Ol AITIEZ 2TH AIATAPAXH AYTIZTIKOY
OAZMATOZ: MIATNQZH YINO KATAZKEYH

Avaotacio Mmapumouvn

Elcaywyn

EAGLoTa €£X0UV YIVEL TIANPWG KATavoNTa yia tnv atttortaboloyia g A.A.O. O autt-
OMOG lval pia JTOAUTTAPAYOVTLKT KATAOTAOY] TTOU Yld TNV avarttuén g eubuvo-
VTAL TOOO YEVETIKOL 000 Kal TEPIBANNOVTIKOL TTAPAYOVTEG. Y€ ULA TIPOOPATY) LEAETN
AVAPEPETAL OTL TTIEPLTTOU TO 35-40% TWV AITIWY TOU AUTIOUOU €§NYOUVTAL YEVETIKA
€VW TO UTTOAOUTO 60-65% (oWwG va opeileTal o AANOUC TTAPAYOVTES, OTWG €ival ot
TEPIBANNOVTIKOL, OL TIPOYEVVNTLKOL, Ol TIEPLYEVVNTIKOL KAl TIAPAYOVTEG ETA TN YEV-
vnon tou atdlov.! MapakAaTw TTEPLYPAPOVTAL Ol ETILKPATECTEPOL TTAPAYOVTES TTOU
oxeti{ovtal pe tnv atttoloyia mg A.A. 0.

Fevetkol mapdyovteq

H €moTnUoVIKT TTPOOTIAOELN AITOTUNTWAONG EVOG TTAOOYEVETIKOU UNXAVIOUOU TToU
Ba prtopovos va mpooeyyioel atttohoyika ) AA.D., gival apKeTA TTOAUTTAOKY,
ylati n A.A.®. dev amotelel Ula AUTOVOUN LATPLKN KATACTAOT, AANA Hia €Tepo-
YEVI] OEIPA TTOAWY QAVOTUTIWY. TUVVOOTPOTNTEG ONWE AYXWOEL SLATAPAXES,
KatadAdm, Statapaxn EANNEUUATIKNG TPOooXAG/unepKivitikotntag (AD/HD), eri-
Ania, yaotpevteplkd cuTtwuata/mpoAnuara, diatapayxeg Umvou, Labnaolakn
Suokolia, dsoPuyavaykaotikn dtatapayr (OCD), vonuikn aduvapia, atodnmpt-
OKA TpoBANATA KAl SlaTapayxEG TOU avOCOoTOINTIKOU cuotnuatog Bpednkav otl
ouvumnapyouv o€ datopa pe A.A.Q. kal SlepeuvnONKe 1 mBAvVN KOLWY] ALTIOAOYLKN
060¢.2

EmtutA€ov, N yevetikn Baon Mg A.A.O. armoSelkvUETAL Ao TO YEYOVOG OTL UITO-
PEL va Eival HEPOG YVWOTWV YEVETIKWY oUVEPOUWY, Onwe To XUvdpopo Rett (RTT,
MIM 312750), to YUvSpouo Angelman (AS; MIM 105830), n Olwdng okAnpuvan,
T** MIM 137580), 1o XUvdpopo X X (FXS; MIM 300624), to TUvdpopo Timothy
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(TS; MIM 601005), ot Alatapaxeg oxetllopeveg pe PTEN, n Neupoivwpdtwon
turou 1 (NF620IM); 190685), to YUvSpopuo Smith Lemli Opitz (SLOS; MIM 270400),
To YUvépouo Cohen (CS; MIM 216550), to YUvSpouo Cornelia de Lange (CDLS;
MIM122470), to ZuvSpopo Prader Willi. Ta avwtépw cuvdpoua sugavidouv eri-
KAAUTTTOMEVA KALVIKA XOPAKTNPLOTIKA LE TOV AUTIOMO, OMWE KABUaTEPNON AOYOU,
SLavonTIKY) avarmpia, EMANTTTIKEG KPLOELG KAl OTEPEOTUTTEG CUTTEPLPOPEG.?

