dokipmv (avdivon CNV cuv 1aTpikn emavaANYn 0AANAOLYI0GS VTOYNOL®V YOVIOI®V 1)

WES).
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2.5.2. T'evetkn avaivon

2V TEPIMTOON TOV 1) KAMVIKY] EIKOVA TOV aoHEVOVS LTOINADVEL TNV VTTOPEN
STAPUY DY TOL AVTIGTIKOD PAGUATOC GYETILOUEVT HE YVOGTO GUVOPOLO, 1) TTLO
OTOTEAECUOTIKT TPOCEYYIOT Elval Vo EMSI®YOEL 1| GLYKEKPIUEVT YEVETIKT] AVAALGT
Y10 TO VTOTTO GUVOPOUO. Y TTAPYOLY TOAVAPIOUEG LOPLOKES OLOYVIOGTIKES OOKILES TTOV
YPNOLOTOLOVVTOL Y10, TNV OVOALGT €vOG LOVO Yovidiov. Ot peBodoroyieg
neplapPavovv avéivon ariniovyiog (onpetaxés petorraées), FISH
(mkpogAleippata / Simhoclocons), arotummon Kotd Southern, (peydieg
emavolappavouevec enektaoelg) kat  puéBodo Multiplex Ligation-Dependent Probe
Amplification (MLPA) (ukpogileippata / Smhocioopodc). ZOUPOVa He TIG
Tpaktikés odnyieg tov American College of Medical Genetics (ACMG) kot g
American Academy of Pediatrics, n e&étaon DNA yia e08povoto X cuvictatot yio
OhoL TaL Toud1d TOL Eivor VITOTTA Y10l SLOTOPOYES OVTIETIKOL @dopotog (Devlin &
Scherer, 2012- Myers et al, 2007 Monaghan et al., 2013). Av kot 1 cvykekpévn

odnyia etvon madodtepn, dev €xet k600l véa amd Tov popéal.

Me v gpappoyn oo CMA, 1 avdivon FISH €yet katapynfel otadiaxd oty
KAVIKY] S10y VOO TIKY TPOKTIKY). 26TOG0, Yo £va KaBopioHéVo GUVIPOLLO
UIKPOEAAEIUUATOV [LE YOPOKTNPLOTIKE KAMVIKE yopaKTnplotikd, e&axolovdel va £xet

a&lo AOy® Tov oyeTIKd YounA0b KOGTOVG TOV 6€ GUYKplon e 10 CMA.

Eme1on vdpyet onUavTiky YEVETIKN ETEPOYEVELD GTT OLATOPAYY] QVTIGTIKOD
QAoUOTOC, VITAPYEL OVAYKT Yo TEPALTEP® EpevVa 6TO cvykekpiuévo nedio (Gill et al.,
2021), koBd¢ o1 oyetikéc e€etdoelg eviomifovv petalAGEeLg Ko ToporAayEg TOL
£XOVV CLOYETIOTEL [E TN OlaTopayY], OAAN OEV LITAPYEL pia Kol LOVO EEETOGT TTOV

UTOPEL LLE GOPTVELD VOL 0O YNOEL OTN O1dyvVmoT) .
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v AMAovyien smheypévav yovidiov (mavel)

H pébodog avtn (Targeted Gene Panels - TGP) pe yprion teyvoroyiag NGS sivor pia
SNUOPIANG TPOGEYYIOT GTNV TPAKTIKT TNG Hoplakng didyvmong (Rehm et al., 2013).
H TGP gmrpéner peyodvtepo PAbog kdAvyng o GUYKPLION LE [ oviAvo)
LELOVOUEVOD YOVISIOL Kot KAAVTEPT AVOALTIKN evooOnacio kot e&edikevon og
ovykpion pe to WES mov mapovoidletor otn cuvéyela. O Pacikdg oyxedlacpog
nepAaUPavel TNV OpOSOTOINGT TV YOVISI®V TOV EUTAEKOVTOL GE L0l SLOTOPUY UE
OMNUOVTIKT YEVETIKT ETEPOYEVELD 1) GYETILOVTAL PE VOV GUYKEKPLULEVO KAVIKO
QovoOTLTO TTOL potpaletar TV 0o poprakn Taboguaioroyia. To TGP givar Waitepa
EAKVOTIKO Y10l [l S10TOPOYT LLE CTUOVTIKY] ETEPOYEVELN YEVETIKOD TOTOV, TOL £lval
d0oKoAo va drapoporomBel pe Bdomn v KAVIKT €1KOVA. AVIUTPOGHOTEVTIKA
Topadetypato TEpAaUBAvouy T HeEAAyXpOCTIKY ApEIPBANGTPOEditdn, TO GLVOPOUO
Bardet-Biedl, v andieia akong kot to cuvopopo Noonan. XNy mepintwon tov
STAPUY DV AVTICTIKOD PACUOTOC, VITAPYEL YEVETIKT ETEPOYEVELN KO 1| Loplak Bdon
Y10 TV TAELOVOTNTO TOV TEPIMTOCEWMV OgV glvar axoun yvootr. Emouévag, to TGP
elval o EAKVGTIKN O10yVIOGTIKY GTPOATNYIKY|. APKETA TAVEA YOVISI®V TOL
oyetilovton e TNV dlatopayr] TPOGPEPOVTAL OO KAVIKG LOPLOKE O10y VOO TIKA
EPYOOTNPLO KO TEPIAAUPAVOLV YOVIOLO TOV EUTAEKOVTAL GE GVVOPOLLO. TTOV

oyetilovton pe 10 pacpa 1 mhoava cvoyetilopeva yovidwn (Jiang et al., 2014).

