» EAAHNIKH AHMOKPATIA

Edvikov kat Kamodietpraxov
[Mavemotpiov Adnvov
IAPYOEN TO 1837

EPTAZTHPIO IATPIKHZ FENETIKHZ, IATPIKH ZXOAH
EONIKO KAI KAMOAIZTPIAKO NMANENMIZTHMIO AOHNQN

MNA YIIOWH®IOYZ FONEI2

EAErXOz ®OPEQN
rA NMPOAHWH TQN NIO 2YXNQN KAI ZOBAPQN KAHPONOMIKQN NOZHMATQN

To Epyactrplo latpikng Mevetikng tou Navemotnuiou ABnvwv, mpoodEépel EAeyxo GopEwv ylo cuxva Kal coBapd
KAnpovoulkad voonuoata. Ot popeig, ouviBwg, Sev epdavilouv cupntwpata, oUTE £XOUV OTNV OLKOYEVELA TOUG
ATOWO TIOU TTAGXOUV, KIVEUVEUOUV OLWG VA ANOKTHGOUV OITOYOVOUG TTOU TTALGXO0UV.

Mota €ivait TaL IO CUXVA KANPOVOLLLKA VOOTLoTa
Ta Lo cUXVA KANPOVO LKA VOO OTA OTN XWPO MOG LE BapuTatn KAWVIKY CUMMTwatoloyia eival:
e Awoodaipvonddeiec* (1 dopéag ota 10 dtoua)
e Kuotk ‘lvwon (1 popéag ota 20 dtopa)
¢ Nwtaia Muikn atpodia (1 popéag ota 45 dtoua)
e ZUvépopo EuBpavotou X (1 yuvaika ¢popgag otig 70-250)

Emniong oto 3,6% twv {euyaplwv e KaB’ €€V amoBoAEC CUVAVTWVTOL XPWHOCWHIKEG AVWHOALEG KAl LOO{UYLOMEVEG
MUETAOECELC.

Y€ 6Aa ta {euydpla mou emOUOUV VA TEKVOTIOLCGOUV GUVLOTATOL EAEYXOG yLa va StamioTtwOel edv ivau ¢popeig
yla £va ) TEPLOGOATEPQ QO TAL TP ATIAVW.

*Yrniapyet kot Movabda MAnSuouiakou EAeyyou  Awoopaipivortadelwy Tmou TapEXETaL oto  «KEvrpo
Awoopaiptvonadeiwvy tou IN.A «\akd»

Note Kat wg yivetat o EAeyxog GpopEwv
I6avikd o éAeyxoc popEwv yivetal mpLy TNV évapén tg KUNong (umopsei va yivel kot katd tn SLapKEL TOU TPWTOU
TPLUAVOUL TG KUNONG, oAAG Sev elval To TtPOTIUOTEPO). Amtatteital pa amAn awpoAndia amnoé toug urtoPidloug
Yoveic.
e Ta tnv KuotikA lvwon kat tn Nwtiaio Muik Atpodia o éAeyxoc eivatl mio mpakTikd va EEKVAOEL amo
v unodndla pntépa. O unoPrdlog Matépag eAEYXETAL, OTN CUVEXELM, HOVO av SlamiotwBel OtL n
unoyridla untépa eival popag.
e O €\eyxoc Tou cuvdpopou EUBpavctou X cuotivetal otnv urtoPrdla unTépa.
e O £AeyxoG yla XPWHOOWMLKEG aVWHAAIEC Kal LOOTUYLOMEVEG METABOECEL ocuOoTAveTAl v Yivel
TauToXpova Kal otouc dUo untoPridloug yoveic.
O €heyxog dopelag ylo ta ouykekpléva voonpata yivetal, cuvibwe, pia ¢dopd otn {wh tou avBpwmou Kal
MELWVEL CNUOVTIKA TNV TBavotnta va eival kamolog ¢popéag.

Ma nAnpodopicg kat pavteBou kaAéote oto thA. 2107795553 ) oto 2132013468.

