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H @uon kat n avatpo@r) BewpouvTal amd Kalpd avTAYWVIOTIKEC ETPPOEC
o€ 6,TL a@opd TNV avAamtuén Kal Tn cuumeplpopd tou matdtov. Mia oxoAr
okEPNC umootnpilel 0TI n cuumeplpopd Kal n avanTtuélakn ékBaon evog
maidiou kaBopilovtal amd Tn euon- dnAadn and Tnv eyyevn Ploloyia - evw
pia avtimaAn oxoAr urmootneilel OTi N avatpo®n - To TEPIBANNOV Kal Ol EUTTEL-
pieg evog maidlov - gival kupiapxn éoov apopd tnv avantulakn ékBaon.
Evw n oulATNoNn @UoNg-avatpo®ng cuveyifetal PeTa&l Twv akadnuaikwy,
0opIoPEVOL YOVEIC Kal emayyelpatiec mpwtofaduiac maidlatpikAg gpovTidag
yvwpiCouv amd Kalpd 6TL Kal ol SU0 OPASEC TAPAYOVTWY -0l EYYEVEIC Kal Ol
Blwpatikoi- eival onuavTikoi otn ouvBetn Stadikacia tn¢ avantuéng Tou
maidlov. Kat n avantulakn ékpacn evog maldlov anmoTeAoUV amoTéAEoUA
aMnAenidpaong Touc. Tig TEAEUTAIEG SEKAETIEC, N EMOTA N £XEL CUYKEVTPWOEL
ONMUAVTIKA OTOLXEIO YIA VA TEKUNPLWOEL TN ONMacia T000 TNG pUonG 6co Kal
¢ avatpopnc.' EmmAéoy, Ta ovyxpova emotnpovikd dedopéva pmopouv
o€ éva Babuo va e€nynoouv Toug MePITAOKOUC UNXavIioHoU¢ aAAnAemidpa-
ong TNG YUONG Kat TNG avatpo@r Katd tn SidpKela Twv maldIKwv Xpovwv.

AuTO To KEQAMNALO ETIXEIPEL va TTAPACKEL £va MAaiclo oTo omoio Oa e€eta-
OTel WG N UON, N avaTpo@n Kal ol AAANAemMSpAcElC TouC SlapopPWVoUV
™ (wn Twv natdlwv. Mapéxovtal mMoAAd mapadeiypuata 1600 yla eyyeVeic
000 Kal yla Blwpattikolg mapdyovteg mou emnpedlouv TNV avdamntuén Kai
TN CUUTTEPLPOPA TwV TTAIdIWY, KABWE Kal YIa TOUG PNXAVIOUOUG HECW TWV
omoiwv Bswpeital 0TI Spouv ol TapdayovTteg autoi. Kad’' oAn tn didpkeia Tou
Ke@alaiou, 0 avayvwotng KAA&iTal va Kpatroel KATd vou 2 BACIKEG EVVOLEC:
atouikn yetaBAntotnta kai avantuéiakn mAaotikétnTa. AOyw TNG ATOMIKNAC
METABANTOTNTAC, Ta TTAIdLA SlapépouV PETAED TOUG OTO TTWG OTTOIOCOATIOTE
TTAPAYOVTAC UTTOPEL va SIapop@WOEl TNV avATTTUEN Kal TN CUMTTEPIPOPA TOUC,
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avedptnta and 1o av autdg o TapdayovTag ival EUPUTOC H TEPIBANNOVTIKOG.
'Ontwg Seixvouv MPOoQATEG HEAETEG, LEYANO HEPOC AUTAG TNG HETAPANTOTNTAG
pmopei va ogeiletal otnv aAAnAemidépacn tng eUONG Kal TNG AVATPOPNAC,
yvwotn Kat w¢ alnAemidpaon peta&u yovidiwv kat mepifdAlovtoc (gene by
environment interaction 4 GxE). Adyw tn¢ avantulaki¢ mAaotikdétnTag, ot
EMOPACEIC TOGO TWV EUPUTWV OCO0 KAl TWV BIWHATIKWY TTAPAYOVTWY UTTOPOUV
gite va avénBouv eite va BeATiwBouv anod dAoug mapdyovTeg Ue TNV ndpodo
Tou Xpovou. Kapia avantuélakn emidpaon, eite éueutn eite mepiPailovTikn,
Oev Oa mpénel va Bewpeital wg vietepUIVIOTIKA, Katadikdlovtag éva matdi
o€ Ula oplopévn poipa. AvtiBeta, ot avantulakéc Stadikaoieg ouveyiovtal
o€ 6An tnv natdiki nAikia, TNV epnPeia, akOun Kat TNV evnAlkiwon, emtpé-
TTOVTAC OTIC BIOAOYIKEC KOl CUUTTEPLPOPIKEC TTAPEUPATEIG va SIaopPWOouY
TNV peTémetta ékPaon.