Ta anoteréopata tov WES kot WGS dev €yovv axoun evoopoatndei o avtd to
SYVOOTIKA TAVEL. AV KOl 1) KAVIKT €YKLUPOTNTO TV TAVEA deV €xel a&loloynOet
TAMNPpoG, avapévetrol 6Tt Ba yivouv moAvTio epyoieio oto KAvikd mepiBdalov. H

avantuén evog TGP mov evompotdver yovidia mov mihavov oyetilovtar [e Tig
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STapoyEC aVTIoTIKOD Acuatog omd Tpdseates perétec WES koau WGS avapévetot
VO OTOTEAEGOVY TO EMOUEVO AOYIKO Prita. AV Kot TOAAG LTOYNHPLA YOVISLOL TOV
nwpoteivovtal and epguvntikég peréteg WES 1 WGS dev €xovv akdun emiPeformOel
TAMPOGS, etvar TOAVAOS AoYKO va cuumeptAapBdvovtal otov EAeyyo. Avtdg o
OYEOOGLOC OTOTEAEL 1Ol CUAVTIKT LETOPATIKT CTPOTIYIKN UEXPL VO ETKVP®OEL
TIPS M xpnon Tov teyvikov WES 1 WGS yia t1g dtotapayég auTioTikod QAacHoTog,.
Ta evpfjpata and m ypnon s TGP puropel va emitaydvouv v emkbpmon tov
EPELVNTIKOV EVPNUATOV €4V TAL KAVIKG £pyacTPLO LOPALOVTOL TO ATOTEAEGLOTO
KoL TOVG KAVIKOUG eovotumovg (Jiang et al., 2014). MéAota, cbyypoves Epguveg
£YOLV KATOANEEL GTO GUUTEPAGLA OTL 1) LEAETN TAOV YEVETIKOV TAPAYOVTIOV TOV
oyetiCovtot e TNV autloAoyiol TOL OVTIGHOV UTOPEL VoL 03NYNGEL GTO LEALOV aKOUN
KOl GTNV IKAVOTNTO TNG EMGTNLOVIKNG KOWOTNTOS VO OVTIGTPEYEL OPIGUEVO OO TOL
eAMeippaTo 6TOVG EVIATKOVG e droTapayn avtiotikol gdopatog (Trambacz-Oleszak

& Nosulia, 2021).

v Aokiypacio WES

H aAAnAovyion 6oV tev eEoviov Tov yovidiopatog (Whole Exome Sequencing -
WES) otnv kAvikn yevetikn mpaktikn] £xel amoktoet dvvapukr (Gahl et al., 2012).
M pehétn mov ypnoomolet WES og KAviKn epapproyn dnUoctedTnke yio TpmTn
@opd o 2009 (Ng et al., 2009). Mia petdAraén mov npokadel PAAPnN oe acOevn pe
YVOGTO YEVETIKO cLVOpPOLO avayvopiotnke e emrvyia and o WES ota miaicio
EPELVNTIKOD TPMTOKOALOL. XT1) GLVEXELD, 1| EMLTLYIN TNG ¥PNoNS Tov WES yuo v
AVOKAALYT VEDV YOVISI®V TTov TpokaAovv aobéveleg avapépOnke to 2010 (Hoischen

et al., 2011- Gahl et al., 2010- Ng et al, 2009). To 2011, Ta KAviKG poplokd
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SYVOOTIKA epyasTtnpla apyoay vo tpocpépovyv 10 WES ¢ khvikn| doxkiun
YPNOUOTOIDVTOS OUPOPETIKEG LEBOOOVE ANYNC GUGTOLYLOV KO OVOAVTIKA

TopadELyLOLTOL.

Eni tov mapdvtog, ot evdei&elg yia ) ypnon tov WES ¢ klvikng e&étaong £xovv
ONUOVTIKES OTOKAMGELS HETOED KAVIKADV YEVETIGTMV N} ATPOV GAL®V EI01KOTHTMV.
Acbevelc pe onUOVTIKY S1VONTIKY avornpio, ETANTTIKEG SLOTOPOYES, TOAAUTAEG
ovyyeveig avopoiieg Kot GAleg acvvnOioteg KAMVIKEG EKONAMOELS elval cuviBwg
kaAotl vroyneot yio WES. Eneidn éva onpavtikd vrochvoro atdpmy e StaTopoyEs
OTICTIKOV PACUATOG, 10104TEPO GOPAPEC TEPIMTMGELS, TAPOLGIALOVY GVVHOWS
oLVVOoTPOTNTA LE POPLEg LOPPNS SLovoNTIKN avamnpiol, ETANTTIKES SloTapayES Kot
GAAEG LIKPES cLYYEVElS avopaAiec, eival Loykd va vtootnprydet ot n kKhviky WES
evdeikvotal, dv 1 dOKIUN TPOTNG Ypapung eivar apvnrikt. H akpipng evaichncia
tov WES og khMvikéc epappoyég dev pmopet va emttevydet evkora. Qotd600,
oLCOWPEVHEVA oTOoLYElD o€ Eva KAvikO gpyacthplo otig HITA avépepav mocootd
enrtvylog mepinov 25% otov Tpocdoptopo g artiog yio 250 TEPIMTMOCELS ATOU®V LLE
TOKiAEG KAVIKEG eKONAMOELS. Mia dAAN opdda epguvnT®V ot Méon AvotoAn
avépepe 0Tt Bprke 37 mBavéc mapardayég oe 100 acOeveic yio yvmoTEG LeEVOEAMOVEG
acBéveiec (37%) (Rodriguez-Flores et al., 2014). To anotehéopata omd TPOGOOTES
epeuvnTikég peréteg WES/WGS oe dtopa mov Bpickovior 6To AGHO TOV AVTICHOD
dev umdpecav va, xpnoomotnfodv yio v eKTipmon g BeTikNng TpoyveoTikng a&iog
v 1o WES ¢ khivikd mepifailov, Kabdg to vwokeipevo g LeA&ng oev

EMAEYON KAV TPOCEKTIKA KOl 1] €6TIOCT MTOV GTOV EVTIOMIGHO de novo HETOAAAEEDY

(Jiang et al., 2014* Ruzzo et al., 2019).
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v Aokipacioc WGS