H peyaAUtepn opdada yeveTIKOU KivdUvou yla ekdnlwaon A.A.@D. agpopd mepimou
T0 50% TOU GUVOAOU Kal EKTIUATAL OTL TIPOEPXETAL ATTO KOWVOU €160UC TTAPAANAYES
o dlapopeTika yovidia. Eva akoun 5-10% tou yeveTikoU KivdUvou uroloyiletatl
QIO OTIAVLIEG KANPOVOULKEG Kal de nhovo mapalAayeg, evw to 40% TOu YEVETIKOU
KlvdUvou, 7Tl Tou TTapovTog, ival arpoadioptato. H aAAnAouyia oAOKANpPoU Tou
yovidiwpartog (WGS) otkoyevelwv atopwy pe A.A.D. Ba Sleuplvel TTEPAITEPW TIG
YVWOELG pag.®

AVOAUTIKY] TIEPLYPAPY] TOU POAOU TwV Yovidiwv oy gkdnlwon A.A.Q., ava-
rmtuoostal o€ AAo Kepahato (BA. Kepdahato 4°).

Mpoyevvntikoi Tapdyovteg

H QuxIKN KOl CWUATLKY UYELD TNG UNTEPAS KaBWG Kal To eptBallov ato oroio dia-
Bloi Stadpaparifouv amoudaio polo yla ™ yEvvnan evog uyloug BPE@oug.

Ol HECOTIPOOETUEG EMUTIWOELG TNG UYEIAg TNG UNTEPAC Elval PEV EUPAVELS TIG
mpwteg 1.000 nuEpe TE {wn\g Tou matdlov, armo T cUAANYIN WG TEPLTTOU TO TEAOG
Tou 3% xpovou {wng, aAAd eykaBLoToUV SUOYXEPEIG CUVONKEG TTOU EUUEVOUV PEXPL
Kal ka®' oAn ) Sldpkela ™G {wNG TOU ArToyovou Kal JToU UITopel va petafLpa-
{ovTal ETIYEVETIKA Kal OTLG EMTOUEVES YeveEG. Eival yvwoTo ot n wpipavon twyv
VEUPWVIKWY KUKAWUATWY, KUPLWE TOU HETWTTLAIOU AoB0oU, TTOU UNMPETOUV TIG AVW-
TEPEG SLAVONTLKEC AEITOUPYIEG TOU AVOPWITLVOU EYKEPANOU, OTTWCE Eival 1) EpUNVEia
TOU TTePIBAANOVTOG KAl TWV KOWWVIKWY aAANAemidpdcswy, n AUan mpoAnudtwy,
T CUVALOONUATLIKY) AUTOPPUBULOY], ] EVvouvaioBnon Kat To aiodnua dikaiou, Aap-
BAvEL xwpa OTaA TTEVTE TPWTA Xpovia TG {wng.*

HAwieg yovéwv

H mpoxwpnueévn NAKia Twv YOVEWVY €xel HeEAeEOel w¢ €vag mBavog mapayovtag
yla avarttuén auTlopoU. SUYKEKPLUEVA, LA TIANOWPA EPEVVWV EXEL TIAPATNPYOEL
OTL 0 KIVOUVOG EUPAVIONG AUTIOOU Elval HEYOAUTEPOC 0€ atdia Twv ormoiwyv ot
NAKIEC TWV YOVEWY TOUG KATA TN YEVVNOT TOUG NTav ion 1 HeyaAUtepn and 34
€Twv.! Meta-avaluon 27 peletwy 1o 2016 KATESELEE OTL 1 UKPOTEPY NALKIA NG
UNTEPAC CUOXETIOTNKE HE TIEPLOCOTEPO A0 10% UEIWUEVO KIVOUVO EUPAVIONG
QUTLOMOU OTOUC artoyovoug, VW 1) UKPOTEPT TTATPLKN NALKIO CUOXETIOTNKE avTi-
oTola Ue oXedOV 20% HELWUEVO KivOuvo. H peyalUtepn nALkia g untépag cuoye-
TiomkKe pe 41% auv&nueévo Kivbuvo auTiopoU Kat 1) LeyalUTEPN NALKIA TOU TTatepa
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OUOXETIOTNKE HE 55% auv&nuevo kivduvo. Mia av&non katda 10 xpovia oty nAkia
NG UNTEPAG KAl TOU TIATEPA CUOXETIOTNKE pe 18% kat 21% uvymAdtepo Kivouvo
auTtiopou.®

