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AAAnAoUxLon Néag Meveac oe Nawdia kat EpRpouc pe 2opapn Nayxvoapkia
NpwwungEvapénc : Tautoroinon Mevetikwyv MapaAdaywv mou Zxetilovtal Ue

Movoyovidiakn lNayvoapkio
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1 Movada EvSokpvoloyiag, MetaBoliopot kat Ataprtn, A’ Mawdtarpikh) KAWLKA 10TpkAC EXoAARS
EKMA, Noookopeio Maidwv «H Ayla Zodia» Npéypagpa ROAD
’Touéag Evbokpivoloyiag kat MetafoAlopol, Kévtpo KAWVIKAG, MeEpaUaTIKAC XELPOUPYLKAG Kal

MetadbpaoTikng Epeuvag, 16pupa latpofloloyikwyv Epeuvwy Akadnpuiag ABnvwy



EIZATQrH KAI ZKONoz

* Hnoyuvoapkia anoteAel Xpovia MOAUTIOLPOLYOVTLKN ,
vO00 amo OANAETIEPACN YEVETLKWV, ETIYEVETLKWV Kol ZKOTOG

TEEPLBAANOVTLKWYV TIAPAYOVTIWV. . . . .
a Alepglvnon ouxvotntag Kot GACHOTOG YEVETIKWY

napallaywv os matdid/edprBoug pe cofapn

. . . PR
OL povoyovidLakég popdég mayvoapkiog (~1-5% rayUoapKia TPGOUING Evapenc

coBapwv neputtwoewv) ) odeilovtal o maboyoveg
TapaAAayEC TOU povomaTtiol AEmtivnc—pUeAavoKopTivng,

4

LE TIpWLUN €vapén kal aveéEAeyktn unepdayia [1,2]. ) ,
: : ° A&lomoinon texvoloyiag Next Generation Sequencing
Y ﬁmﬂ mﬂﬂ (NGS) oto mAaioto tou mpoypdppatog ROAD [3]
; G : ‘E“. \ F ° JupBoAn otnV £€yKalpn avayvwpLlon LOVOYovLISLaKNG
nﬁﬂfl"nggj T o attioloyiog
/(4 A N,| neuron
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AZOENEIZ KAl MEOOAOI
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Kputripra EmttAoyiig MeBoboloyia — WES [5]
<18 etwv, AMZ 2970 ekatoOTNUOPLO Whole Exome Sequencing — epldepikd aipa (EDTA)
Avixveuon SNVs, indels, CNVs

Epunveia Baosl kateuBuvtipliwv odnywwv ACMG [6]

Mpwiun évapén maxvoapkiog
Ynepdayia

Navel yovidiwv: 88 yovidia + 1 XpwWHOCWLKI) TIEPLOXN
KaAumtel oxedov OAa Ta yvwoTA yovidia omaviwy
YEVETIKWV VOowV Ttaxuoapkiag (RGDO)

OETLKO OLKOYEVELOKO LOTOPLKO

A\ Meploplopoi: Mewwpévn avixveuon SOUKWY avadLlatdéewy Kot tapallaywy o€ PN KWSLKOTONTLIKEC 1 XAUNANG KAAUYP NG TIEPLOXEG
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ANOTEAEZMATA

70 P 0% Xwpig maBoydvo mapaiiayn
15 appeveg (53,6%), 13 BrjAeLg (46,4%) — bev
n =28/40 arokAeietal yeveTIkA atttoloyia

MNapaAlayEcg aB£Baing kKAWIKAG onpaciog (VUS)
17 5% (5 appeveg, 2 BAeLg)
’ MC4R (n=2), NTRK2 (n=2), BDNF (n=1), MRAP2
0= 7/40 (n=1), MC3R (n=1) — cuvoAlka 5 StadopeTikd
yovidia.
Ava 2 Telyn adepdwv — OLKOYEVHG CUYKEVTPWON

12 5(y Mapaliayég yovidiou PCSK1 [7,8]
’ 0 (ouyvotepo glpnua - 4 appeveg, 1 OAAL)
n = 5/40 Etepoluywtia, Méon nAwia 11,9 €tn, péoog AME

47,3 kg/m?, évtovn unepdayia
O Xwpig maboyovo mopaAiayy BEVUS B PCSK1 mapoallayég
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2YMNEPAZMATA

EKTETAUEVOC YEVETIKOC EAEYXOC AVESELEE YEVETIKN
01 ETEPOYEVELQ [IE TIEPLOPLOUEVN AVIXVEUDN
naBoyovwyv mapaAlaywv.

NapaAlayEg aBEBaing kKAWLKAG onuactiag (VUS)
02 avixveLBNKav 0 ONUAVTIKO TTOCOOTO A0DEVWY
(17,5%).
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04

&

Eupruata oto PCSK1 umodnAwvouv mibavn
OUUMETOXN Tou yovidiou og urtoopada acBevwv
(12,5%).

H amouoia naboyovwyv mapoaAlaywv Sev amokAsist
VEVETIKI] altioloyia.