Y& ovykpion pe 10 WES, 1o WGS mpocpépel mAeovekTHUATO EKTOG OO TO KOGTOC
KOl TNV TOAVTAOKOTNTA TNG avaAvong dedouévav. To WGS €xet kaAvtepn kdAvym
YOVISIOUATOC Y10 TIG KMOKOTOMTIKEG aAANAOVYieS BAoel Tov oyediacpov (Jiang et
al., 2013). EmumtAéov, ot i K@SIKOTOMTIKES TEPLOYES TOV JEV KAADTTOVTOL OO TO
WES nepihappavoviar cto WGS. To WGS entpénet emiong v aviyvevon CNV oce
VYN avaivon mov ot tpEyovces TAatpdpueg CGH cuotoryidv dev pmopovv va
avyvevoovv. [a avtodg Tovg Adyovg, eivar Loywd va avapevetatl 6t o WGS Oa
avtikataotnoel teAkd 1o WES kot to CMA yuo doxipég poutivag, EpOGoV T0 KOGTOG
pewmBel ko n dwyeipton Ko n avaivon dedopévov eEopboroyiotodv. Ta dedopéva
£pevvog Tov dlevepyndnke omd tovg Arteche-Lopez et al. (2021) amodsikvboovy v
VYNAOTEPN drryvaooTtiky 1oyxd Tov WES cg cuykpion pe to CMA ot perét g
JTopayNG AVTIGTIKOD EAGHOTOS Kol vtoostnpilovy v gpapuoyn tov WES og te0t
TPMOTNG EMAOYNG YO TN YEVETIKT O1AYVOOT) AVTNG TNG SATOPAYNS, OTOV dEV VILAPYEL

vroyia yio To cuvopopo evBpavstov X.

v' Metafolkog éheyyog
"Ewg onuepa de éxovv mpaypatorombel cuotnuotikég peréteg mov va e€etdlovv
JYVOGTIKY arOd06N TOV UETAPOAIKOD EAEYYOV OE TEPIMTMGELS OCHEVDV e
drTapayEs avTioTikod eacpotoc. H yevikn droyn mov ekppdletot yio Tig
LETAPOMKES dlaTapoyEG GTO ATOUA OVTA Evat OTL Etvat YapUNANG cLYXVOTNTOS, AAAY
VYNA0D avTikTuToL, EMEWN Oplopéves eival Bepamevotpes. Av kot dev €xel emttevyDel
OLLOQ®VIKL GYETIKA LLE TO EMIMEOO SOKIUMV OV TPEMEL VAL GLVIGTATOL, THAVAG

evoeikvotal pa Pacikn Proynuikny e&étaon wg a&toldynon npmtng Baduidag,
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10104TEPQ GE YDPEG 1| TEPLOYES OOV 0 EAEYYOG VEOYVMV Y10 EYYEVEIC AVOUAMES TOV
HETOPOAIGHLOV OEV EIVOL VTTOYPEMTIKTY TNV WTPIKN TPAKTIKN. ['o kKAMvikd
TEPPAAOVTA LE KOAT KAWVIKY] EEEIOIKEVLOT OTIC LETAPOMKES O1OTOPOLYES, LLLOL
oTOYEVIEVT Proynuikn eE€Taon HETA TV KAWVIKY a&loAdynon givorl mbavog mo

amodotikn (Jiang et al., 2014).

O e€etdoeic mov cuvictatal va yivovrot ivar ot akdAoveg:

(1) IIpoik apvo&émv oto TAdcua

(2) Opoxvotivn TAdcpoTog

(3) Opyavikd o&€a ovpav

(4) Ipopik axvAkapvitivig

(5) Iivaxag ProcvvBeong Kapvitiving obpwv

(6) IMivakag ProovvBeong kapvitivig TAAGHATOC

(7) Avéivon kpeativng/yovavidvoo&ikng obpwv

(8) IIpoik axvAkapvitiviig TAAGHOTOS

(9) Avéivon movpivng ovpwv

(10) Avérvon mopyudivng ovpwv

(11) F'oAaxtico o0&y
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Yvintnon — cvunepdopata

Yvvoyilovtog, otn SLapKELN TV TEAEVTOIWV ETMV £XEL YIVEL ONUOVTIKT TPOOSOG GE
0,TL APOPE TNV YEVETIKY| O1AyvVmOGN TOV JLATOPAYDY QVTIGTIKOD PAGHOTOC. 26TOG0, N
JtdKaGion VT GVVOAKA TEPILAUPAVEL GLYKEKPLUEVES TPOKANGELS. Mo onHavTiKn
TPOKANON TNG XPNONG UG TPOGEYYIONS TNG AVAAVGTG OAOKAN POV TOV YOVIOIDUATOG
YL KAWVIKTY €QapLOYT €IvVOL 0 TPOGIIOPIGHOG TOV GLTIOKOD POAOV TMV YEVETIKADV
petaAlaEe@v Tov Tpocsdopilovtar and avTég TG dokiés. Ta mpdTLTa Kot 01 00NYieg
tov American College of Medical Genetics amoteAovv évav Kahd 0dny0, av Kot dev
givar Tpoopatmg avaveopéva (Patel et al., 2013), evd 1 avaykn yio Tepottép®

e&étaon tov mediov givan emraxtikn (Kim et al., 2022).