To 2010, ot Sasanfar, R., Haddad, S.A., Tolouei, A. et al.® pehémoav t oxgon tou
AUTLOOU Kal TNG NALKIAg Twv YovEwv. Ta artoTteAéopata g LEAETNG £€6eL€av OTL O
KivOUVOG EUPAvIong autiopol aufavetatl Katd 29% yla kabs emumpoodetn 10stia
oMV NAKia tou natepa. ETol, 0T GUYKEKPLUEVT MEANETT, PAVNKE OTL TTATEPES UE
NAKiEC LeTAEL 34 kat 39 €TV elxav oxedoOvV SUTAAGCLO KivOUVO VA AITOKTHOOUV £va
Taldl e AUTIOUO 0€ OUYKPLOT HE EKEIVOUG TToU Bplokovtav oty nAtkia Twv 25 pe
29 etwv. MNapopola armoteAéopata Katedel&av pehEteg mou die&nxdnoav oe Kiva
Kkal lamwvia.>’

MeTaANGEELG OTa YEVVITIKA KUTTAPA, Ol OTTOLEG EVOEXOUEVWG EMNPealouV TNV
EKPPAOT] TWV VEUPOAVAITTUELAKWY YOVISIWY Kal KAT' €MEKTAON SlatapdooouV
YOVISLWUATLKY] EKPPACT] TOU GTTEPHUATOG, ALEAVOVTAG TIC TIOAVOTNTEG Yla dtatapa-
XEG, OTIWG E€lval O AUTIOMOC, OTOUG QUTOYOVOUC, WTOPEL VA QITOTEAETEL Uia TOavr
ENynon yla 1o eawvopevo autd.? Se aAAeg HeNETEC TTOU €xeL StepsuvnOsi 1 oxgon
™M¢ NAKiag Mg untépag pe ™ A.A.Q. @Aavnke OTL 1 PLeYaAUTEPT NAKIA KUNONG,
auv&avel TG TBavOTNTEG AUTIOUOU GTOUC AITOYOVOUG AOYW XPWHUOCWHIKWY UETAN-
Aa&ewv Kal ™G auENUEVNG AVAYKNG HALEUTIKNG TtapguBaocng mou xpetalovtal ot
UNTEPEG TTOU KUOWPOPOUV OE TPOXWPNHUEVES NAKiec.”*° Qotooo, avtiotolxa avén-
MEvog Kivouvog yia avarttuén A.A.D. mapammpeital kal aToug armoyovoug YUVALKWY
€ENPIKNG Kal veapng nAkiag. Ot €yKUEG KATW Twv 20 €TWV €XEL PAVEL OTL £XOUV
AUENUEVEC TUOBAVOTNTEG YA TIPOWPO TOKETO Kal EVOOUNTPLA KOOUOTEPTOY AVAITTU-
&ng Tou epPpuou. Ol eMUTAOKEG AUTEG TNG KUNONG €XoUV oUVOEDEL pe auinuévo
Kivéuvo yla eppavion autiopol oToug armoyovoug. 10t