Tuylvetal otav Slanotwvetatl OtL Eva {Euyapl KLVSUVEUEL va QTITOKTIOEL ALMOYOVOUG TIOU TTACXOUV

Metd tnv oAokAfpwon Twv Epyactnplokwyv efetdoswv oto Epyactrnplo latplkng lMevetikng, Sivetal dwpeav
YEVETIKI] CULBOUAEUTLKN QMo EUTELPOUG YEVETIOTEG TOU Epyaotnpiou yla thv €punveia Twv EUPNUATWY Kol TNV
EKTLUNON TOU KLYSUVOU VOl AITOKTGOUV ATIOYOVOUG UE TO GUYKEKPLUEVO VOOoNa. To EUYAPL EVNEPWVETAL KL YLo
TIC OVOATIAPAYWYLKEG EMLAOYEG TIOU £XEL, WOTE VO YVWPLIEL TOUG TPOTIOUC UE TOUC OTOLOUG Umopet va Slaxelplotel
v mMAnpodopia.

AVo emloyEg ou €xouv ta {euydpla- dopeic oL omoieg mapéyxovral ano to Epyaotiplo latpkig FEVETIKAG eival ot
egnge:

1. Mpoyevvntikdg £AeyXog oTO TEAOG TOU MPWTOU TPLUAVOU TG Kunong ( 11-13 eBdouddeg kunong )
KaTomv AnPng xoplakwv Aaxvwv (tpodoPAdctn) r tnv apxn tou Ssutépou TpLunvou (16-18 efdopadeg
KUNnong) katémw AnPng apviakol vypou,

2. MNpoguduteutikn Mevetkn Avaiuon (MFA). H MIA mpoUmoBETel eEWOWUATIKA YOVLLOTIOINGN, YEVETIKO
€A\eyxo Twv euPpLwV Kal emhoyn, yla epBpuopetadopd, autwy Mou SV AVAUEVETAL VA TTACYOUV OO TO
OUYKEKPLUEVO VOO AL

Otav o €\eyxo¢ popeiag yivel LETA TNV Evapén Tng KUNGONG TOTE oL eTIAOYEC TiepLopilovTal LOVO OTOV TIPOYEVVNTLKO
£\eyyo.
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AITA NOTIATIA TA NOZHMATA

Kuotkn Ivwon (Cystic Fibrosis-CF)

H Kuotikn vwon xopoaktnpiletalr and SuoAeltoupyla Twv e§wKpvwv oSEVWV HE KUPLEG EKOSNAWOELG Ao TO
OVOTTVEUOTLKO CUCTNLA, TO TIETTLKO KAl TOUG LopwTtomololg adéveg. OL aoBevelg £Xouv HELWEVO TIPOGSOKLLO (WG
Kal xpeLaovrat latpodapuakeutiki nepibain ed’ 6pou LwAG.

H vooog odeiletal os maboydveg maparayEg oto yovidlo CFTR (xpwuoowiikn meploxn 7931.2). Otav kot ot §vo
yoveic eival dopeig, €xouv 25% mbavotnta va amoktioouv matdi pe ™ véco. H mbavotnta woxVeL os KAOe
EYKUHOOUVN, aveEaptnta oo to ¢pUAo Tou tadiou.

O oMokAnpwEéVog epyaotnpLakog EAeyxog mou mepthapPBavel aAAnlovxnon oAdkAnpou tou yovidiou kat éAeyxo
yla eMeippata/Suthactacpuolg, Sivel tn Suvatdtnta avixveuong mocootol 98% twv TapaAloywv Tou
oxetilovral pe t vooo. (H pébodog mou edpapuodletal oto Epyaotriplo latplkig MeveTikng elval motonolnpévn-
IVD).

NwTtiaio Muikf Atpodia (Spinal Muscular Atrophy-SMA)

H SMA Bewpeital pia and Ti¢ mo ouxveg attieg Bpedikng BvnouotnTag mou odpelleTal € YEVETIKOUG APAYOVTEG.
Xapaktnplletal and CUUUETPLIKN MUIKA aduvapia kol ekPUALON TWV KIVATIKWVY HUWV Ttou odnyei og cofapn
KNtk avamnpio.

H vooog odeiletal, otnv mMAElOVOTNTA TWV TEPUTTWOEWV Ot eAAsippata tou yovidiou SMNI (XpWHOOWHULKA
neploxn 5935).

‘Otav kat oL dUo yoveig eivatl popeig, £xouv 25% mBavotnTa va anoktrioouv maldl pe tn voco. H mBavotnta
LOXVEL 0 KABE eykupoouvn, aveaptitwg Tou ¢puAou Tou madlou.