Eyyeveic (ép@utol) mapdyovteg otnv avantuén
Kal TN CUUTEPLPOPA TOU TTatd1oU

H @Uon pumopei va eppunveuBei e molkiAoug Tpémouc. Ao Tn 6TeVOTEPN OTITI-
KN ywvia, n guon evog maidiov opiletal we To EUeuTo Bloloyikd Suvauiko
TOU G€ GLUVOUACUO E TNV KANPOVOUIKOTNTA KA, WG EK TOUTOU, ATTOTEAEITAL
KUPIiwG amo yeveTIKr. ATTd TNV EUPUTEPN OTITIKH Ywvia, OAOL Ol TAPAYOVTEC
mmou mMoTeVeTAL OTLAEITOUPYOUV PEOW VG AeTOU BLOAOYIKOU UNXAVIOHOU
gppnvevovTal 0TI AVAKOUV OTNV Katnyopia tTng euong.

Mevetikn

H épeuva yia tnv emidpacn Tn¢ UONG 0TN CUUTTEPLPOPA KAl TNV avanTuén
Twv madiwv EeKivNoe MO CUCTNUATIKA He HeAéTeC SiIGUMWY, ol omoieg e€e-
tdlouv TNV opotdéTNTA HovolUYWTIKWV (mavopoldtuniwy) S1I6VHwWY peTady
TOUC Kal TNV opolotnTa S1I(uywTikwy (adeA@ikwy) S18UUwY peTall Touc. Ta
6edopéva amd auTéc TIC peréTeg ouvoyilovtal ouvnBwE o€ pia aplOunTIKn
TMMAPAUETPO, YVWOTH W KANPOVOUIKOTNTA, N OToia PIMopEl va KupaiveTal
amd 0 €éwg 1,00 kat cupPoliletal wg h? MNa mapdadetypa, peréteg yia tn Ala-
tapayxn EAelppatikng NMpoooxng Ymepkivnrikotntag (AEMY) ektipolv TV
KAnpovoukétTNTd TnG HeTa&L 0,60 kat 0,90, eV HEAETEC TTOU APOPOUV TOV
Agiktn Nonpoouvng (AN) ekTIpoUV TNV KANPOVOMIKOTNTA TNG VONUOCUVNG
0,50 éw¢ 0,85, Ue TIC TIPEC va Teivouv LPNASTEPEC e TNV alEnon TNG NAIKiaC
(6nAadn, ol yeveTikoi TapAyovTeg £Xouv HEYAAUTEPN eMidpaon OTIC UEYAAU-
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TePEC NAIKIEQ). Mpémel va yivel KatavonTtd 0TI N KANPOVOUIKOTNTA €ival pia
agnpEnUévn Hadnuatikr mapApeTpog mou Sev petagpaletal eDKOAa o€ AT
gppnveia. AnAadn €dv n KANPOVOULIKOTNTA TNG AvAayVWOTIKAC Slatapaxig
(6uoAeiac) eivai 0,75, 6ev onuaivel 611 10 75% SAWV Twv TEPIMTWOEWV Su-
ohe&iag €xouv amokAeIOTIKA YeVETIKNA alTioloyia i 6T1 to matdi evog atdéou
pe Suoheia éxel 75% mBavotnTa va £xel SuoAedia i kdmola mapopola Katd-
otaon. H kKAnpovouikétnta meplypd@el amiwe To TOC00TO TNE OTATIOTIKAG
SlakUpavong o€ éva XapaKTnpPIloTIKO mou amoddOnKe 0Tn YEVETIKY O HiA
OUYKEKPIMEVN EPELVNTIKN MEAETN.

Ol CUUTTEPLPOPIKECG YEVETIKEC LEAETEG OUXVA ATTOSIOOUV EKTIPNOCEIG TNG
KAnpovouIikéTNTag TTou €ival peyahutepeg amd 0,50 yia moAAéC avantuéla-
KEC - CUMTTEPLPOPIKEC SIAYVWOELC KAl XOPAKTNPIOTIKA, YeYovog mou odnyei
OPKETOUG OXOMAOTEG OTO Va LloXuploTtouv OTL N Blodoyia gival meptoodtepo
onuavtiky and 1o mepiBaiiov. Evag T€Tolog IoXUpIondC Eival 0TNV KAAUTE-
pn nepimtwon mapanAavntikég. Mpwtov, n Aé€n «meplocOTEPO» TTPOKAAEI
OUYXUON O€ auTO TO TTAAIC10. AKOMN Kal 0TaV N EKTIUNON TNG KANPOVOULKO-
TNTag givat vPnAn, dev pumopei va MPOKUYPEL TO CUUTTEPACHA OTL oTToladh-
TTOTE CUYKEKPIUEVN TTEPIMTWON aoOévelag MPOKAAEITAL «TTEPIOCOTEPOY» ATTO
YEVETIKOUC 1 TTEPIBAANOVTIKOUC TTAPAYOVTEC I} OTL TTEPIOCOTEPEC TIEPITTTWOELC
AaUTAG TNG aoBévelag mpokaAoLvTal amod YEVETIKA/ KANPOVOULKA aitia mapd
amnd 1o mePIBANIov.

