NMAHOY2ZMIAKOZ MOPIAKO2
EAEMXO2 KYZTIKHZ INQ2H2

A.MMNAAAZOMNOYAOY
EPFAZTHPIO MOPAKHZ FENETIKHZ AIATNQZTIKHZ
KENTPO MEZOTIEIAKHZ ANAIMIAZ
NAIKO NO2ZOKOMEIO




® NAHOYZMIAKO2Z EAETXO2z KYZTIKHZ INQ2H2 2TON
EAAHNIKO NAHOYZMO

® 2E NOIOYz NAPEXETAI
¢ ANO NOIOY2 NAPEXETAI

® NQz NAPEXETAI

SITE “SUyxpova SedOPEVA, TPEXOUTES TIPOTEYYIC
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= ZEYTAPIA ANANAPATQriKHz HAIKIAZ (Epdoon o€ MEPLTTWOELG
IVF) Zuyyeveic maoxoviwv R 1én StamiotwpeEVwY eTEpolUYWTWV

" [lEPLOTOTIKA UTIOYOVLULOTNTOLG
" [EPLOTOTIKA LE EVPHLOLTOL UTTEPNXOYEVOUC EVIEPOU OTO EUPpuO

= JuvnOwc kata tnv Kunon (cuxva o mpoxweNHEVN NALKLO
kunong)

= InV MAELOVOTNTA TWV TMEPLITTWOEWV EAEYXETOL APXLKA O EVAC EK
Twv V0 cuvtpodpwv (Aoyw Kat tou uPnAol KOGTOUC TNG
gg€taonc)

dIayVWOTIKA G)a)\acoalulag Kal KUO‘TIKr]g wonc-Mn
TTpoyevvnTIKOG €Aeyxos™ 29/1/2016




® NAPAMOMIMH
® JuvnOwc amno Tov patevtnpa

® Juxva autoBoUAwc AOYyw MPOCWTILKAG EVNHEPWONC
(btAko mepiBaAAov, internet k.a)

® INUOVTILKOG OpLOUOC pateutnpwV e€akoAoUOEL va pnv
EVNLEPWVEL YLO TOV EAEYXO

® AvVOyKOLOTNTA EVTATIKOTOLNONC EVNUEPWONC

2IF'E "Zuyxpova dedopEva,
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dlayvVwOoTIKA G)a)\aooalplag Kal KUOTlKng
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® 3TNV MAELOVOTNTA TWV NMEPLITTWOEWV Ol £EeTA{OMEVOL HEV
glvall EVIILEPOL TIPLV TOV EAEYYXO YA TO vOoonpa (KAwiKNn
£LKOVQA, CUXVOTNTO) OUTE KaL yLa TI¢ SuvatoTNTEC TOU
e\Eyxou

dlayvwoTiK Oalacoaiyiog kal KuoTiKAG Tvwong-Mn eTTEURATIKOS
TTPoyevvNTIKOG EAeyxoG 29/1/2016




® O €Aey)oC MPAYHATOTIOLELTAL OE EpyaoTAPLA TOU ANHUOCLOU
[Mavenmotnpio: (Xwpepeo, MNav. lwavvivwy, Nav. Adapioa)
EZY (Aouko Noookopeio)]

Kat Idtwtikov Topéa

dlayvwoTiK Oalacoaiyiog kal KuoTiKAG Tvwong-Mn eTTEURATIKOS
TTPoyevvNTIKOG EAeyxoG 29/1/2016




* QAev unapyeL emionun kataypodn Twv napoXwv Tou
nAnOuopiakoU eAEyxou oUTE Kal Tou aplOpou twv
e€etalopEVWYV ETNOLWG

*  Aduvapia uTtoAoyLooU TNC EMIMTWONG TOU EAEYXOU OTLC
YEVVNOEL TAOXOVIWV

* Mapatnpeitou puKpn peiwon yevwinoewv nacxoviwy (tpodpopiki
ETUKOWVWVIO LE KALVLIKO KEVTPO)

* MBavov va odeileTal oTn LELWON TWV YEVVIOEWV TA TEAEUTALO

€N
2010 201 2012 2013 2014
lewnrosig 114766 106428 100371 94124 92.148
Bdavarol 109084 111099 116668 111794  113.740
Aagopa 5.682 4669  -16297  -17660  -21.592 -

7 OkTwBpiou 2015 EASTAT

2IF'E "Zuyxpova dedopEva, 0€g [e]e
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Mag evoiadEpel we ZINE pa tétola kataypodn?