I'evikd, elvan amapaitmro va divetar Eppacn oto péyedoc tov CNV, 1 yovidiopotikn
Béom, ta yovidla Tov EUTAEKOVTOL KOL TOV OVOPEPOEVO PAIVOTLTIO TOV 0GHEVOVC.
Edv n epmiexopevn meployn mepiéyet yovidro 1 yovidia pe Aettovpyieg cuopPatég pe to
U1 QLGLOAOYIKA KAVIKA EVpTLaTO 1] AGOEVEIS TOV TTEPTYPAPN KAV TPOTYOLUEVMOG LE
TapOUOLD AVIGoPPOTia Kot eovoTumo, To CNV Ba mpénetl va Bewpeitarl og mbavod
naboyovo. Edv n khvikn onpacio eEakolovdel va eivat acagng, evoéyetat va
amorteiton S1iepedvnon TV YOVE®V Kol GAA®V LEAMV TNG OIKOYEVELNG LE avAALGON
FISH 1 CMA (avdloya pe to péyebog tov CNV) yia tnv epunveio Kot v
OTOCOPNVIOT) TV OTOTEAEGUATOV. H 0vaoKOTNGN TOL 01KOYEVELOKOD 1GTOPIKOV
umopet cuyva va apéyel EVOEIEELS Yo TV EPUNVEIN QVTOV TOV TOPUALAY®V. AV Kot
N mapovcio tov CNV cg vy HEAN TG 01KoYEVELNS VTTOONAMVEL OTL glvar KaAon g, N
YOUNAT SEIGOVTIKOTNTO KoL 1] LETAPANTY EKQPACTIKOTITO TOV POVOTVTOL UTOPEl va
nepuAégovv v epunveia. ‘Evag peyaivtepog, onavioc CNV mov €xel mpocsdiopiotel

¢ de novo Tpoérevong etvar mo mbavo va givon Taboydvoc. Qotdc0, n de novo
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epneavion evog CNV dev amotedel amoAvTn amdoelln e maboyEveldg Tov Kot Tpemel

va OIVETOL TPOGOYT GTNV GUYKEKPIUEVT] TEPIMTOON.

H epunveia g khvikng onuaciog tov CNV mopapéver po tpokinon Kot omontel
¥povoPopes ektetapéves avalntnoelg otic Paoelg 0edoUEVOV KBS Kot 6T
Biproypagia, Kot cuvepyacio HETAED TOV EPYAGTIPIOL KoL TOV TOPATEUTOVTOG
KAwikoV 1atpov (Stankiewicz et al., 2010). Akoun Kot 6€ TEPUTTOGEIS OTTOV O POAOG
tov CNV givar yvaootd 0TL evEYEL NUOVTIKO KiVOLVO Yo pia dtatapoyn oyeTilopevn
LLE TO PAGLLOL TOV OVTIGHOV, EEAKOAOVOEL Vo givarl SUGKOAO Vo EVTOTIOTEL TO OKPLPBES
ALTIOAOYKO YOVidlo N Yovidia emeldn] cuviBwc vtapyovy mepiosdTepa omd 10 yovidia
eveouatopéva og éva povo CNV. Xe oplopéveg TepImTOGELS, Yovidia dimha 1 £E®
ato To OlYPOUUEVO 1} STAG SLOCTNUATO UTOPEL EMIONC VO EMNPEACTOVV AOY®
emidopaong BEong N dakomng evog atotyeiov pvOotikng aAAniovyiag. H duokoiia
elval va mpocdtopiotel Tolo yovidlo 1 yovidwa evidg tov CNV givar vehBuva yua
Bacikd xopoKTNPLOTIKE TOL TOPATPOVVIOL GE OVTEG TIG TEPUTTACELS. 2E OPIGUEVES
TEPUTTAGELS, 1) EVOEIEN UTOPEL VO TPOEPYETAL OO TN AELTOVPYiD EVOC YVOGTOV
YOVIO10V 1] KOl TEPIGGOTEP®V GTO OACTNLA TTOV EXEL ATOCAPNVIOTEL OO HEAETN In

vitro 1 pe dAAov tpdmo.

Ot mpoxinoelg epunveiag etvor mapodpoteg yio ta SNV wov tpocdiopilovrat amd
otoxevpéva yovidraxkd mavek, WES 1 WGS. T 11g petaAda&elg mov datapdocovy
™V TPOTEIVN 6€ opoluydteg 1| cVVOETOLS £TEPOlLYMTEG, LILAPYEL LEYOADTEPN
olyovpld o€ 0,TL APopd TNV epUNVeia, av Kot 1 omavidtnto avT®dv eEokolovdel va
npokaietl avnovyio. o dAleg petodrdéelg dev elvar mhvtote SuvaTdG O
TPOGIOPIGHOG TNG ALTIOTNTAG LE PAon LOVO TNV OVAYVOGCT) TV TANPOPOPLDY TNG

axolovBiong. Ztotyeio amd AEITOVPYIKES HEAETES GE KVTTOPIKA KOl in VIVO HOVTEAQ
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avaQEPOVTOL GLYVE GTNV EpeLVNTIKY PPA0Ypapia yio va vTostnpiEovy Tov

OTIOAOYIKO POLO aLTOV TV Tapairay®dv (Jiang et al., 2014).

Mo ALY KoV emimAokn yio TNV epunveia tov SNV mov tpocsdiopilovrat amd ta
TGP, WES 1} WGS &ivan 611 pmopet var evtomiotov ToALOmAEG TapaAlayEG AyveooTnG
onpaciog (Variants of Unknown Significance - VUS) og éva dtopo. X11g
TEPIOCOTEPEG TEPITTMGELS, EVOL SVGKOAO VO TPOGIOPIGTEL 1) atloAoyio pe Bdon Tig
dedopéveg mAnpoeopiec. To Tpdoeata avamTuyUEVo cuoTNUa ETeéepyaciog
yovidiwpotog tov CRISPR/Cas9 (Clustered Regularly Interspaced Short Palindromic
Repeat) £yet amoderybel TOAAG VITOGYOUEVO GE 0,TL APOPE TOV YPYOPO YEPIGUO TOV
avOpdmvov yovidiopatog elcdyovrag SNV 7 wkpd inDels (Cong et al., 2013+ Mali et
al., 2013). Mia amapaitnt e£EMEN gival, og kGOe Tepintmon, N avantuén TV
KATAAMN AV BAoev dESOUEVOV Y10l TOV KOTOAOYIGUO GYOALUGU®OV TOPOALXYDV Y10l
TNV TUTIKT] OVOLOTOAOYI LETOAAGEEDV Kot Lo OAOKAN p@UEVN Bdom dedopévev
avaQopas 1TPIKd oNUAVTIK®OV pHetaAddEewy mov Ba fonbd otnv ebkoin

G TADPOOT TV OEOOUEVOV.