Aedopévou OTI Kapia PEAETN oTToloudNTIOTE XOPAKTNPIOTIKOU Sev £6¢€1€e
AN PN YEVETIKN KAnpovouikéTnTa (OnAadn, N KANPOVOUIKOTNTA ATAV TTAvTa
<1,00), kat emeldr] akoun Kal Ta mavopototumna Sidupa Sev deixvouv 100%
OUH@WVia yla omoladimote S1ayvwon 1 XapaktneIoTiko (1.X. auTtiopdg, oxl-
Coppévela, 5€€16TNTEC avayvwong Zyriua 2.1), TPOKUTITEL TO CUPTIEPACA
OT1 o1 MEPIBANNOVTIKOI TTAPAYOVTEG UTTOPOUV VA 08NYHO0oUV OE Hla KAIVIKA
onuavtikg Slagopd akdun Kat étav 2 ATopa gival YEVETIKA mavouoldTuna.
Daivetal oAU 1o mBavo 611 OAeg 1) oxeSOV OAEC Ol TTEPIMTWOELG HLAG VO-
OOoU va o@eilovTtal TOGO O YeVETIKA 600 Kal o€ TepIBailovTikd aitia otnv
maboyévela Touc.

O Robert Plomin, évag amd Toug Mo onUavTIKoUG EPEVVNTEC OTOV CUYKE-
KPIUEVO TOUEQD, OXOANIAOE OTI Ol CUUTTIEPIPOPIKEG YEVETIKEG LENETEC UTTOPOUV
VA TTAPACYOUV HEPLIKA aTTd Ta KAAUTEPA EMOTNUOVIKA dedopéva oo apopd
TNV onuacia Twv mePIBAAAOVTIKWVY TapayovTwy otn Slapudp@won NS uyeiag
Kal Twv aoBevelwv.
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Ixfua 2.1. Zupowvia Si60pwv yia padnotakég SUoKoMieG katl YuxIaTPIKEG SlaTapayEG.
Yuvtunoelg: MZ, povoluywTikd. DZ, di{uywTika.

Reproduced from Haworth C, Plomin R. Quantitative genetics in the era of molecular genetics:
learning abilities and disabilities as an example. JAm Acad Child Adolesc Psychiatry. 2010;49(8):783-
793, with permission from Elsevier.

Eva mepaitépw emixeipnua KAtd tnG UTTEPEPUNVEIAG TWV TTAPAUETPWY
KAnpovouikétnTag gival 61t e€aptwvtal anmd To TOCOOTO TNE YEVETIKNG Kal
nmepBarrovTikic Slakupavong Twv mMANBuouwy TTou pedetwvtal. MNa mapa-
Oelypa, eav OAa Ta ATopa O€ pia PeNéTn eixav mavopoldtuma mepiBailova,
N LEAETN Ba €8&1xve MapamAavnTIKA VPNAR ONUACIA TNG YEVETIKAC KAnpovo-
HIKOTNTAG O€ oX€on PE TNV TEPLBAANOVTIKN ETIPPON. ZTNV TPAYHATIKOTNTA,
gival eupéwc yvwoTo OTI ol akpaiol mepIBallovTiKoi Xelplopoi umopouv va
€xouv TePAoTIeG eMOPATEIG OTN CUUTTEPLPOPA Kal TNV avantuén. H kown,
nmpayuatikn mepIBailovTikn peTaBAntotnTa emnpeddel emiong Ta MOCooTA
NG KAnpovoulkoTNTag, OTWwG amédelée o Turkheimer pe Tnv epeuvnTiKr TOU
oudda. Bprkav OTL n ekTipnon ¢ TnG KAnpovouikétntag tou AN gival ugn-
AOTEPN 0€ MANOUGOUC HE UPNAOTEPN KOIVWVIKOOIKOVOUIKN KATAdotaon
(KOK), evw n kKAnpovouikotnTa €ival oxedov undevikn o€ mMAnBucuoug e
XapunAotepn KOK. Ot e€nynoelg yla autd 1o cupmépacpa givat povo umobe-
TIKEG, aANd @aiveTal mBavo &L ol olkoyéveleg ue uPnAoTtepn KOK mapéyouv
éva 1o otaBepd euepyeTikO mepIBAANov ota maldid ToUg, EAAXICTOTTOIWVTAG
€101 TIC TTEPIBANNOVTIKEC Slaopég HeTa&l TOUG Kal KABIoTWVTAG €TCL TN YE-
VETIKN HEYAAUTEPN TTNYN EMPPONG. € MANBUCHOUC pe xaunAotepn KOK, amd
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TNV AAAN MAgLPAd, oplopéva TTadIA UMTOPEL VA CUVAVTHOOUV TIIO EVEPYETIKA
nmepiBailiovta (my. évav 1diaitepa kald SAaokaho), evw AANa Oxl, YEYOVO(G
mou odnyei og uPnAoTtepn epIBaliovTikn diakOpavon 6cov agopd 1o AN
KAl EAAXIOTN YEVETIKN KANPOVOUIKOTNTA.

