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FENETIKOZ EAEMXOZ (etA£ETe TNV KAtAAANAN e&€taon):
(Ze kaOe mepintwon anatteitat cuvevvonon pe to Epyaotipto, 25510-30522)

AAAnAoUXNnon emopevng yeviag - Whole Exome Sequencing (WES)

AAAnAoUxNnon emopevng yeviag - Whole Genome Sequencing (WGS)

BlortAnpodopiki avaiuon dedopEvwv AAANAoUXNON EMOUEVNG YEVLAG

Kapuotumog nepidpepikov aipatog

AxovdpomAacia (FGFR3: atoXcsuHEvog EAsyXog apaAllaywy c.1138G>A/C)

Bapnkoia (GJB2: otoxeupevog eAeyxog tapaAiiayng c.35delG)

Kuotikn ivwon (CFTR: atoXeupévog EAeyxog mapaiiayng AF508)
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ENTYMNO ZYTKATAGEZHZ
OF/H KATWOU UTTIOYVEY D OHEVOG/ M. eeeeeeeeeaunennuuunueeaaeaneeeaeeraeereeeeeetteetteettetteteeteeteeaeeeeeeeseeesseesseessesssssssssssssssssssssssssssnns ouykatatibepat otn
OLEVEPYELL TNG YEVETIKIIC ECETOONG v vvvuvrvvrrvrrrrarrrrerreereeeereeeeereeeteeteteeseeeteeeeeeeeteseeeeeeeeeesaeseeseseessesseesseesssesssssssssssssssssssssssssssssssssssnns o€ epéva
L TOV/TNIV/TO teieeeeieeeeeeeeeeeeeeeeseee e e et eeeeeeeeeeesaaesaassasessssssssssssssnssssssssssssssasaeaaesaeeaaeeeaeeeaeeeeaaeaeeeeeeeeseeaeeaeeeeeaeaaeeaes Kat dnAwvw evutidypada otL

o Exw evnuepwbei emapkwg o 0,TL adopd TIC dUVATOTNTEG KAl TIEPLOPLOHOUC, TO XPOVO JLEKTIEPAIWONG, TO KOOTOC TNG £EETACNC KAl
OTLauTA tepLlopideTal oTnNV altia TapaAToUTIHG yia TNV oTtoid yivetat o EAeyX0Gc.

o Exw katavorjoel OTL Ol YEVETIKEG £EETAOELC €ival apKeTA TTOAUTIAOKEG Kal suaiobnteg kal €xouv TBavotnta odpdApatog i Un
SLayVWOTIKAG amavinong, OTwe auto Ba eplypddetal otnv €KBeon AMOTEAETHUATWV.

o Exw evnuepwBel kal katavonoel OTL n €kBeon amoteAeopdtwy Tou Ba pou doBel ypamtwe Teplopidetal otn PEAETN
yoVvLdiou/yovidiwv TTou €X0UV OXECN HE TNV ALTia TTaPATIOPTIAC.

e  Ymdapxel n mBavotnTa yla tnv oAokAnpwon tng e€€taong Kat tnv afloAdynon-epunveia twy supnudtwy va Zntnbouv deiypata
HEAWV TNG olKoyeveiag Tou €EeTAlOPEVOU ATOHOU yla TEEpATEPW dlepelvnon Pe AMeG pPeBodoAoyieg Pe ETITAEOV KOGTOC Kal
OXETIKN ouykatabeon.

e Ta amoteAéopara TNg YEVETIKAG avaiuong dev eival BEPRato otL Ba odnynoouv otnv amokaludn Bepaneiag f mpoyvwong tng
Tabnong kat tavta agloAoyouvTal 0€ CUVAPTNON HE TNV KALWVIK EIKOVA KAl AAAA EPYACTNPLAKA EUPAHATA TOU EEETALOPEVOU.

e EivatuBavo va {ntnbei kAwvikr emtavagloAdynon tou eEeTalOPeVOU, KaBWCE UTIopEel amd To YEVETIKO EAEYX0 VA TIPOKUPOLV eLprATA
ouPBATA PE TIaPaATARoLa KAWVLKEA ELKOVA TIOU OPWG OV avahEPETAL GTO EVIUTIO TIAPATIOUTIAC.

o [MAnpodopieg yla ta anoteAeopata Twy eEETATEWY, £iTe eival BETIKA I apvnNTIKA dev TtapExovTal TNAEPWVIKWG. AuTtd TtpoadEpovTtal
HOVO YypATITWE OTOV TIAPATIEUTIOVTA LATPO KAl OTOV eVOLAPEPOHEVO KATOTILY CUVEVWONONG.

e Je mepimtwon akatdAAnAou deiypatog autd Ba kataotpadei kat 6a {ntnbei kawvoupyLlo Xwpig ETTAEOV XpEwon.