2IFE "Zuyxpova dedopEva, TPEXOUOES TIPOOEYYIOEIS OTN HOPIAKN
dlayvwoTiK Oalacoaiyiog kal KuoTiKAG Tvwong-Mn eTTEURATIKOS
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neodoloyLa

® H nebodoloyia availuvong Twv HeTaAAAAEEWV TTOLKIAAEL
® Scanning, screening methods
® Sequencing, MLPA

® Anopaitntoc o KaBoplopo¢ toocootoU KaAuync tou
OUYKEKPLUEVOU TAnBuouoU Baocel BLBALoypadLkiC
ovadopac
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® Asdopéva yia tov EAANVike mAnOuouo

“"Moplakn peAétn ko MpoAnyn Kvotikn¢lvwoncg otov
EAAnVIKO MTANOuouo

E.KavapBakng, M.TZétn APXEIA EAAHNIKHE IATPIKHE 2006, 23(5):
455-472 ARCHIVES OF HELLENIC MEDICINE 2006, 23(5):455-472

2Il'E Zuyxpova 5850p Va, TPEXOUC ) R
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OPIAKH MEAETH KAI TTPOAHWH KYZTIKHE INQZHE

vakag 1. Zuxvénta petadddéenv yovidiov kvotknig fvwong oe 500 ndoxovteg ‘EAAnveg.
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E. KANABAKHE kai M. TZETH

livakag 1. Zuxvéinta petadddfemwv yovibiov kvotikng fvwong oe 500 ndoxovies ‘EAdnves (ouvéxeia).
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MNocooto kaAuyng touv EAnvikou mAnBucpuou = 92%
MeyaAUTEPO QMO AUTO TO MOCOGCTO HEV MPOKUTITEL ANO

BiBAoypadikn avadopa

Mooooto kaAuyng 100% (avadEpetal amo epy. |IdiwTtikov
TopEa) eivat outorniko... Castelliani et al. (2008) ...1-5% of CF
alleles remaining undetermined ....,

...However, even the most extensive CFTR mutation screening
tests fail to detect all CF alleles in most CF populations.

ZIFE "ZUyxpova dedopéva

dlayvwoTikl @alacoaiyiag kal KuoTikng Tvwong-M
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® H EAAnvikn BBAtoypadikn maporounny dev
ocupnepltAapavel peyaAec eAAelP el Ko SumAaotoopouc

® Castelliani et al (2008) ....Evidence has accumulated that a
group of intragenic rearrangements (i.e. large deletions
and to lesser a extent insertions) (18) account for about 1-3
% of all CFTR mutations

® Juvenwc Oev urntapyouv BiBAloypawika dedousva ta onoia
dlkatoAoyouv mooooto kaAuvuync tou EAAnvikou
nAnBuouou usyaAvtepo tov 95%

SIFE “SOyxpova SeBOpEVE

dlayVWOTIKA G)a)\aooamia Kal KuoTikig Tvwa
TTpoyevvnTIKOG €Aeyxos™ 29/1/2016




To nocoooto KaAuPng dtadopomnosital avaloya e TNV €OVIKA
Kataywyn tou e€etal{OEVOU

Anopaitntn n yvwon dnupoypodilkwv otolxeiwv tou eEeTal{ONEVOU
Kol N EVNUEPWON Tovu oxetika (Bobadilla JL, Macek M Jr, Fine JP,
Farrell PM. Cystic fibrosis: a worldwide analysis of CFTR mutations
—correlation with incidence data and application to screening.
Hum Mutat 2002 Jun;19 (6):575—-606. [PubMed: 12007216)

2€ TLEPLITTWOELC OTIOU aVOLPEPETAL OLKOYEVELAKO LOTOPLKO TNC
vooou, Ba rmpEmnel va avalnteitol o yovotumocg Tou nnacyovtoc/

gtepoluywtn

SIFE “S0yXpOVQ SESOMEVD

dlayvwoTikl @alacoaiyiag kal KuoTikng Tvwong-M
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® CFTR mutations may be clustered into four groups
according to their predicted clinical consequences:

1) - Mutations that cause CF disease
2) - Mutations that result in a CFTR-related disorder
3) - Mutations with no known clinical consequence

4) - New alterations

2Il'E Zuyxpovcx 5850 Va, TP!