Me tnv avantuén Twv ueBddwv PopIlaKAC YEVETIKAG, Ol LEAETEC OIOUUWY
€xouv avtikataotabei amd épeuva mou e€eTdlel CUYKEKPIPEVA yovibla Kal
TIG eMOPACELC TOUC OTN CUUTEPLPOPA Kal TNV avdmntuén tou maidiov. Ot
MEAETEC OUOKETIONG OAOKANPOU TOou yoviSiwpatog (GWASs) mapéxouv éva
MapAdelyHa auTAC TNG VEAG TIPOOEYYIONG. Z€ AUTEC TIGC MEANETEC, HEAETWVTAL
TTOAUOPQPIOUOI HEPMOVWHEVWY VOUKAEOTISIWY, TTOU amavtwvTal cuvnlwg
OTOV YEVIKO TTANOUGUO, G€ 0X€0N UE PAIVOTUTIIKA XAPAKTNPLIOTIKA. MEVIKA, Ol
MEAETEC CUOKETIONG OAOKANPOU TOU YOVISIWHATOC €ival KATAAANAEC yla ToV
EVTOTIIOUO YEVETIKWV S1aQOPWV TTOU €ival OXETIKA KOWVEG AN €xOuv OXETIKA
HIKpN eMidpacn 6cov apopd Tov UTTOAOYIGHS TOU KIVOUVOU EUPAVIONC LAC
lATPIKAC KATACTAONC, €iTE AUTA N AoBEveLa €ival TTVEUUOVIKO EUQUONUA €iTE
avayvwoTikA avannpia. Mo mpoocearta, ol péBodot yeveTikc aAAnAolxiong
EMOUEVNG YEVIAG €XOUV EQAPUOOTEI 0TV TPpooTdbela TG avaltnong Tou
YEVETIKOU uTTo3ABpou TNG CUUTTEPLPOPAC KAl TNG avanTuéng. AuTtég ol pébo-
Sol mepthapdavouv Tnv aAknAouxion dAwv Twv e{oviwy Tou YoVISIWHATOG
(Whole Exome Sequencing-WES) kat aAAnAouxion 6Aou Tou yovidiwpatog
(Whole Genome Sequencing-WGS), katd tnv omoia kaBopiletal n aAAnAou-
xia kaBe Cevyoug Bdoewv oTo yoviSiwpa evog atouov, site Bpebei oe éva
€&Ovio N IVTPOVIO N 0TA EVOIAPEDA TUNHATA TTOU ATTOTEAOUV TO 98% Tou DNA
pag (malaidtepa avagepotav we «junk DNA»). AUTEC Ol LENETEC «ETTOEVNC
YEVIAC» Bpiokouv mapalhayég mou gival ormdvieg otov MANBUGCUO wg GUVOAO,
aAAd TTou pmopei va evéxouv oAU 1oXUPOTEPO Kivouvo aoBévelag (Bewpeital
0TI €AV pia YeVETIKN Sla@opd evéxel uPnAo Kivouvo yla pia cofapn laTPIKA
Katdaotaon, 1éte dev Ba pmopoloe va ival cuxvr 6tov mAnbucuo, kabwe Ba
MEIWVOTAV N QUOLKH KATACTACT) TWV ATOUWV TTOU TO £€X0UV). AKOUN Kal OTav
evtomiovtal S1a@opég OTOV YOVOTUTIO, N EMIOTAMN PPIOKETAL AVTIMETWTIN
HE TO €pYO VA KATAVOROEL TTWE AUTEC Ol S1apopEg 0N YEVETIKN alAnAouyia
TIPOKAAOUV PAIVOUEVIKA SPAMATIKES PALVOTUTTIKECG Ol1aPopEC. Ta yovidia Kal
TA TPWTEIVIKA TOUC TTPOoTovVTa aAAnAemidpoUv o€ moAuoUvOeta SikTua pub-
piovtag Tnv ékppaocn Kal tnv enidpacn dAAwv yovidiwv kal mpwteivwy. H
TTOAUTTAOKOTNTA aUTH Ba amaoXoArjOEl TOUC EMOTAMOVEC YId TTOAMEC OEKAETIEC.

O1 yeveTikoi MapdyovTeg UTTOPEL va €XOUV €iTe LEYANEC EiTE PIKPOTEPEC



10
American Academy of Pediatrics Avamtu€lakn kat Xupmeptgopikr Naidiatpikn

emOPACELC OTNV aAvATITUEN KAl TN CUUTTEPLPOPA TOoU TTaldlov. Mapadeiyuata
autwv epINapBAavouy yeveTikég Slayvwoelg mou oxetiovTal pe vonTiK ava-
npeia  coBapéc dlatapaxéc cuPTEPLPOPAC. Ot Slatapaxéc AuTEC UmopEi va
TTPOKUYPOULV amd povoyoviSIaKES LETANNAEELS (.. ota yovidia FMR1, HPRT1
MECP2 mrou oxetiCovtal e 1o cUvOpouo eUBpavaTou X, To cuvdpopo Lesch-
Nyhan kat to ouvdpopo Rett, avtioTolxa) r} amo yeveTIKEG KATAOTACELG TTOU
emnpedCouv moANamAd yovidia (m.x. cUVOPOA YEITOVIKAG I} CUVEXOUEVNG
yovidiakn¢ Staypaenc onwc 1o oluvdpouo Williams i To unepwiokapdio-
mpoowT KO (velocardiofacial) cUVOPONO. XPWHOOWUIKEG AVEUTTAOTSIEC OTTWC
T0 oUVSpopo Down Kal TUNHUATIKEG XPWHOOWUIKES Slaypagég 1y Sumhacota-
OMOUC). € OPIOUEVEC ATTO AUTEC TIC SlaTapaxéC, 0 akpIBrC TAaBoPUGCIOAOYIKOC
pNXaviopog dev eivat minpwg katavontod. MNa mapddetypa, Sev eival akopa
OPLOTIKA YVWOTO 1old Yovidla oTo TPIMAG XpwHOoWUa 21 €XOUV ONUAVTIKG
pPOAo oTNV MPOKANON TWV VEUPOBLoAOYIKWVY aAAayWV TTou oxeTiovTal PE To
oUvOpopo Down. Ze dNeg Statapayéc, cupmephapBavouévou tou cuvdpduou
€VBpavoTou X Kat TOANWV PETABOAIKWY KATACOTACEWY, OTIWC To cUVOPOUO
Lesch-Nyhan, n maBoyéveon eival katavont o€ peyailtepo Pabuo.

