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ETTIONMIOAOYIKA OTOIXEIO TNG KUOTIKAG ivlwoNng

H KuoTikKl ivwon €ival TO OUXVOTEPO KANPOVOMIKO
voonua TNG A&UKAG QUANG Kal KAnpovoueitalr Je
UTTOAEITTOJEVO AQUTOCWHATIKO XOPOKTAPA.
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KI - Xtatiotika otoxeiae HITA

1000 véa MEQLOTATIKA TOV XQOVO

>10.000.000 pogeig

>70% Twv ao0evav diayvwon oTnv NALKLa Twv 2 XQOVWV
>45% twv acBevwv ue KI > 18 xgovawv

To 2007, 0 péoog 0Qog emiPiwong Nrav oxedov 38 xoovia



KI- Xtatiotika otox el

EAAada

v ogeig KI : 5,5% tov yevikov mAnOvouov
( 550-650.000 'EAANVEG)

v 40-60 véor aoOeveig / xQovo

v 700-1000 TAOXOVTEG OUVOALKK

Evownn
v 1 otovg 30 Evpwnalovg (pogéag TG vooovu

v ouvvoAka otnv Evgwnn negioootegot amo 30.000
ao0eveig



ATTO TO YOVIOIO OTNV TTPWTEIVN
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250.000 base pairs
(27 exons)
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vKwodikotrolei yia Tpwreivn TTou trepiExel 1480 auivogea kal ovopadletal CFTR



Groups CFTR mutations

No synthesis Blocking in process

Nonsense G542X Missense N1303K
Frameshit 394delTT  AA deletion FS08del

Spiice junction
1717-1G = A

Missense G5510

Missense R117H
Missense R347P

Missense A4SSE
Alterative splcing
3849+ 10kbC T
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PuBuioTAC TNG BIQUEUPBPAVIKAG QYWYINOTNTAC OTNV KUOTIKA  ivwon

EAEyXel TV BIEAeuon YAwpiou dIOUECOU TWV MEPBPAVWY TWV ETTIONAIAKWY KUTTAPWYV
JIa@OPWYV OPYAVWY TOU OCWHATOG OTTWG TWV TIVEUNOVWY, TOU TTAYKPEATOG, TWV

IOPWTOTTOIWY ADEVWYV KAl TOU EVTEPOU.



PoAoc Tn¢ CFTR mTpwreivng
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KavaAl xAwpiou

BpiokeTal 0TO TTAVW TUAMA TNS MEMPBPAVNG TWV
QAVATIVEUCTIKWY KOl ETTIONAIOKWY KUTTAPWV.
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MeTaAAGEELG 0TO YOVIOLO TPOKAAOVV LELWLEVT] TTOPAYWYT) 1) AELTOUPYIKOTN T

™G TPWTEIVNG PUE ATTOTEAECUA OTO ENMLONALO TWV TPOGLAAAOUEVWV 0PYAVWV VA

TOUPAYETAL TAYVPPEVCGTY KOAAWON G BAEVVH 1] OTOIX ATOPPACOEL TOUG TTOPOVG

TWV ASEVWYV UE GUVETELX TNV TTPOOSEVTLIKI] KATAGTPOPT] TOV LOTOV TWV

0pYAVWwV (lvwom) Kal TNV TEALKT AVETAPKELX TOUG.