OlaYVWOTIKN OG)\GGOGIUIGQ Kal -':-— TrelR
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® [ Tig TPEic MPWTEC Katnyopieg yivetal avadopa os
® http://www.genet.sickkids. on.ca

® http://www.cftr2.org/

® Consensus on the use and interpretation of cystic fibrosis mutation
analysis in clinical practice. D. Castellania,*, H. Cuppensb, M. Macek
Jr.c, J.J. Cassimanb, E. Keremd, P. Duriee, E. Tullisf, B.M. Assaela, C.
Bombierig, A. Brownh, T. Casalsi, M. Claustresj, G.R. Cuttingk, E.
Dequekerb, J. Dodgel, I. Doullm, P. Farrelin, C. Fereco, E. Girodonp, M
Johannessonq, B. Keremr, M. Knowless, A. Munckt, P.F. Pignattig, D.
Radojkovicu, P. Rizzottiv, M. Schwarzw, M. Stuhrmannx, M. Tzetisy, J.
Zielenskie, and J.S. Elbornz J Cyst Fibros. 2008 May ; 7(3): 179-196.
doi:10.1016/j.jcf.2008.03.009

Dog BLAoypadpikwv avadopwv
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NEEC- LN KATOYEYPOAMHEVEC AANAYEC

® Avuéavetol n cuxvotnTa aViXVELONG Toug, AOyw XPNnong
VEWV TEXVOAOYLWV

® AvViXVEUON KUPLWC OE ATOMO TOU YEVIKOU MAnBuouou

® Meilov npoBAnua otV NAPOXN YEVETIKAC CUUBOUAEUTLKAC

TTpoyevvnTIKOG €Aeyxos™ 29/1/2016




® Xpnon in silico avalvong (Koto MPOTiNoNn MEPLOGOTEPWYV TOU
EVOC MPOYPAUUATWYV) WE EVOELEN HOVOV

® Ektipnon tng enimtwong avaloya pe to €606 tng aAlayng

® Av dev npokuntel cadEC cuunEpacpa, avodpopd we eVpnua
AyvwoTtnG KAWVIKAG onuaoiog

® Xpnowun BiAoypadikn avadopa :“Cystic fibrosis genetic
counseling difficulties due to the identification of novel mutations
in the CFTR gene.” Myrto Poulou a, Irini Fylaktou a, Maria
Fotoulaki b, Emmanuel Kanavakis a, Maria Tzetis a,« Journal of
Cystic Fibrosis 11 (2012) 344-348
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ATTOLVTNTIKA EVIUTTOL

® OLoUXVOTEPEG LETAAAAEELC ELVOL YVWOTEG ME TNV
napadooLOoK] OVOUOTOAOYia TOUC

® H legacy nomenclature givat anodekt aAAa Oa npeEmneL va
ouvodevetal Kot ano tnv Kkatd HGVS ovopatoAoyia

2Il'E Zuyxpova 5850p Va, TPEXOUC ) R
dlayvwoTIKA ©aAacoaiyiag Kai KUOTlKng vaong Mnmpﬁam(og
TTpoyevvNTIKOG €AeyxoG™ 29/1/2016




Ta svpnpata avadEpovral avaloywe we:
® [ladoyovec uetaAAaéeic

® AAAayec aBeBaing kKAvikng onuaoiocg

® AAAaysc ayvwotng KAWVIKAC onuaciog

® [loAuuop@ilopoi- aAAayEg aveu KALVIKNG ONUACIOC
Aev npemrel va ovureptAauBavovral otnv aravinon,
VEYOVOC TO OMmoio MPEMEL va SNAWVETAL OTO ATAVTNTIKO
Evtuno.

-

SIFE “S0yXpova DEGONEVE

SlayvwoTik Oalacoaiyiag kal KuoTikAg Tvwong-N
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INFORMED CONSENT

EruBeBANUEVO yLa OAEC TIC VEVETLKEC AVOAVUOELC
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