Y& avtiBeon pe Tic peydheg embpdoelc Twv petarld€ewyv oe yovidia émw¢
ta FMR1, HPRT1 kat MECP2, ot petaAAa€elc kal ot mapalayég o ANAA yovi-
S1a moTeLEeTAl 0TI £XOUV UIKPOTEPN EMMTWON 6ooV a@opd Tov Kivouvo yla
KATAOTACEIC OTIWG N avayvwoTikr duokoAia, n AEMY kat AANeC pabnolakég
Suokoliec. Na oplopéveg dlatapayxég, 6w n diatapaxn oto eAcua Tou
avtiopou (AQA), n épeuva €xel deifel 6TL umdpyxouv yovidla TG0 e peydin
000 Kal K pIKpOTEPN eMidpaon.

Ot petalééelg ota yovidia SHANK3 kat CHDS, yia mapdadetyua, oxetiCo-
VTAl JE HEYANO KiVOUVO YIa AUTIOHO, AAAA o1 peTaANAEEIC o€ Yovibla-peydAng
emidpaong ekTipdTal 6Tt amoteAoUV pHévo 10 30% £wg 40% OAwv Twv TEPL-
ntwoewv ADA, To TOAY, evw oL TEPLOCOTEPEG TEPIMTWOELG ADA mioTeVETAL
o011 oxeTiCovtal pe peTaldelg uikprg emidpaong i kKolvég mapallayég o
AA\a yovidia’. AUTEG Ol YeVETIKEG TTAPAANAYEG UTTOPEL va UNV TTPOKAAOUV
QUTIOMO amod POVEC TOUC, AAAA prTopei va aAANAemIdpoUV e AANOUG YEVETI-
KOUG 1} HE TTEPIPBANNOVTIKOUC TTAPAYOVTEC TTOU CUVEPYIKA cuoxeTifovTtal He
AUTIOMO. AOYW TWV UIKPOTEPWY EMIOPATEWY AUTWY TWV YoVISiwy, KAl TWV
TMOAUTTAOKWV AAANAEMSPACEWV TOUC HUE ANAOUC TTAPAYOVTEC, eival SUOKOAO
AUTA va eVTOTTIOTOUV Kal va emiPBefaiwboiv.

H atopikr HeTaPANTOTNTA OTIC KAIVIKEC EKONAWOELC €ival TapoUoad TOCO
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yla TIC MIKPAG EMI&PAONG KOIVEG YEVETIKEG TTAPAANAYEC OCO Kal yld TA JE-
yaincg emidpaonc yovidia. MNa mapddetyua, povo 1o 25-30% tTwv atOHWV
pe ouvdpopo evBpauaoTtou X, mou oxeTiCetal pe 1o yovidio FMR1, mAnpoulv
mANPEN S1ayVWOTIKA KPITAPIA Y10 TOV AUTICHO. AKOUN Kal TO ETTTESO VONTIKAC
avarnnpiag oto cuvoépouo EVBpaucTou-X TTOIKIAAEL EVPEWC OTA ATOMA UE
TNV MANRPEN LETAAAEN. Opoiw, Ta CHDS8 Sev ival mAripw¢ Sieiocdutikd 6oov
aAPopPA TNV avAmtuén Tou auTiouoU. Towg uovo 1o 50% auTwv e UETANNAEELC
Sl1aylYyVWOKETAL HE AUTIOMO, EVW AANA ATOUA TTOU PEPOUV TIC METAANAEEIC
pmropei va éxouv AAAeg veupoavantulakég diatapaxég (BA. Kepdhato 11,
Kavovtac Avantulaké-XUUMEPLPOPIKEC AlAYVWOEILC).

To 610 yeviké potifo mapatnpeital ot maparlayég aplOuou avtypdpwyv
(copy number variations), oti¢ omoigg éva tunpua DNA eite Siaypdopetal, avti-
ypdgetal i emavalappdavetal meplocdtepeC amd 2 gopéc. MNa mapadelyua,
META&L TwV atépwy pe Slaypaég Tng meploxnic 16p11.2, mepimou 10 25%
éxouv AQA, eplocoTEpa amod Ta PUIod €xouv avamnpia mou oxetifetal pe
™ YAwooa Kal éva pikpd mocooto Sgv mAnpoi KpITnela yia onmoladnmote
avamntuélakn f Yuxlatpik Statapaxn. IXeTIKA épeuva éxel deifel 6TL Ol ye-
VETIKOl TapdyovTteg KivOUvVou yla TTOANEC PUXLATPIKEC SlaTapayEg, amd TN
oxtloppévela £wg TI¢ Slatapaxég Tng 61abeong éwg tn ADA, ¢wg tn AENY,
EMKANUTITOVTAL EVPEWGC, UTTOSNAWVOVTAC OTI N ATOWUIKN HETABANTOTNTA amo-
Telel Kavova kat oxl e€aipeon.