WuXIKN KOl CWUATIKN LYE(Q TNG UNTEPAS

H Slapuop@waon ¢ MPOoWITIKOTNTAG TwV Tadlwy, ennpedletal aueca amd
CUMTTEPLPOPA TWV YOVEWYV, TA TIPOTUTIA ETTIKOLVWVIAG TTOU UTTAPXOUV OTO TIEPLRAN-
AOV KAl arto TIG OXEOELG TIOU ETILKPATOUV EVTOG NG OlKoYevelag. Meléteg €xouv
armodeiel ™ ocuoxETon HETAEL TOU KIvSUVoU yila gpgpavion A.A.D. kat v Urapén
LOTOPLKOU PUXLKNG Slatapayng TwV YOVEWV. TUUPWVA UE TN UEAE Twv Gao et
al.,*? n omoia AoTTOINONKE oTNV Kiva, epeuvnONKe 1 ox€on UETAEY TTPOYEVVITTIKWY
apayovIwy Kivduvou kal g avarttuing A.A.Q. Ta anoteléoparta £6el&av otL o€
TIEPUTTWAOT) TTOU 1 UNTEPA ELPAVIOEL KATAOAPN KATA TN SLAPKELA TNE KUNONG UTTAP-
XEL AUENUEVOG KIVOUVOCG EUPAVIONG AUTIOUOU oTo Ttatdi. AKOun, 1 unmapén Loto-
pKoU oXl{oPPEVELAG aTn UNTEPA TPUTAACLAlEL ToV Kivouvo avarttuéng autiopou
oUUPWVA UE HEAET TwV Bolte, S., Knecht, S. & Poustka, F.2* Ouwg, ektog amo Tig
YUVAIKEG TTOU €X0UV SLAYVWOTEL Pe Karmola PuxIKn dlatapayr, auénueévo Kivbuvo
yla avarttuén autiopoU SLaTtpEXoUV Kal Ol ATOYOoVOoL TWVY YUVALKWY TTou Bpiokovtav
0€ KATAOTAOY AUENUEVOU OTPEG KaTd TN Sldpkela Twv 21-32 eBSouddwy KUNOoNG.
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Ol €BSOUASEG AUTEG lval IBLATEPWE KPLOLUES YLa TNV AVATTTugn Tou eUppuou, Pe
QUTOTEAECLA TO OTPEG VA ETTUPEPEL Y] AVATTPEPIUEG EMIOPATELG TNV EKPPACT) TWV
YOVISiwV TTOU EUITAEKOVTAL OTN VEUPOAVAITTUEN Tou. MeNETEC TOOO o€ {wa 000 Kal
o€ avOpwItoug €xouv Katadei&el OTL TO OTPEG NG MNTEPAS KATA TN SLAPKELA TNG
KUNoNg ernpealel ToV EYKEPANO KAl TN CUUTTEPLPOPA TWV AITOYOVWY. TA OTPECO-
yova epebiopara g, 1 €KOoN 0€ ULA (PUOIKY) KATACTPOET| KAl T BLWUATA UNTPL-
KoU ayxoug Kat KatadAupmg auv€avouy tov Kivéuvo yla Tov artdyovo va ERPaviost
MLO OELPA GUVALOONUATIKWY, CUMTTEPLPOPLKWY N/KAL YVWOTIKWY TTIPOPRANUATWY 01N
peténetta {wr Tou.** Ol HaKPOXPOVLIEG KATAOTATELG PUXOAOYLKNG TTiEoNG KATA TNV
EYKUMOOUVT TIPOKAAOUV al\ayEg ata emtimeda KopTl{OANG NG UNTEPAC LE ATTOTEAE-
opa  dtatapa&n tou dgova UTToBAAAUOU-UTTOPUOTG-ETTILVEPPLOIWY TNG UNTEPAC.
H dtatapa&n autn ivat urevBUVN YA TNV ALENON TNE TAPAYWYTG TWV OTEPOELOWV
KAl Kat' €EKTAOT TNG UETAPOPASG OPHUOVWV HECW TOU TTAAKoUvVTa oto €uPpuo. O
UNXAVIOUOG WTOPEL VAL CUVELGPEPEL TNV AVAITTUEN SLapOpwV CWUATIKWY Kal Von-
TIKWV TIaOnoewv oto €Uppuo.’