Yuvolikd, évag avEavOprevog GYKog GToEImV VTTOINAMVEL OTL TOAAATAES YEVETIKES
AALOIDGELS 001 YOV OTNV AVATTLEN SloTapay®V 6To Pacio Tov avtiopov (Leblond
etal., 2012). Avtd ta amoteléopata vrootnpilovy TV TpdTOCT OTL QLT 1 OUAdA
draTapay®Vv ivor o GOVOETN YEVETIKN SLOTOPOLYY| TOV TPOKVITEL OO TNV
TOVTOYPOVT YEVETIKY TOPOAAAYT G€ Alya, TOAAG | Kot ToAAamAd Yovidia (El-Fishawy
et al., 2010). e avt TV TepinTmon, o 6pog clan genomics eiodyston yio va
vevOvpicetl 0Tt dev etvat GKOTIO 1 EPEVVO VAL ETIKEVIPAOVETOL SVGOVAAOYO GE
OLYKEKPIUEVES TAPOAAAYES OAAGL LAALOV VO TPETEL VAL EVOOUATAOVEL EETOCT) GE OAEG
TIG KOTNYOPIES TAPOAAAYDV OV GYETILOVTOL [LE TOV GUYKEKPUEVO KIVOLVO. ZE

oplopéva dTopa, o Kivouvog avtdg pumopel va tpokaieitar and Evav acuvindicto
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GLVOLAGCUO KOWVAV TOPOALAYDV, EVO GE AALN LTOPEL VO OPEILETOL GE UIKPOTEPO
apOud ondviov Tapairayov peyaing enidpaocnc (Lupski et al., 2011). EmutAiéov,
OT®G £xel EMONUOVOEL, 1| EMYEVETIKY ATOPPVOLUOT] TV GUVOTTIK®V YOVIOIWV GE
HETOY PPk eninedo pumopel eniong vo cuUPaiel oty gvocncio avantuéng

datapoydv 6to edoua Tov owticpob (Zhu et al., 2014).

Etvor onpovtio va emonpavOet ott sivon mbavo vo vapEovv tuyaio, akovolo
gupnuaTa Katd TV KAMvikn Tpdén. Mia and tig tpéyovoss, emipoyeg culntoelg
apopd To TMG Ba TPEMEL VAL YIVETAL O YEPICUOG ALTOV TOV TLYXOLMV EVPNUATMOV TOV
TPoKOTTTOVV amtd TNV aAiniovyic WES/WGS. O 6pog tuyaio svpripota avapépetot
o€ amOTEAEGUATO HIOG OKOTIUNG avalntnong Yo Ttaboydveg 1 mBavag maboyoveg
aALOIDGELS G€ YOVIdLa TOV dev oyeTilovVTal TPOPAVMG LE TN O1oyvmoTIKT EVOELEN Yo
Vv omoia £ywve €€ apyng N dokipacio Tpocsdiopicot aAiniovyiag. To cuykekpiévo
evpnua pmopel va 1oyveL Yia Tovg 1010vg Toug acheveic 1) Yo Tovg yoveig. Eivan
oNUOVTIKO Vo Aapdvovtot vToYN OAES 01 TAPAUETPOL KOTE TOV GYEOACUO TNG

exaotote mapépPoong.

H mapatnpodpevn petafAntn ekepactikdtTnTa, T0 TAEIOTPOTIKO OTOTEAEGLLO KOL 1)
atelng oeicdvon mov oyetiCovron pe o CNV kot ta SNV B€tovv TpokAncelg yio
YEVETIKT] GUUBOVAEVTIKT KOl TOV TPOGOOPIGUS T®V GYETIKOV Kivouvev. H mapovsio
T0V 10100 CNV og un tpocsPefAnuéva péin g owoyévelag Bétel Eexdbapa Eva
SiAnupa oV Tapoyn CLUPOVADY GE OIKOYEVELEG TTOL EVILOPEPOVTOL VO,
YPNOYLOTOCOVV AVTES TIG TANPOPOPIES Yo TPOYEVVITIKT Otdyvmor). H eEapetikd
LETAPANTH EKPPOACTIKOTNTA KOl SIELGOVTIKOTNTA OEV EIVOL EVIEADG APOGOOKNTY).
Q01660, 6€ TOAAE AAAL GOVIPOLLO LIKPOEAAEIUPATOV, OGS Ta cVVOpopo Angelman
kot Prader—Willi, William, 1p36, 22q11.2 kot Phelan—-McDermid, ot cuykekpipuéveg

HEeTAALAEELS dev Exovv TOTE avapepBel o€ Y] dTopa. AKOUN KOl GTNV TEPINTOON
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OV GLVOPOHOL eEAlepaTOV 22q11.2 6TO 0010 TO TAEIOTPOTIKO ATOTEAECILA EXEL
tekunpuoOet kadd kot o 10% givar kKAnpovopko, n deicovon etvon mAnpng. To
evolopépov epotnua etvar eav ta CNV mov oyetifovion pe T1g datapayEc aTIoTIKoD
(PAGLLOTOG AEITOVPYOVV KAT® OO LOPLOKOVS UNYOVIGLOVG TOV Elval Lo EMOEKTIKOT
O€ YEVETIKOVG TPOTOTOMNTEG 1 TEPPAAAOVTIKOVS TOPAYOVTEG KATA TN O1EPKELN TNG

eEéMénc (Jiang et al., 2014).

2V KMVIKN TPOKTIKN, 1) TowToToinon vémv, de novo 1 kKAnpovopikov CNV kot
SNV éyet cuvavinbei cuyva. Zoviwg givar povadikd kot dev vtapyovy oe BACGELS
JESOUEVMV aVOPOPAS KoL OV £xovv avapepBel amd epevvnTikég peréteg. Emopévamg, n
TaBOYEVELD OVTOV TOV TOPUALAYDV GE GYECT LE TN TIG SLOTOPAYES OVTIGTIKOD

(QAGLOTOC deV UTOpPEL VoL TPOGO10PIoTEL EVKOAAL.