Mota givat n mnyn autiAc Tng petaBAntétntag; Mia avapg@ioBitntn and-
vinon €ival 0Ti ol mepiBariovTtikoi mapdayovteg aAANAemOpoUv onuavTika
ME TOUC YEVETIKOUC, GO0V a@Oopd aKOUN Kal TIC KAAGIKEG, COBAPEC YEVETIKEC
Slatapaxég. Autég ot Slatapayég Bewpouvtav amd kalpo 0T odnyouv o€ pia
npokaBoplopévn, eNdyiota petaBAntr avantulakn ékBacn. AANAG yia ToA-
Aéc peTtafolikég Slatapay£g, K TwV OTIOIWV N GAIVUAKETOVOUPia amoTeE(
evOEIKTIKO Mapddelypa, n éykailpn S1dyvwaon Kal n TPooeKTIKN S1aTPOPIKA
Slaxeipion pmopouv va BeAtiwoouv onuavtikd Tnv ékBacn. AKoun Kal o
XPWHOOWUIKEG avwalieg, émwg To ouvdpouo Down, émou emnpeddletal
€vag MoAU peydlocg aplBuodc yovidiwy, n épeuva Twv TEAEUTAIWY OEKAETIWV
€xel dwoel loxupd atolxeia yia avamtuélakn Stagopomnoinon mou eaptdral
amo nepifairiovtikolc mapdyovtec. ‘Otav 1o ouvdpouo Down avayvwpi-
OTNKE Yla TpwTn @opd otnv atplkh BiPAloypagia, oxedov 6Aa ta dtoua
pe tn Sldyvwon gixav pétpla  cofapr vontikn avamnpia kat oxedov éha
NTav MEPLOPIOUEVA OE KPATIKA 1dpupata. ZAUePa, Ta maldld pe cuvdpopo
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Down cuvABw¢ HEYAAWVOUV WE TIC OIKOYEVELIEG TOUC: AauBAvVoUV eKTEVN
éykaipn mapéppaocn kat e101Kn eKMAIOEUTIKN UTTOO TN PIEN KAl Ol VONTIKEC Kal
AEITOUPYIKEC TOUG IKAVOTNTEC e€eNicoovTal TOANU TTEPLOCOTEPO OE OXEON UE
mplv amd pia yevid.®

Emyevetikn

AKOUN Kal ard Tn OTEVH MPOOTITIKN TOU TL onpaivel «@Uon», avayvwpiletal
A€oV 0TI, EKTOC amd Ta yovidla, uUTTAPXOUV KAl ETTIYEVETIKOI TAPAYOVTEC TTOU
nipémel va Bewpolvtal pépog Tou Ploloyikol duvapikol kaBe matdiov. OL
ETTIYEVETIKOI TTAPAYOVTEC amoTeAoUV Bloloyikég Stagopég mou oxeTiCovtal
ME Yovidla aAld dev agopolv Tnv arAnAouxia Twv (euywv Bdoswv oto DNA
€VOC atopou. Eva kaAuTtepa katavontd mapddelypa avtou €ival n anotu-
mwon, YUe Tnv omoia to DNA evog maidiol emonuaivetal pe KAmolo Tpomo
OTI TIPOEPYXETAl E(TE aTO TN UNTEPA Eite amd Tov matépa. Na mapdadeiypa,
6oov apopd Ta YeveTIKA ouvépoua Prader- Willi kat Angelman kat ta dvo
pmopei va mpokuYouv and uia dtaypaen oTo xpwpoowua 15q11-g13. Edv
autn n dtaypaer cupfei oto Xpwpdowpa 15 mou kKAnpovopunBnke and tov
natépa, Tote to matdi Ba mapovoialel To cuvdpopo Prader-Willi, aAld edv
n Staypa@n cupfei 0To PNTEIKA KANPOVOUIKS Xpwudowua 15, 1oTe 1o Tatdi
Ba éxel ouvdpopo Angelman.

To cuvdpopo eVBpavoTou X amoTeAei éva akdpa TTAPASELY LA ETTIYEVETIKOU
QPAIVOUPEVOU. 2XEO0V OE ONEC TIC TEPITITWOELG, N METAANAEN TTOU TTPOKAAE( TO
ouvdpoo, n omoia evtomileTal TNV MEPLOX ] TOU TPoaywyéa Tou yovidiou
FMRP, cuvobevetal ano peBuliwon tou yovidiou FMRP. H peBuliwon autn
eumodilel Tnv ék@paon Tou yovidiou, TPOKAAWVTAC TO CUVOPOO TOU €U-
BpauvoTou X oto maidi. T OTIAVIEG TTEPITITWOELS, WOTOCO, TO PETAANAYUEVO
yovidio dev pebBuliwvetal, emtpénovtac TNV mapaywyn kamotov FMRP kat
HE amoTéAeopa AlydTepo cofapd CUUNMTWHATA.