Moplak) Statapoy

MeTaAAGEEIC TTOU €XOUV avixveuBei : > 1600
(www.sickkids.on.ca/cftr)
v N OouxvoTNTA TOUG DIAPEPEI YEWYPAPIKA
Kal TTAnBuouIaKd
v 6 METAAAAEEIC KOIVEC O€ OAEG TIC TTANBUCUIAKEG OADES

v Zuxvotepn METAAAaEn : AF 508
(EANeIpn @aivuhaAavivng otn Béon 508)

v" H B.EupwTrn TTapouciadel JIKPH JOPIOKK ETEPOYEVEID
Aavia: 87,2% AF 508
v H N.EupwTrn peydaAn etepoyéveia
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Méoog xpovog emifiwoneg acOevwv Kl

Median survival age (years)
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Source: Expert Rev Anti Infect Ther @ 2009 Expert Reviews Ltd

Expert Rev Anti Infect Ther. 2009;7(8):967-980



Méoog xpovog emifiwons acBevwv KIN

Age (years)
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Iotopikn Avaopoun ko Brjpata ECEAMENC
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KAIVIKN €IKOVa

H KI €ival pia noAucuoTnuaTiKn VOOOCG
avanveuaoTIKO ouoTnua

NeENTIKO oUOTNUA

TOUC 10pWTOMNOIOUC AOEVEC
avanapaywyiko cuoTnua Tou appeva

O1 KAIVIKEC ekONAWOEIC nolkiAouv avaloya Tng nAIKiag kai Tng
OUMUETOXNC TNC vooou ano Ta diagopa cuotnuata. Ol
NePICOOTEPOI aoBeveic napoucialouv CUPNTWUATA NPIV TNV
NAIKIa Twv 2 Xpovwv aAAa dgv €ival onavio va nNapapevouv
adiayvwaTol yia MoAAd xpovia.



KAINIKEZ EKAHAQZEIZ KAI ENINAOKEZ THZ INOKY2TIKHZ
ANAAOTA ME THN HAIKIA

NEOI'NA KAI BPE®H MAIAIA E®HBOI ENHAIKEZ
- EINedg and pukwvio - 2Z0vdpopo ducanoppoPnong - Pikvr) xoAndoxo¢ kal
- AuoTpogia - Evrepikn andgpaén xoAoAIBiaon
- XTeaToppold - Kippwon nnaTog - NaykpeatiTida
- OykwOeIC DUCOOMEC AINApEC - NMuAaia unépTaon - MiapATng
KEVWOEIC - KaBuoTépnon otnv avanTtuén - YNepTPOPIKN
- Aidykwon kolAiag - BpoyxiTida ooTeoapBponabeia
- Ynonpwreivaipia, Oidnuara, - ZupiTTOUCA avanvon - NAnkTodakTUAia
Avaipia - BpoyxekTaoieg - ZupiTTOUCA avanvon
- KaBuoTépnon otnv avanTtuén - NAnTpodakTuAia - AvanveuaoTikn duoxépela
- NponTwon Tou opBou - Pivikoi noAUnodeg - YnoTtponalouoeg AOINWEEIC
- MNapaTteIvOpeVoG IKTEPOC - NapappivokoAniTida avanveuoTIKoU
- BpoyxioAiTida - YnoTponalouoeg AOINWEEIC - NMveupovoBwpakag
- ZupiTTOUCAO avanvon avanveuaTikou - AionTuon
- Xpoviog BAxag - Agudatwon - ZTEipwon
- YnoTponalouoeg AOINWEEIC - ApuddTtwon
avanveuoTikou
- ATtelekTaocia

- ApuddTtwon



KAIVIKEG EKONAWOEIC ATTO TA OIAPOPO CUCTAMATA

AvVaTTVEUOTIKO OUCTNMHO

Emppévovia 1 utmtoTpotmidlovia  OCUPTITWHOTA  BPOoyXIoAITIdac n
Bpoyximidag pe BAXa kal PBAevvoTTUWON OTTOXPEWN ATTOTEAECHA TNG
XPOvIaC  evOOBPOYXIKAGC  AoipwENC  atmrd  OTAQUAOKOKKO  Kal
Weudopovada, odnyei oTn dnUIoupYia BPOYXEKTACIWY Kal TTPOODEUTIKI)
EKTTTWON TNG AVATIVEUOTIKNG AEITOupyiag atrd tnv o1roia Ba KAaTaAngel

AOYW AVATTIVEUOTIKAG aVETTAPKEIAS To 90-95% Ttwv aoBevwyv e Ki.