AESOUEVOV TOV EVOEYOLEVOV EMTAOK®V LE TNV EPUNVEIN TOV OTOTEAEGUATOV KO
™V Tapoy] GLUPOLVAGDYV, 0 ELeYY0C 6€ OAO TO Yovidimpa Ba Tpénet va
TpAyLaTonomBel 6E GLVOLOGUO LLE LKL OAOKANPOUEVT 1UTPIKT YEVETIKT 0EL0AdYNON
OV TEPIAAUPAVEL AETTOUEPES OIKOYEVELOKO 1GTOPIKO Kol EEETOCT) TV POLVOTVTKMV
YOPOKTNPLGTIKAOV TOL AcHEVONS Kot TV VITOAOW®V LEA®V TG owkoyévelag. EmmAéoy,
LE TO TOYEMS LETAPAALOLEVO YOVIOIOUATIKO TOTO, £Vl CNUAVTIKO Y10, TIG
OLKOYEVELEG VO ETLGTPEPOVV Y10l EMOVEKTIUNON GE GLUVIGTAOUEVO YPOVIKE OL0GTILLOTAL,
1060 Vo eMOVEEETALETOL 1] TPEYOLGO EPUNVELN TPOTYOVLEVMG OVOLYVOPICUEVOV
HETAALAEE®V A0APOVS KAVIKTG onuaciog 060 kat vo KabBopiletat e6v vrdpyovv véeg,
KATAAANAES Oy VOOTIKEG dOKIHOGIEG TTOL Bo LITOpOvoAY VO EVIGYOGOVY TNV

VILAPYOVGA YVAOOT).

H mpoyevvntikn d1dyvoon tov avticpov givor pio dtadikacio mov dev €xet slooyel

aKOUT GTNV GLVHON TPAKTIKY, KUPIMG Yiati omavio Loévo pmopel va givatl yvooti 1
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YEVETIKN outioAoyia TG PAAPNC. Me v To S100€30UEVT XPNOT YEVETIKOV EEETACEMV
Yo TV TEPITTOOT ATOU®V TOV PPpicKoVTIoL 6TO PACLO KOl TV OVOKAALYN VEDV
YEVETIK®OV TOPAYOVI®V, OVOUEVETAL OTL 1] GUYKEKPIUEVT dtadikacion UTopel va
enektabel. EmmAéov, teyvoroyieg dmmg n CMA ypnoipomotovvtor OA0 Kot
TePLo6OTEPO o€ TpoyevvnTika delypota (Wapner et al, 2012) ko éxovv
dVVATOTNTO VO, ATOKAAVYOLV HETOAAAEELS TOL GYeTICOVTOL [UE TO PAGHLA TOL OVTIGLLOV
oe EuPpua ympic Tponyovpevo kivovvo. Qotdco, vnpEay Hovo Alyeg pehéteg o
£YKVDOVG YUVOIKEG TTOV TEKUNPLOVOLV TNV TPOYEVVNTIKY VAYVAOPLOT] TOV EALEUUATOV
16p13.11 xon 15926, ot omoieg éxet emonpavOel 01t oyetilovtan pe eOVOTLTO TOV

datapaydv Tov eacpotog Tov ovticpov (Law et al., 2009).

Xopic pokpoypovia Tapakolovdnor, ®otdco, eV VITAPYOVY ETAPKT dedopéva yio
¥PNoM 01N GLUPOVAEVTIKY dTaY TETOLN EVPNUOTO EVTOTILOVTOL ATPOCGOOKTTO KOTA
ToV TPpoyevvnTIKO éAeyyo. EEGALOL, 0 TpoyevwnTIKOG EAEYYOG Y10 TIC O1TAPAYES GTO
(QAGLLO TOV QVTIGHOV EIVOL TEYVIKA EPIKTOC Y10 EYKVUOGVVEG VYNAOD KIvoOVOov, €6V
EXEL TPONYOLUEVMC EVTOMIGTEL 1 EMIKIVOLVYT peTtdAhaln. QoT000, Oev eivar ThvTa
dvvatd va TtpoPAreOel pe a&lomotio 0 AVOTLTTOG OO KL 0V 1) LETOPOAT elvar
mapovoa 610 EUPpvo. EmumAéov, 1o mpoyevvnTikd vepnyoypdonua etvor
TEPLOPIOUEVNG YPNOTG OTNV Tpoomadeia va damotwdel edv o EuPpvo ennpedleton
EMEON OEV VILAPYOLY ELPAV oNUEin Yl TN O1dyvewon g dwatapayns. [
Tapadetypa, to pkpoéAdetupo 16p11.2 eivan cuyvé de novo. Me Bdion tig tpéyovoeg
BPA0YPaQIKES avapOopES, EVOD 1 SLOTAPOYN CLTIGTIKOV QAGLOTOG OEV SOy LYVAOOKETOL
ot0 TEPLocOTEPA ATopa PE pikpoéAhetppa 16p11.2, e€axorlovBel va eppaviletal ol
0 GLYVA LETOED TOV ATOUMV LE OVTO TO UIKPOEAAEILLLO TTOPE GTOV YEVIKO

TAnbvcuo.
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e avTo 10 TAOIG10, £V oNUOVTIKO {TNUe TOV TPOKaAEL OLOKOAMEG OTNV
TPOYEVVNTIKN O1dyvmon g dtoTapoyng ivor 0t (1) ol meprocdtepec maboyoveg
TOPOALAYEC OV eVTOMILOVTOL AMOKAEIGTIKA GE AITOLO LLE SLOTOPOYT) AVTICTIKOV
QAcaTOG, aAAG epeaviovtol eniong Kot 6ToV YeVIKO TANOVCUO, oV Kol LLE TTOAD
younAdtepn cvyvotnta 1 (i) kKAnpovouoHvtal amd Evay yovéa Ue 1 Ympig S1dyvmon)

™mc dwtopayng (Sanders et al., 2011).