‘Eva tpito mapddelypa eMYEVETIKNC TPOTIONTOINONG ATTOTEAEI TO CUVOPOLO
Turner.’® Xto ocUvOpopo Turner, Ta KOPIToLla €X0UV HOVO éva XpWUOoWHA X,
TO omoio pmopei va KAnpovounBei site and tov matépa Toug &ite amod 1n
MNTEPA TOUG. ZUPPWVA E OPLIOHUEVEG AVAPOPEC, Ol KOIVWVIKEG KAl VONTIKEG
6e€16TnTEC O€ Kopitola pe cuVOpouo Turner umopei va dlagépouv avaloya
ME TO AV TO HOVO XPWHOOWHA X TTIPOEPXETAL ATTO TOV TTATEPA TOUG 1) aTTO TN
pUNTéPa TOuG. AN LATPLKA XAPAKTNPLOTIKA, 6w 0 SeikTng palag cwuatog,
Ta emimeda XoAnoTEPOANC KAl N TTAPOUCia VEQPIKWY SUCTIAACIWY, UTTOPEI
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emiong va oxetiovtal phe TNV TPOEAEUON TOU XpWHOCSWHATOC X. Ol EpEUVNTEC
urtoBétouv OTL UImopEi va UTTAPXEL €va 1] TTEPLOCOTEPA YoVidla 0TO XpwHOoWHA
X 1ov gival evepyd oToug AvOpeg (TTou €Xouv HOVO éva XpwHdowUa X), aANd
umopei va gival ueBuliwpéva Kal amevepyomolnuéva o€ £va amod Td YUValKeia
XpwHoowuata X Kal 6Tl oplouéVES Slapopég umopei emiong va Bpebouv dtav
TO Xpwuoéowua X petafiBaoctei oto maidi pe to cuvdépopo Turner.

Evllagpépouoa peNéTn éxet Oeifel 0TI Ta povoluywTikd Sidupa, Ta omoia
€xouv €€ oplOPOU TAUTOONEG YEVETIKEG aAANAouxieg, umopei va éxouv O1-
APOPEC OTNV ETTLYEVETIKNA TOUC Katdotaon. Q¢ ouvénela, ta idupa umopsi
va mapouctdlouv Slapopéc we po¢ To Babuod otov omoio ekppdlovtal Ta
ETIIYEVETIKA TpoTTOTOolnuéva yovidla, To omoio umopei va odnyroel og dla-
POpPEC OTOUC PavoTUTIouC Touc. Ta Sedopéva Seixvouv OTL Ol ETTIYEVETIKEC
Slapopéc Twv 016VPWVY avfdvouv pe TNV nAikia, dlaitepa edv ta Sidupa
Couv Xwplotd 1o éva amo to dANo. To cupmépacua gival 0TI Ta S1apopeTIKA
niepiBaiAovta ota omoia Bpiokovtal ta Sidupa ival n artia TNG EMYEVETIKNAG
TOUC ATTOKAIONG KAl ETTOUEVWE, TWV QPAIVOTUTIIKWY S1aQOP WV TTOU TIPOKUTTITOUV
peETAEL Twv TavouoloTuTiwy S16UHWY. To cuumépacpua auto ummootnpiletal
amd euprpata og {wa mou anmoSeIKVUOUV OTL N ETTIYEVETIKI KATACTAGCN EVOC
atopou umopei va aAAdel katd tn Sidpkela TNG (WG WG CUVETIELD OUYKE-
KPIMEVWYV TTEPIBANNOVTIKWY EUTTEIPLWV.