TNUAVTIKOG KAl Un €EAPETEOG TTAPAYOVTAS, EKTOC QUTO TNV PUXIKN UYELa NG
UNTEPAG, Elval N CWHATIKY TNG UYEia Katd T StapKela ¢ KUnong. Mo ouykekpl-
péva, To HeTABOoAKO aUVEpouo (rmou mepthapBavel to Stafrm, v maxvoapkia
KAl TNV UTEPTaoT) al\d Kat 1 alpoppayia Katd v KUNnon €ival KataoTAoELg otV
uyeia g UNTEPag mmou @aivetat va avgavouv Tig mbavotmreg yia A.A.D. atoug
QAITOYOVOUG. APXIKA, 1 alpoppayia Katd TV KUNomn QAVNKE 0€ UEAETEG VA OUVOEE-
Tal katd 81% av&nuévo kivéuvo A.A.D., evw To LETABOAKO OCUVEPOUO UITOPEL va
TIPOKAAETEL EVOOUNTPLA UTTOEIO UE QUTOTENECUA VA ETTNPEACTEL N AVAITTUEN TOU
EUPpUOU. Mo CUYKEKPLUEVA, NOYW evdountplag umofiag umopei va mpokAnOel
KaOuoTEPNUEVT AVAITTUEN EYKEPANOU KAl AVETTAPKNE AVATTTUEN TWV VEUPWVWY TOU
UTUTOKAWTOU. O UTTOKAUITOG Eival HLA TIEPLOXY) TOU EYKEPAAOU 1) OTTOLa EUTTAEKETAL
o€ Heydlo Babuo oy avarttugn tou autiopo.® Akoun, o Stafntng kunong avia-
VEL TA TTOOOOTA ETTUTAOKWY KATA TNV EYKUUOCGUVY) Ol OTTOLEG UITOPEL VA AUENTOULV TIG
TUOavOTTEG KIvOUVOoU yla aAuTIouo.?

Ev katakAeidl, n dtac@alion ¢ uysiag puntepag-veoyvou-maldlou sival eva
Kpiowwo {mua Anuoaotag Yysiag upiomg onuaociag. Eival mma TEKUNPLWUEVO OTL O
EVOOUNTPLOG UTTOOITIOHOG 1 1) UTTEPTIANOWPA OPETTTIKWY CUOTATIKWY EVOEXETAL VA
086NYNoouV o€ TTASLKY] KAl EVIAIKN TIaXUaapKia, To PuUXocuVaLoONUATIKO OTPEC Kal
o€ dlaTapayn TG VEUPOYVWAOLAKNG avarttuéng. Ta Bpen eival idlaitepa eudAwTa o€
KOWVWVIKOUG TIAPAYOVTECG (TT.X. KOIVWVIKOOLKOVOULKO ETTITESO YOVEWV, OLKOYEVELAKT)
EUTNUEPLA, OLKOYEVELAKEG Y] KOWVWVIKEG CUYKPOUUDELC), KAt TIEPLBAANOVTIKOUC Tapayo-
vTeg (rt.X. To&iveg, teptBAAAoVTIKOUG pUTTIOUC, AKPALA KALPLKA PALVOUEVA, GELOUOUC).
AuTol Ol TIapPAYOVTEG WITOPOUV va TIPOKAAECooUV BAAPT dueoa 1) EUUEDA, KUPIWG
MECOW TIOPATETAUEVOU 1| EMAVANALBAVOUEVOU OTPEG, ETIOEIVWVOVTAL QIO TN PTW-
XElA Kal artd SnUOYPAPLKOUC TIAPAYOVTEG, KAl EVIOXVUOUV TIPOUTTApXoUoeg SUTLIE-
VEIG OUVONKECG. AUTO EXEL EMUTTWOELG OTNV AVOEKTIKOTNTA TOU KAOE atopou vavtl
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MEAAOVTIKWVY TIPOKANOTEWY, TIPAYUA TIOU €MMPEAlEL TOV KIiVOUVO Yl 1N UETASOTIKA
vOoouata, aAAdA KAl T VEUPOYVWOLAKN KL CUVALGONUATIKT AVAITTUEN, TN CWUATIKN
av&non, ™ AElToupyia TOU AVOCOTTIOLNTIKOU CUCTIMATOC, TIG OXOALKESG ETTIOOTELG KAl
TN KEMNOVTIKY] KOWVWVIKOOLKOVOLLIKY] EUNMEPLA Kal AAAa TIPOPANUATA, CUMTTEPLAAL-
Bavopévng, € KATTOLO TT0C00TO, TNG EKONAWONG XaApaKMPLoTIKWY A.A.O.