e To Epyaotrplo levetikng dev dpepel kapia euBLvVN yia oTOATIOTE TIPOKUYEL KATOTILY YVWOTOTIOINONG TWV ATOTEAECUATWY OTOV
e€etalOpevo/oTnV olKoyEvELd.

o Ta dedopéva Twy eEETACEWY Kal TA amoTteAEopata eival EPTILOTEVTIKA KAl KAAUTITOVTIAL ATtO TO LATPLIKO AmtoppenTo. Ta TTPOCWTIKA
dedopéva dlatnpouvial oe acharég apxeio oto Epyaotriplo MNevetikig kat eivat TpooBActya Hovov amo eEELOIKEUHPEVO TIPOCWTILKO.

o Edappuodlovial 6Aa ta anapaitnta HETPA yla TNV acPAAELld TWV TIPOCWTIKWY dedopEVWY, cUPdPwva pe To Eupwrmaiko Kavoviopo

(GDPR).

e Alatnpw TO dSkaiwpa TN «ARBNG» TOu LATPLKOU HoU apxeiou, To omoio odeidw va yvwotomoljow eyypadwe oto Epyaotrplo
levetikng tou AlMO.
[ [UET 0o 8] 31V, (o FON PPN 4100177070 1)) o VOSSR

2x€on e tov cuppetexovta: [1Toveag [1Nopwog Ekntpocwtiog [1'Exwy tnv etiipeAeta [1 AAo

Tuxaia evpApata:

MBava yevetika eupnpuata, ta omoia mbava dev oxetidovial pe TNV ALTia TapamopTing, aAAd eival KAVIKA onPaviika yla tnv uyeia tou
e€etalopevou atopou R/Kat Twv €€ aipatog CUYYEVWYV TOU /KAl eival XpHAoLpa yia ToV OLKOYEVELAKO Tipoypappatiopo. H mbavn avadopa
TETOLWYV eupnUATwWY Baciletal: 1) otnv Tuxaia eLpeon Toug Katd tn dadikacia dlepelivnong TNE ALTiag TTAPATTOUTIAG, 2) otn oadn
KATNYopPLoTtoino ) Toug we taboyovwy A TiBavwg taboyovwy clpdwva pe ta onuepva BiAloypadikda dedopéva Kal TLg

kataxwpioslc oe Bdoelg dedopévwy, 3) oTn duvatoTNTa TEPATEPW HEAETNG KAl KAWIKNG a&lomoinong. H pn avadopd tétolwv
eLPNUATWY dev amokAeiel TNV UTTAPEN Toug Kat dev e€aodailel Tov evdeAexr Kal TIAN PN EAEYX0 yla auTd.

ETuBupw va evnuepwbw ya tuxaia euprpata: Naw O ‘ox O

[ [UE=T o] 0] 51V (o FuNu N 41001070 (1] o VOO RRRRRRRRN

ARAwon Tou atopov Tou AapBavel tn ocuykatabeon

‘Exw dwaBacel pe akpifela to EVIUTIO He 600 KAAUTEPO TPOTIO Kat ipal oiyoupog/n otL o efetaldpevog Katavoel Ta mapamnavw. EmpBepaiwvw ot do0nke
OTOV CUMHETEXOVTA N EVKALPIA VA UTIOBAAEL EPWTAOELG OXETIKA HE TN HEAETN KAl OTL OAEG OL EPWTNOELG TTOU TEBNKaV amd Tov efeTaldpevo €xouv amavtnel
OWOTA KAl PE TOV KAAUTEPO Suvato TpoTo. EmBefatwvw OTL To ATopo dev €xel e§avaykaoTel va dWaoeL Tn ouyKatdBeon Tou Kal OTL N ouykatdbeon d0Onke
eAelBEPA KAl OIKELOBEAWG.

OVOUOTETIWVUHO KOL YTIOYPODI: teeeeeeeuiurureureteseeseesastautraeteeeeseessnnssnsesessessesannsnsessesessessssassassssesessessnsssnsssseseesessssanssnssseseesessesssssssnseseesesssssnsssnssssesesaens
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Il. ZYTKATAGEZH ZYMMETOXHZ ZE EPEYNHTIKO EPIO

YUPPETOYN] OTNV EPEVVITIKN neAéTn pe TitAo: «YTINpesies peAéTnG Kot S14YVOGTG OTAVIMV YEVETIKMOV VOGT|LATMV TOV avOpOTOY»:
Eyw diofacer tc mopeyOuUeVeS TANpopopies i Lov Tig Eyovy diafidoel. Eiyo tny evkouipio vo, KAV EPWTHOEIS CYETIKG, [IE TO TEPIEYOUEVO THE
EVIUEPWONGS KOl OAES 01 EPWTHOEIS Hob amavtBnkay ikavoromtika. I vwpilw ot Oo pov 6obsi avtiypapo avths e popuos ovykordbsons
Ko 0 EpevvnThg o puAdcel Eva GALo avTiypopo o opyEeio. Zoupwved o1kel00eAmds Vo cOUUETATY® (1] TO TEKVO LOD) T€ OTH THY UEAETH/EpEDVaL.