YVVOTTIKA, GE TOALEG TEPIMTAOGELG, 1) KATOAANAOTNTO TG TPOYEVVNTIKNG S1dyvmdong
Yo TIG S10TapoyEG ALTIGTIKOV GACUATOG eivat affEfaim Ady® TG £yyEVOUG dSUGKOALNG
otV akpPn aviyvevon kot TpdPAEYN TOV PAVOTOTTOL TTOV GYETILETON PE EVOV
dedopévo yovotumo. H atedng dieicduon Kot 1 LeTaPANT EKPPUCTIKOTNTO
AVTUTPOCAOTEDOLV TIC LEYOADTEPES TPOKANGELS GTOV TPOYEVVITIKO EAEYYO YO TNV

ovykekplévn dwatapayn (Jiang et al., 2014).



76

Eriloyog

Yvvoyilovtog, £vo GOVOAO YEVETIKMY HEAETAOV Y10 TIG SLOTOPAYES OVTICTIKOV
QAGLOTOG £XEL TOPAYEL GTOLXEIN TOV VTTOGTNPILOVV VOl CIUAVTIKO GUUTEPAGHLA: OTL
OTAVIES YEVETIKEC TapoAAayES cvumeptlapfavouévev tov CNV kat tov SNV
gumAéKovTaL £VTovo 6TV attioAoyia g dtatapoyns. H avantuén véwv poplokaov
SyvVeoTIK®OV TE(VOLOYIOV OTtmg 1 cvuctotyiocc CGH/CMA kot to NGS €yet mpoocpépet
L0 VEL TTPOTYOLLLEVOL EVKOLPTOL Y10l TNV OMOKAALYN CTLAVI®OV YEVETIKOV
TAPOAAAYDV OV GYETILOVTOL [LE TO PAGHLO TOV QVTIGHOV. AV KOl AVTEG Ol LEAETEG OEV
£YouV aKOUN 00MYNGCEL GE AMOAVTN KaTavOno™ TG LOPLOKNG BACNG TNV TAELOVOTNTA
TOV TEPUITAOCENDV SLUTOPUY DY AVTIGTIKOD PAGOTOC, QT TOL EVPTLLATO TOPEYOVLV

TPAYLOTL L0 EVKOPIOL Y10 KAVIKY EQAPLLOYY).

E&arxolovBovv va vtapyovv akdun, mavimg, TOAAEG TPOKANGELS GTNV avATTLEN EVOG
1GYVPOV GLVOAOL YEVETIKADOV SOKILMV Y10, TIS SL0TAPOES OVTIGTIKOV PAGLOTOG GTNV
KAVIKT] TPAEN KO Yo TV Topoyn GUUPBOVAMY GTIG OIKOYEVELEG GYETIKA LLE YEVETIKA
evprjuata. [Ipénel, ®6t6G0, va yivouv apketd akodun onUavTikd Brpoto tpog autr
v Katehvvon. Yrapyet emelyovca avaykn yio TNy avantuén pog a&tometg
Aertovpykng avdAivong mov Ba fonbd oty epunveia e KAVIKAG CUVAPELNS TOV
YEVETIKAOV TOPAALAYDV TOV TpocdlopilovTat amd KAvikég dokipuéc. [a va
dtevkoAvvOel avtn 1 dradikacio, B NTav eEPETIKE TOADTILO Y10, SLUPOPETIKE.
gpyaotnpla vo popdlovtal m Paon dedopévmv g KAvikng akoiovBiog WES kot ta,
dedopéva KAvikov gawvotimov. [ va kabiepwbei ) mpaxtikny mov PacileTon oe
otoryela, etvat onuavTikd vo vTdpEovV SES0UEVA GYETIKA LLE TNV EYKLPOTNTA 1) TNV
anddoon kdbe pebdOoL Emerta amd Lo GLGTNUATIKG CYESIOCUEVT] LEAETN 1} OO
OLOOOPELVUEVN KAVIKT eumelpia. EmmAéov, Oa mpémnet emiong va die€aryBel avdivon

KOGTOLG KO OmOTELEGLOTOG Yia Vo kabiepwOel otabepd Eva TpdTLTO PPOVTIONG Yia
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TNV KMVIKY] YEVETIKN 0EI0AOYNOT TOV dATOPAYdV 6TO GACHO TOV avTIcpoV. [Tapd
OVTEG TIG TOALEG KOl CT|UOVTIKEC TPOKANGELS, TAVTWGS, VITAPYOVY KAAOL AOYOL Vol
TIGTEVOLE OTL 1] KAWVIKT] YEVETIKN 0EIOAOYNOT TOV GLYKEKPILEV®V d1OTOPAYDV
OmOTEAEL ONUAVTIKO HEPOG TNG KAVIKNG PPOVTIONGS Yol T TOdld Tov Bpickoviot 6To

QACLLOL TOV OVTIGHOV KO TIC OIKOYEVELES TOVG.
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Iepiinyn

H yevetu artiodoyia yio Ti¢ SotapayEg TOL GAGHOTOS TOV OVTIGHOD TPOTAONKE Yo
TPOTN POPA amd peléteg mov devepyndnkav katd tn dekaetio tov 1970. O
EVTOTIGLLOG YOVIOLOK®MV HETOAAAEE®MV ATOUO LLE SLOTAPAYES OVTIOTIKOD PAGLOTOG
napelye otoryeia Tov VLOSTNPILOVV LI YEVETIKN TNG CLYKEKPIUEVIG OLLADOG
dwtapaydv. [To tpdceata, ot avaidoels Taporiayns aptfpod aviypdeoy Kot
aAAnAovyiag oe OAO TO YOVIOI®ILO TOL ATOLOV ATOKAAVYAY Lo AMOTO GTAVIMV Kot
eEapeTiKd SEIGOIVTIKAOV TOAALATAGV avTtypdowv Yovidiov (CNV) | tapariaydv
povovovkAieotidiov (SNV) mov oyetilovtot e T0 QAGHO TOL QVTIGHOD, YEYOVOG TOVL

EVIOYVOE TOV IGYVPIGUO Y1 YEVETIKY OUTIOAOYIO TNG SLTOPAYNC.