AvVATTVEUOTIKO CUCTNMO

H amovoia ¢ mpwteivng otnv enwpdvela
TWV EMONALAKWV KUTTAPWV TOU

oy e — D ey — o AVATTVELOTIKOV EMLONALOV ETTLPEPEL
PCL Jlmwfrw,f.[?w m"m HETABOAEG 0T oVOTAOT KoL TOU VJOUG TOU
A ‘w Voiums | Deptet  UYPOU TTOU KAAUTITEL TO AVATIVEVOTIKO, UE
oy TIG HeTaoAEG NG oVoTAONG TNG PAEVY
w e G HETABOAEG TNG NG TG PAevvng

08N YoUV GTNV AVATOTEAEGUATIKT)
BAevvokpooowtn kK&Bapom ™S PAEVYNG amo
TOUG TTEPLPEPLKOVS BpOYXOUG OTOUG
KEVTPLKOUG, £TOL ALlUVA{OUV OTOV TVEVLOVA.



KAIVIKEG EKONAWOEIC ATTO TA OIAPOPO CUCTAMATA

AvVaTTVEUOTIKO OUCTNMHO

Emppévovia 1 utmtoTpotmidlovia  OCUPTITWHOTA  BPOoyXIoAITIdac n
Bpoyximidag pe BAXa kal PBAevvoTTUWON OTTOXPEWN ATTOTEAECHA TNG
XPOvIaC  evOOBPOYXIKAGC  AoipwENC  atmrd  OTAQUAOKOKKO  Kal
Weudopovada, odnyei oTn dnUIoupYia BPOYXEKTACIWY Kal TTPOODEUTIKI)
EKTTTWON TNG AVATIVEUOTIKNG AEITOupyiag atrd tnv o1roia Ba KAaTaAngel

AOYW AVATTIVEUOTIKAG aVETTAPKEIAS To 90-95% Ttwv aoBevwyv e Ki.

AINOTITUON
TTVEUNOBWpPaKAC

AAAEPYIKN BPOYXOTTVEUUOVIKI aoTTEPYIAAWON



BpoyXeKTAOIEC OTNV KUOTIKN ivwon




lFaoTpevrepikéC exdnAwoeiC oTnv
KUOTIKR ivwon

CFTR-RELATED

SECONDARY / IATROGENIC

Growth Failure
Protein-Calorie Malnutrition
Micro-Nutrient Deficiency

Parotid Gland

Esophagitis
Esophageal Stricture

Biliary Cirrhosis Gastritis
Pancreatic Insufficiency /
Pancreatitis ez ;
Biliary Complications @ Extrinsic Oompressnon

s of Common Bile Duct

! Y LA L‘T2
| -,‘,“‘:."ff ‘*’ J
Meconium lleus : , y Fibrosing Colonopathy
Distal Intestinal Obstruction —JL__ g’ '\')4?:} 2_) )
Appendiceal Abscess 8 e /i\ﬂ/ j y’
1 { e )

Maykpeag: TTAYKPEATIKI AVETTAPKEIA, OCEia
TTAYKPEATITION, TTAYKPEATIKI) YEUDOKUOTN

‘Hmrap : otedtwon, Kippwaon, TTuAaia
UTTEPTOON, OKANPUVTIKA XOAQYYEITIOq,
AiIBiaon, oTévwaon Kolvou XoAndoxou TTépou

O100@ayog: yaoTpooIoOPAYIKA
TTaAIvOPOuNaI, 0100PAYiTIOA, 0I00PAYOG
Barret

2TOpaY0G/ DWdeKAdAKTUAO: YOOTPITIOA,
YOOTPIKO / dWOEKADAKTUAIKO EAKOC

AetrTo évrepo: AauBAiaon, vooog Crohn,
KOIAIOKAKN, EINEOC ATTO UNKWVIO, TTEPIPEPIKO
EVTEPIKO OUVOPONO aTTOPPAKTIKNAS (DIOS)

