EPTAXTHPIAKOX EAEI'XOX
KYXTIKHY INQXHX

1. TENETIKH

H wokvotikr) vooog eivat 1)
OLXVOTEPT] KA)POVOULKI) acOevela o)
Aevkr] @UAI), 1 omoia xKAnpovopettat
pe JDTOO®HIKO DITOAEUTIOHEVO
XAPAKTHPAL.
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Ta dropa oo idoyovv @époovv dvo
petalaypeva alAnAopopga yovioia,
é¢va amo xdbe yovéa. Atopa pe éva
petaraypevo aAAnAopop@o
Oewpovvtat  @opelg  kat  eivat
QOLPITTO@HUATIKOL.

Av xat ot dvo yovelg etvatl @opetg,

£YooV:

e [TBavomta 25% va amoktrjoovv
éva ratdi moov maoyet

e [TiBavomta 50% va amoxktrjoovv
(@LOLONOY1KO matdi

e TTiBavomta 25% va eivat gopeag.

H ovoyvomnua epgaviong 1ng
aobévelag Olagépel  Ye@ypaAQKa Kdat
m\nBoopaxkda. v EAdGda extipdrtat
ott avépyetar mnepitioo 1 otg 2500
yevvroelg, eve mepimov 1o 5% TOL
nAnBoopoo eivat @opeig,.

H vooog mpokaAettat aro petalAadelg
oto yovidto CFIR (cystic fibrosis
transmembrane conductance regylator),
To omoio evromiotnke Tto 1989 xat
ovopaletat “povbpiotrig StapepPpavikng
diakivnong wvtev”’. To yovidio CFTR
torofeteltal OTtad  HAKPA  OKEAr] TOL
XPOPOCOPATOG 7.

To yovidio CFIR eivat
pa MP®TELVY Iov
Bpiloketat oe dagopovg
TOIIOLG KOTTAP®V OIIDG:
¢ EmbOnAwaxa xdttapa
¢ Idpwtomorovg adéveg
e Tlaykpeag
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2. METAAAAEZEEIX KAI KAINIKA XYMIITQMATA XTHN ATYIIH MOP®H

Mexpt onpepa éxoov Ppebet mave
ard 1000 petal\adelg, T@vV onoimv ot
MePLooO0TeEPEG elvatl moAv omavieg. H
ooxvotepny petaMaln 1mov  £xet
napatnpenOei etvar n AF508, n omoia
Katexet ta  70% Tov ovvolov TV
petal\alemv.

2tov eAnvikd 1mAnfoopd Tto
75% twv petal\alemv prmopel  va
eviomotet.

Atonec eKONAMOELC KDOTIKNC IVOONC
- Avdpwn otelpotta
- Xpovia naykpeatitda
- Bpoyxextaotia
- AobBpartr) Bpoyxitida
- Xpovieg mveopovondadsieq

To KLPLOTEPO XAPAKTNPLOTIKO THG
KDOTIKI)G tveong etvat 1) Svolettovpyla
TOV eCOKPLVOV adevav II0V
enmnpedfoov:

e To avamveootiko oot pa

e To menmko ovotpa

e Tovg 1¥pwTomnolovg adéveg
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3. ENAEIZEIX EPTAXTHPIAKOY EAEI'XOY

e ATOHA PE OWKOYEVEIAKO 1OTOPLKO
KDOTIKIG tVv®O1 g

o XVOvipogol aocbevov 1 PopEdV
plag petaadng

e Avdpwn DIIOYOVIPOTNTA
(ovyyeviig atpnola OHePPATIKOD
ropov (CBAVD), pn ano@paxtikr)
oAryoornieppia 1) alwooneppia)

o Atomeg  KAWVIKEG
KDOTIKIG tV®O1g

exdnAwoelg

- Xpovia naykpeatitida

- Pwwot moAvmodeg

- Ynotpomdalovoa KoAmitida

- Bpoyyextaotla

- 2oyyevig atpnoia
oneppatikov mopov (CBAVD)

4. MOPIAKOX EAEI'XOX

zmyv  AIMOAIATNQZH  onpepa
extedodpe eva mavel 39 petaladewv, ot
oroleg KaAAbITooy 10 75% TV YyVOOTOV
petal\ale®v  kLOTIKG  ivwong  otov
ENAOIKO X®PO.

zm duayvaon avte®v TOV
petal\aleov mepthapPavovtat kat ot T
roAvpop@iopot oto eomvio 8 (5T, 7T, 9T),
ot omoilot oyetiCoviat pe avopiky)
DIIOYOVIOTITA KAl OOPIITOPATA ATOIING
KDOTIKI) tveong.

ITocooto avépmv | Mop@ig Kootikig Tvwong
pe CBAVD

ATOTH HOpQPH KDOTIKHS
80% worg.

Hma 1 oofapn peraAdady
20% oto yovioio CFTR.

Mia peraAdan xar éva
35% moAvpoppropo 5T.
20% Mia povo perallady.
1-2% Avo 5T moAopoppiopodg.

Zopgava pe tig odnyieg too EOvikoo
Ivotitovtov Yyeiag twv HITA xat 1ng
Apepwkaviknig ‘Evworng TI'evetiotwv, o
£Aeyxog tn¢g K0OTIKI G ivworg Ba mpémet
va yivetat oe OAa ta {evyapia oo
etoypadovtatl va amoKTtroovyv madt.

Aetypa

M¢6odog —— PCR

[Teprpepikod atpa (eviAukeg)

Zdalo (mawdud)

ITaveN eAeyyopevov peTtaMAEE®V KDOTIKNC iVWOoN¢

F508del 621+1G > T 711+1G —> T
G542X 3849 + 10KbC—>T 3272 - 26A—> G
N1303K 2183AA— G 3905insT
W1282X 394delTT R560T

G551D 2789 +5G —> A 1898 +1G—> A
1717-1G> A R1162X S1251N

R553X 3659delC 1148T
CFTRdele2,3 R117H 3199del6
1507del R334W 3120 +1G—> A
Q552X R347P

G85E

1078delT
A455E
2143delT

E60X

2184delA

711 + 5G—> A

avdpkn

5T, 7T, 9T} vroyovipoTnTa

H AIMOAIATNQZH yia oAeg tig efetaoelg poplaxng Proloyiag mov extelel
ODPPETEXEL 08 ECOTEPIKO MPOYPAPPA TO0TIKOL eAéyyov, amnd to INSTAND - WHO
(World Health Organization) Collaborating Center for Quality Assurance and
Standardization in Laboratory Medicine.

TMHMA MOPIAKHX BIOAOTTAX - KYTTAPOTENETIKHX