Yyéon pe tov ovppetéyovto: [ Tovéag [ Noppog Exnpdcmnog [1 AAAo
Hyepopnvid. ..oovvvvniiiiiiiinne. D 17001010 PP

2vykatabeon yio yprion [eyypagns Pivieo/pwtoypagiag] yio. orkomods  OHUOGIOTOINONS, TOPOVGIAOHS 1 EKTOLOEVTIKOVS. ZVUPWVED Ol
[Prvreookornioeis / nyoypapnocis / pwtoypapnocig] mov e mepiloufavovy kai Exovv Anpbel katd v Jidpkeio TS pEAETNS/Epevvag, yio
OKOTIOVG ONUOGIOTTOINoNS, Tapovsioons 1 ekmaidevtikovg. Nau O opQd

ZuyKoTa0gon Y10 TV (P 61] TPOCOTIKAV O£O0UEVAOV Y10 HELLOVTIKEG peEAéTEG/EPEVVES 0t0 TOV EY / S10101pacpog EpEuvTIKAV £00UEVOVY HE
arlovg epeovnTég

O EY ywa ta emdpeva S xpovia 0o xp1GLOTOGEL TO TOPEYOUEVO LOTPLKA KoL EPYOTTNPIOKE SESOUEVH OVAVULLO LLOVO Y10l TOVG EPEVVITIKOVG GKOTOVS
™G TaPoHOTG HEAETNG KOTOTLY TNG TOPOTAVE GLYKOTAOEoNS cac. [T€pav g xpnong avthg evogyetat, Opms, o EY va dtatnpnoet ta dedopéva oag yio
emmAiéov 10 xpovia yio perdovtikn épevva. Ot ouvepydteg epeuvntég Ba ta £xovv ot d1dbect Tovg povo kmdwonompéva. H opdda tov épyov dev
0o emkowwvioer palli oag v mpdcebetn ovykatdeon oe ovty TN HEALOVTIKY €pguva. Ze auTHV TNV mepinTmon to dedopéva cag Oa eivan
KOIKOTOMUEVA KoL 01 £pgLVNTEG de Oa Exovv Kapia TpOSPaon oTa TPOSOTIKA Gog dedopéva. Mmopeite va emkovavioete pall Log avi Taoa oTryun
Y0, VoL pog CnTHOETE VO GTOUOTCOVLE VO YPTGLLOTOLOVLE TTATPOPOPIEG TTOV GO ApOPovV. Q6TdG0, Ogv B0 UTOPECOLLIE VAL TAPOLLLE THOW TO. GTOLYELD
7oL £Yovv NON ypnotpomombel Kot Exovv eviaydel TNV £pevva Kot 0popovV To. ETGTNHOVIKA dedopéva. Epocov embupieite va dtakdyovpe T xpnon
TOV TANPOPOPLAOV TOV GOG ALPOPoVV, Umopeite va emkovavioete pe Tov EY (otoyeia emkotvovioag: tA. 2551030522 mail: nimarinak@med.duth.gr).

Nat, GUHEEVD LE TO AVOTEP®
Oy, 0V CLUPOVD [LE T AVOTEPD

OVoLOTETDOVVIO ZUULUETEXOVTOL

Hpepopnvia Yroypaon

ANioon Tov atépov mov Aapfavel Tn cvykatadeson

‘Exo Swfdoet pe axpifeia 1o Evivmo evnuépmong pe 660 KOADTEPO TPOTO Kot EifLoL GIYOUPOG/T OTL O CUUUETEXMV KOTAVOEL TOL AVATEP® KOl OGO OVOPEPOVTUL
670 évtuno evnuépwonc. EmPefaidve 6Tt §60nke oTov cuppetéxovta 1 evkatpio vo VTOPALEL EPOTNOELG CXETIKA LE TN HEAETN KOt OTL OAES Ol EPMTNCELG TOV
TéONKav 0o TOV CLUUETEXOVTA €OV anavindel cmOTA kat pe Tov kaAvtepo dvvatd tpomo. EmPefardve 61t To dropo dev €xel eEovaykaotel va dOoEL T
ouyKkotddeotn Tov kat 6Tl 1 cuykatdbeon 500nke ehedBepa kot otkelofehms. ‘Eva avtiypagpo tng poppag cuykatdbeong £xet d00ei otov cuppetéyovoa.

Ovopa gpguvnty| / mpoc®dnov mov AapBdvet T cuykatddeon

Hpepopmvia Ymoypoen
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