2KWANKOEIBNG: ogeia OKWANKOEIDITIOA,
aTrooTNUaA, dIATPNON, BAEVVOKNAAN

Mayu évrepo: evoPAvwon KOTTPAvVWY,
QUOKOIAIOTNTA, JEYAKOAO, TTPOTITWON
opBou, KapKivwua



FaoTpevTepIKEC ERONAWOEIC OTNV KUOTIKA
ivwon

ouxvoTepa

TTAYKPEATIKA aveTTApKEId

pelwpévn Bpéyn
nmartomdOcia



KAIVIKEG EKONAWOEIC ATTO TA OIAPOPO CUCTAMATA

’Liviar St7ma 1
{ Bile 7uct ‘ *}‘\

| ‘Spleen
l

Gallbladder E A
Duodenum~ Small

[MeTrTIK6 CUOTNUA ColonL_inestine

Pancreas

To TAYKPEAG €KTOC aATTO TIC OPMOVEC (IVOOUAivn, YAukayovo,
OWMATACTATIVN), €EKKPIVEI TO TTAYKPEATIKO UYPO, TO OTI0IO TTEPIEXEI
¢viuua TIOU OUMMETEXOUV OTnNV  ATroppoPnon TwV  BPETTTIKWYV
OUCTATIKWY Q1O TO AETITO  €viepo  (TTepaITéEpw  OIAOTIACH  TWV

udaTavOPAKWY, TWV TTPWTEIVWYV Kal TwV AITTIOIWV)

[MTaykpeaTiky avetTapkela Tapouaoialel 1o 85% twv aocBevwy pe Kl H

OUXVOTEPN AITIA TTAYKPEATIKAG AVETTAPKEIAG OTNV TTAIDIKI NAIKIa.



H Kavovikn TTaykpeaTiK AsiToupyia BacieTal 0T CWOTH AEITOUPYIa TNG
CFTR mpwrTt€ivng n otroia cupBaAAsl otnv apaiwaon Kal Tn diatpnon Tou
OAKAAIKOU pH TOU TTOYKPEATIKOU UYpPOU,

(HCO3- & water transport)

Meiwpévn AsitoupyikoTnTa TNG CFTR TTpWTEIiVNG CUMBAAAElI OTV

ATTOPPASN TWV TTOYKPEATIKWY TTOPWV

H npoodeuTIkn ivwon Kal KataoTpogn TNE EEwKPIVOUC Koipac Tou NAyKpeEATOC
EXEl 0aV anoTeAEoNa TNV NPOOdEUTIKN HEIWON TNG EKKPIONC IVGOUAIVNG Kal

YAUKayovou kaBwc kal Tou naykpeatikou nenTidiou, UE anoTEAECUA TNV

avanTuén deuTepoyevouc aakyxapwdn diaBnTn.



Meiwpévn Bpewn - dSucatroppoPnon

H ducatroppopnon otnv Kl ogeileTal :
OTNV TTAYKPEATIKI AVETTAPKEIQ

OTO 0&IVO pH Tou dWAEKADAKTUAOU AOYyw PEIwMEVNG TTapaywyng HCO,

ATTO TO TTAYKPEQC
OTIC DIATAPAXEC METAPOPAC IOVTWY Kal XOAIKWYV 0ZEWV OTa ETTIBNAIOKA

KUTTOPO TOU EVTEPOU

OTIC DIATAPAXEG KIVNTIKOTNTAG TOU EVTEPOU



Meiwpuevn OpEwn - dSuocaTtroppoEnon

Ta veoyva N 1A BpEpn AOVW KAKNC TTEWNC Kal OUCATTOPPOPNONC AITTOUC KAl

ASUKWUATWYV TTapouaidlouv

OYKWOEIC, DUOOOUEG ANITTAPEC KEVWOEIG
oTaoiuéTnTa Bapoug

duaTpoYia

UTTOTTPWTEIVAIUIQ

o1druaTa

avaiyia

duaartroppopnaon AirrodiaAuTtwy Bitauivwy (A, D, E, K)