O epyaotnplokog €Aeyxog mepllappavel tn Slepelivnon TWV TUTILKWVY €AAELUUATWY Kol Tapéxel Suvatdtnta
aviyveuong dopéwv oe mToocootd ~92%.

20v6popo EuBpavctou X (Fragile X Syndrome-FXS)

To FXS amoteAel tnv mo cuyvn attia KAnpovopoUpevng vontikng uotépnong (NY) og aydpla. Xapaktnpiletal ano
motkiAou BaBuol NY, UTEPKLVNTIKOTNTA KOl SLATAPAXEC CUUMEPLPOPAC O0TO GACHA TOU QUTLOMOU. AUO aKOUO
Voorata mou oxetilovral pe tn dopeia tou ocuvdpopou ekdnAwvovtal oe eVAALKEG: To cUvSpouo FXTA (Fragile X
Tremor Ataxia Syndrome) mou adopd Kupiwg Avopeg Kat yuvaikeg PeTd ta 50 £€tn kal n Npoéwpn QobnAakikn
AvenApKeLa TTOU adopd YUVAIKEG PE EUUNVOTIOUCN TIPLY TNV NALKia Twv 40 ETWv.

e Moo0oTd Tmepimou 99% Twv MEPUTTWOEWV TO oUVOpopo odeiletal oe Slotapaxn oto Ypwpoocwuo X
(xpwpOoWULKA TIEPLOXN X[27.3) KOL CUYKEKPLUEVO ETEKTAON HLOG TPLVOUKAEOTIOIKNG aAAnAouyiag CGG oto e€ovio
1 tou yovibiou FMR-1.

Ot ylol prag yuvaikag mou sivat popéag €xouv 50% miBavotnta va mAcXouv, evw oL KOpes 50% mbavotnta va
gival dpopeig. Ta kopitola popeic kKvduvelouv va ekSNAwWoouv TOLKIANG BapUTNTAG CUUMTWATA THE VOOOU.

O gpyaotnplakog éAeyxog mepAapPavel eEELSIKEVUEVA TIPWTOKOAAX yLa TNV AVIXVEUOHN KAl TOV XAPAKTNPLOMO TNG
YEVETIKAG SLatapaxng avaloya Le To HéEyeBog NG TPLVOUKAEOTISIKAG aAAnAouxiag.

XPpWHOCWHLKEG avwHaAieg- looluyLOpEVEG LETABEDELG

OL LooluyLlopéveg Petabéoelg adopolv TV aviaAlayn TUNUATWY HETatl §U0 SLadOPETIKWV XPWHOCWUATWY ([N
opoAoywv), xwplc epdavn anwAela rj TAeOVACHA YEVETIKOU UALKOU.

OuL ¢opeic £€xouv au§nuévo Kivbuvo val OLTTOKTAOOUV OUITOYOVOUG LE OUYVEVELG avWUOALeG SLOTL €Xouv mn
duololoykad wapia r) oneppatolwapla.

Ito mAaiolo ™G MPOANYNG o £€AeyxoG ¢opEéwv yla OOJUYLOMEVEG upeTaBEoelg yivetaw pe Kapudtumo
Neplpepkov Aipatog- avaAuon SnAadn OAwv TwV XPWHOCWUATWY HE SLaKPLTLIK tkavotnta ~10 MB.

e Ot ueoboloyiec mou spapuolovral oto Epyacthiplo latpikc MEVETIKNC YLo TOV EVIOTMIOUO TWV AVWTEPW
Statapaywv mAnpouv Ti¢ Sledveic katsuFuvtnpleg odnyiec yla ™ Slao@aAlon TNG MOLOTNTHG TWV
VEVETIKWYV SLAYVWOTIKWY EAEYXWV CUUQWVA LUE TA LOXUOVTA ETTLOTNUOVIKA KAl TEYVOAoyLka dedouéva.

o O éAeyyoc opeiac yia t Nwtiaio Muikn Atpopia, to ouvépouo Evdpauvotou X kot TiG LoO{UYLOUEVES
UETATECELG TWV YpwWHOOWUATWY Sev umopel va mpayuatoronVel ue t¢ véec uedodoldoyieg, onweg o
UOPLOKOC KapUuOTUTTOC Kot N aAAnAouxnon yovidtwuatog enouevng yeviag (NGS)
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