Ta gvpnuata amd peLVNTIKEG LEAETEG GTO TEGIO TV YEVETIKOV TAPAYOVTOV TOV
oyetiovtot [E TIC SaTapoyEg AVTIGTIKOV GAGATOS 001 YoUV TNV ovAdEIEN TOV
OMULOVTIKOV TOVG POAOL YioL TN S1yVEGST Kot TNV YeVETIKN a&lohdynor| tous. Aldpopeg
LOPLOKEG OOy VOO TIKES SOKIUOGIES, CUUTEPIAAUPAVOUEVOV SOKILAOV UELOVOUEVOV
YOVIOI®V, GTOYEVUEVOV TOAAUTADY YOVISLUKAOV TAOLGIOV Kot avaAvoTg aptBpod
avtypdewv Bo tpémel va Aapfavovtol vTéyn otnv KAWVIKN yevetikn alohdynon tov
dTapay®V avTIoTiKoL pdcpatog. H adiniovyio oAdkAnpov tov edpatog Oa
UTOpovGE eMioNS VoL ANEOEl VITOWYT GE CLYKEKPIUEVEG KAVIKES TEPMTMGELS. Q26THGO,
1N TPOKANGN TOV TOPAUEVEL EIVOL VO TPOGIOPIGTEL O AUTIOAOYIKOS POLOG TMV
YEVETIKAOV TOPAALAYDV TOV Tpocdiopiloviat pEGm poplokmv dokipumv. H petafinmm
EKQPOCTIKOTNTO, TO, TAELOTPOMIKA OMOTEAEGLOTO KoL 1] ATEANG dieicduoT Tov
oyetiCovrot pe too CNV kot ta0 SNV mapovstdlovv emiong onUavTIKES TPOKANGELS Yo

TN GLUPOVAEVTIKN KOl TNV TPOYEVVITIKY SLAYVMOT).
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Me Bdon ta mapandve, Kadiotatal cagpng n a&io TG YEVETIKNG S1dyvmong TV
JTAPOUY DY TOL PACUATOS TOL OVTIGLOV KO 1) CUAVTIKTY GUUPOAN TNG
EMIGTNUOVIKNG KOWOTNTOG 0T dtadikacio eEETAONC KOl AVASEIENG TOV TAPAYOVIWOV
oL 00N YOHV GTNV EKONAW®GSN ToVE. Mg avtdv ToV TpOTO, Eivar SuvaTd VO KATOGTEL
OKOUN TTO GOPNG 1) PVOT TNG dTOPAYNG KOl VO S10CAPNVIGTOOV TTUYES TNG TTOL £MC
KOl ONUEPO, TOAAEC OEKOETIEC LETE QIO TNV TPMOTN TAPATHPNON TNG, OEV Elval
amoAVTMG Katavontéc. Ta opéAn avthg g eEEMENG Ba etvar onpavtikd yio v
EMGTNUN, CAAL KOt Y10, TNV Kowvavia, To dtopa Tov BpioKoviol 6To QAGLL TOV
OLTIGHOV KOl TOVG PPOVTIGTESG TOVG, TO EKTALOEVTIKG GUGTILLOTO, TOL GLGTHLLOTOL

vyelag Kot TpoOvoLags.

Q¢ gk TOVTOL, O NTaY ATOPAiTNTO VO EEETAGTOVV TEPUUTEPM OL YEVETIKEG TTVYES TV
STAPUY®V TOL PACUATOS TOL OVTIGLOV Kot vo avartuyBovv mo axpiPeig pébodot
ddyvmong, wavikd pEBodot Tov Hropovv va, 00N yNGovY Ge £yKaipn dldyvmo), Tov

elval mo oEEAMUN Yo Ta Todtd Tov dryryvmokovtal 0t Bpickoviol 6To eacua.

A£€EE1g — KAEO18: PACLLA TOV OVTIGLOV, SLOTOPAYES AVTIGTIKOD PAGLOTOC, AT,

LYV, YEVETIKY
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Abstract

The genetic etiology of spectrum disorders was first proposed by studies in the 1970s.
More recently, genome-wide copy number variant and sequence analyses across the
individual gene have revealed a list of rare and highly invasive variations of the copy
number variants (CNVs) or single nucleotide variants (SNVs) associated with the

autism spectrum, which is claimed. for genetic etiology of the disorder.

Findings from research studies in the field of genetic factors associated with autism
spectrum disorders lead to the emergence of their important role in their diagnosis and
genetic evaluation. Various molecular diagnostic tests, including single gene tests,
targeted multiple gene frames, and copy number analyzes to be considered in the
clinical genetic evaluation of autism spectrum disorders. The whole exome
sequencing could also be considered in specific clinical cases. However, the challenge
that remains is not determining the causal role of genetic variants identified through
molecular testing. The variable expression, pleiotropic effects, and incomplete
penetration associated with CNVs and SNVs also present significant challenges for

counseling and prenatal diagnosis.

Based on the above, the value of the genetic diagnosis of autism spectrum disorders
becomes clear and so does the important contribution of the scientific community to
the process of examining and highlighting the factors that lead to their manifestation.
In this way, it is possible to highlight the nature of the disorder and to clarify aspects
of it that to this day, many decades after its first observation, are not fully understood.
The aspects of this development will be important for science, but also for society,
people on the autism spectrum and their caregivers, education systems, health and

welfare systems.
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Therefore, it would be necessary to further examine the genetic aspects of autism
spectrum disorders and to develop more accurate diagnosis methods, ideally methods
that can lead to early diagnosis, that is more beneficial for the children that are

diagnosed to be in the spectrum.

Keywords: autism spectrum, autism spectrum disorders, causes, diagnosis, genetics
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