Blohoyikég epmelpieg

H gupeia mpoomtik 66OV apopd TNV EMIPPON TNE PUONG TTEPIAAUPAVEL OXL
HOVO YEVETIKOUC KAl ETTIIYEVETIKOUC TTAPAYOVTEC AAAA Kal BloAOYIKA YeyovoTa
Tov BlwvovTal €iTe MPOYevvNTIKA €iTe peTayevVNTIKA. MNapadeiypata amote-
AoUV n TpavpaTiky eykKe@AAIKr BAARN, N uTTOEIKA-IOXAIUIKE EYKEPANOTIAOEIQ,
n MNviyyoeyke@ahitida, ol cuyyeveic SUOTIAAGIEC TOU EYKEPAAOU Kal N TTPO-
YEVVNTIKN ékBeon o€ pappaka. Ot emoTHUOVEC SlamioTwoav TPoc@aTa OTl
N TPOYEVVNTIKN €KOEON OTOV KATIVO a@VEL éva BLOAOYIKO ATTOTUTTWA OTO
emyoviSiwpa Tou maldlov - CUYKEKPIUEVA, TO TTIPOTUTIO TNE HEBUAiwaoNg Tou
DNA napapével S1a@opeTikd, akoun Kal o€ nAikia 3 éw¢ 5 etwy, oe maldia
TWV omoiwv ol uNTépec kamvifav Katd tTn S1dpKela TNG eyKupoolvnc.'? Emeidn
autoi ol mapdyovteg €xouv évav KaAd KaBoplopévo BLOAOYIKO UNXAVIGUO,
€xel BewpnOei 611 €xouv évav 1oXUPA MEPLOPLOTIKO PONO OO0V APopd TNV
aAvamtu 0K -CUUTTEPLPOPIKA éKPBaon. ZQAAUATA O€ TETOLOUC GUAAOYIGUOUC
umopei va Bpebolv og KATAOTACEIC OTIWE O UTTOCITIOHOC, Ol EVOOUNTPIEC AOL-
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MWEELC Kal ol xpovieC aoBévelec. AUTEC oL TTABNOEIC eival amo TIG TTLO KOLVEG
Blrohoyikéc emnppoéc mou avtiyetwmi(ouv Ta mMaldid mMayKoouiwg, Ye KOpla
mapadeiypata Tov UTTOCITIoOUS MPWTEIVWVY Kal TIC eANeiP el a1drpou Kat 1w bi-
ou. MNa kA&Be pia amd auTég TIC KATAOTACELG, UTTAPXEL €vag oaPniC BLoAoYIKOC
pHNXaviopog dpdong, aAd o kaBévag UMopEl va CUCKETIOTEL e €va VP0G
avanTuélaKWV-CUPTTEPIPOPIKWVY EKPAcewV. EKTIHATAL EUPEWC OTI N éKPBacn
TWV KATAOTACEWVY aUTWV £€apTATAlL ATTO TNV EMITUXIA TWV TAPEUPATEWY
TTOU €XOUV EQAPUOOTEL KAl OTOXEVOUV E(TE OTIC UTTOKEIMEVEG OUVONKEC €iTE
OTIGC AVATTTUEIOKEG-CUUTTEPLPOPIKEC CUVETELEC TOUG. Twpa pabaivoupue oTI
TO 1610 10XVEL Y1a TIC YEVETIKEG Sl1apOopEC Kal yia TIC BIOAOYIKEG CUVONKEC TIg
omoie¢ maAalotepa PAEmape pe évav o olpoAatpiko Tpoémo. Qaivetal ToAD
mOavoé 6t n peAovTikn épeuva Ba deifel Tov Spduo yia mapeuPacelg mou
umopei va fonBricouv oTnV AVTILETWTION TWV BIOAOYIKWY KATACOTACEWY TTOU
10TOpIKA Bswpolvtav avOekTikéG oTn Bepanceia. Mapdadelypa, amoTeAei, n
Bepameia meplopiopoy, pia mbavn Oepareia yia eoTiakn eykKeQAAIKA BAABN
Kal EYKEPAAIKN TapdAuaon, n omoia culnTeital MAPAKATW.

MepiBallovTikoi mapdyovteg oTnv avantuén
KOl TN CUUTTEPLPOPA TOU TTaLdlov

H moikiAia Twv mepIBarNovTIKWVY 1 BLWUATIKWY TApAYOVTWY TTou enpedlouv
TNV avdamntuén Kat tn cuumepIYopd Tou matdlov ival peydAn. Onwc kabiotatal
TTPOPAVEC, AKOMA KAl Ao Jid CUVTOUN MAPABeon AUTWY TWV TTAPAYOVTWY
— anmd TNV OElPd TNC YévvnNong, To LoPQWTIKS emimedo TNG UNTéPAC Kal TN
SUVAIKA TNC OIKOYEVELAC WC TNV OLKOYEVELIAKI QTWYXELD, N TNV KAKOToinon
Twv madlwv Kat Tn duvapn NS BeNOKEUTIKAC TTOTNG - Ol BlwUATIKOi Tapdyo-
VTEC UTTOPEIL va gival €iTe evePYETIKOI €iTe eMPBAAPEIC WC TTPOC TIC EMIMTWOEIC
TOUG, OL OTTOIEC UTTOPEI VA €ival AUECES N EPUECEG WG TTPOG TOUG NXAVIOMOUG
TOUG. 2XeO0V 0 ONEC TIC TEPITTTWOELG, Ol UNXAVIOUO( E TOUC OTTOIoUC auToi
Ol TTAPAYoVTEC aoKoUV TIC emOpPATElC TOUC gival akdua AyvwoTol, woTdG0o
amotelel yvwotr umoBeon 6T1 ol Blwpatikoi mapdyovteg Spouv PEow TNG
TMAQOTIKOTNTAG TOU EYKEPAAOU, €iTe yvwpilovtag €ite OX1 TOUG akpIBEiG unxa-
VIOHOUG. O eykéPalog €xel Tn Suvatotnta va Sdtapopewbei (yahouxnBei) amo
EPIBANNOVTIKOUC TTAPAYOVTEC EITE UE WPENIO TPOTIO, TTPOC MIA AEITOUPYIKA
BeTIkn KaTteLOLVON, €iTe e EMPAERN TPOTO, TPOG UIA AEITOUPYIKA APVNTIKN
KatevBuvon. AlatunwvovTdc To e AANO TPOTIO, Ol BIWHATIKOI TTAPAYOVTEC
TEAKA OpOLV PEGW VEUPOBIOAOYIKWY UNXAVIOUWY YIa VA SIAUOPPUWCOoUY TV