MepryevvnTkol Tapayovteg

Katavaiwon @appdkwy ano tn untépa

FEVIKOTEPA, N KATAVAAWOT QAPUAKWY KATA TNV KUNom €xel UeAemOei kat 1
auoTnpr ocUOTACT ATOPUYNG TNG KN QTOAUTA avayKaiag xprong eival TEKUNpLw-
MEVN. XTO TAAIOLO AUTO, N KATAVAAWOT PAPUAKWY KATA TN SLAPKELA TNEG KUNONG
€Xel pavel va au&avel tov Kivouvo yla avartuén A.A.®. otoug amoyovoug. H kata-
VAAWON PUXLATPIKWY PAPUAKWY EXEL PAVEL OTL EvOEXOUEVWG auEavel kata 68%
TOV KivOUuVvo yla auTIOUO, TIIBavoTata AOYyw TOU OTL TA TTEPLOCOTEPA TWV PAPUAKWY
AUTWY, WToPOoULV va SLArteEpAToUV Tov ITAakoUvTa Kal va Statapa&ouv v eUPpuikn)
avarttuén. H katavaAwon MapaKeTAPOANG, 1 ortoid Elval Kia pAapUAKEUTLKT ouaia
TIOU XPY)OLUOTIOLEITAL EVPEWG WG AVARYNTIKO/AVTUTUPETIKO, WITOPEL VA TIPOKAAETEL
QUTOTTTWOY] KAl VEKPWOT) TIAPOUOLEG LUE AUTEG TTOU TTAPATNPOUVTAL 0TOUG EYKEPA-
Aoug Twv Taoxovtwy pe A.A.D. Y€ PEYAAY) TIPOOTTTIKT LEAETT TTAPAT)PNONG KATA-
SexBel OTL N €kBeoM OTNV TIOPAKETAUOAN KATA TV KUNOoN (Ue Siapkela €kOsong
AVW TWV 28 NUEPWYV) CUOKETIOTNKE LE KABUOTEPNOY) TTIOU EKTIUNONKE otnv nAtkia
TWV 3 ETWV, TS adpP1§ KAt AETTG KIVNTIKOTNTAC, SlatapaxEg emikolvwviag, BAABEeg
0NV E0WTEPLKELOT KAl EEWTEPIKOTIOINOT CUITEPLPOPWY KAl UTTEPKLVNTIKOTNTA.

Metd-avaluon UeAETwY 1Tou cuprteptéAafe 73.881 matdia amod €& eupwnai-
KEC XWPEG, £6€1&E OTL TO TOCOOTO TWV MALSLWY TTIOU gp@aviiay TolkiAng Baputnrag
CUWITTWHATA Kupalvotav Heta&y 0,9-12,9% yia A.A.@. kal petagy 1,2-12,2% yla
AETMY evw ol TBavomTEG va EUPAVIOOUV 0T CUVEXELA OPLAKT) 1] KAWVIKY A.A.D.
1 AENY vjtav avtiotowa 19% kat 21% meplocgOTEPEG YLa TA TTALSLA TIOU EKTEOMKAV
TIPOYEVVNTIKA GTNV TTAPAKETAUOAN. Ol GUOXETIOELG AUTEG NTAV EAAPPWS AUENUEVEG
HETAEL TWV ayopLwv.*

AN\Q @ApUaKa TToU PaiveTal va £40uv cuVOUAOTEL HUE TNV au&non Tou Kivduvou
yla avarttudn A.A.Q. givatl n 6alidouidn, n mpootayAlavdivn, Ta aVTIKATAOAUTTIKA
KAt 1) KatavaAwon B2-adpevEPYIKWV QVTAYWVIOTWY KATA TO TTPWTO TPIUNVO KUNong.8

EAAgupn uAAinov o&€og

Ta oTolxeia yla ) PnTpLKY) TTPOYEVVITLKY) TTPOCANIN BLtapivwy, UANLKOU 0&€0g Kal
AUtapwyv ofEwv gival evEELKTIKA cUOXETIONG pe TN A.A.D. oToug amoyovoug, alld
oxl otaBepd. MeyaAutepn otabepdmra wg mpog v npoAnym ™mg A.A.D. €xeL
MUm @uAAikoU o&€oc.
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