H xpovia dvotpo@ia pe onuavtikny kabuotépnon g avénong 6cov a@opd to VoG
Kal to Bapog elval eva ovuvnBeg TpOLANUA Yo TOUG A0BEVEIS e KUOTIKN (vwon



'Hrap - yolayyeia

Duct Obstruction

- Proliferation
- Cholangitis

Concentrated, Acidic
Biliary Secretions

o\ 2\ 4/

Hepatocytes

O

Cholangiocytes O

O
& Q'o»oo
Q
O

o\ O

Canalicular
Bile Secretion

XC]pC]KTr]pIOTIKO I'ICIGO)\OYOCIVCITO|JIKO supnpa TOU
I’]I'ICITOC; oTnv IVOKUOTIKI’] gival n €oTIakn XO)\IKI’]

Klppwon n onoia o€ OpIOMEVOUG  aoBeveic
e€eNiooeTal og XOAIKN Kippwan.




EIAEOG €K pNKWVIOU

To EVTEPO ATTOPPACOETAI ME PNKWVIO — dia TTAXUPEUCTN, OKOUPAQ,
KOAAWONG ouaia- TTou TTAPAYETAl ATTO TO EVTEPO TOU PWPEOU TIPIV
YEVVNOEiI.

Ava@epouevn ouxvornta: 15-20%

Meiwon vepou, NAEKTPOAUTWYV Kal TTPWTEOAUTIKAG dpaaTNPIOTATAG,
KAl aUugnon TTPWTEIVNG OTO EVTEPIKO TTEPIEXOMEVO

2UVABWC (aAAG Ox1 TTAVTA) OXETICETAI E TTAYKPEQTIKI) AVETTAPKEIA

2TOV TTPOYEVVNTIKO €AEYXO DIATTIOTWVETAI AUCNMUEVN NXOYEVEIQ
EVTEPIKWYV EANIKWYV OTOV UTTEPNXO



EIAEOG €K PHNKWVIOU
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CENTIMETERS

To EVTEPO ATTOPPACOETAI JE PNKWVIO — Hia TTAXUPEUOTN, OKOUPA, KOAAWONG
ougia- TToU TTAPAYETAI ATTO TO EVTEPO TOU PJWPEOU TTPIV YEVVNOEI.
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«PiAnoe 1o mTadl cov 6TO PETWTO KAl AV
elval 0ApLVPO EVAL LOYEUEVO KL CUVTOO
umopel va weBAavel...»

AvaTtrapaywyiko: avopikn oTelpoTnTA






Alayvwon Tutrikng Ki

v H diayvwaon tn¢ Kl gival KAIVIKH.
2TIC TTI0 TTOAAEC TTEPITITWOEIG UTTAPXOUV Ta
KAQOOIKQ onueia TnG vooou.

v H dokiyaoia 1dpwTta o€ EUTTEIPO EPyAOTrPIO €ival «gold
standard» yia Tnv didyvwan.

v O yovIOIaKOC £AEYXOC €ival ATTAPAITATOC YIA
emReBaiwaon.



OepaTtreia

AuUTA €ival CUPTITWHPATIKA KAl ATTOOKOTTEI:
21n d1aTPNON KOARG AVATTVEUOTIKNG AEITOUPYIOG

2TV E£TITEUEN KAOANG BpEWPNGS KAl PUOIOAOYIKAG

AVATTTUSNG TWV aoBevwv

2TNV avayvwpeion Kal aVTIMETWITTION TWV ETTITTAOKWV



duoioBepaTtreia oTNV KUOTIKI ivwon




DuoioBepartTeia OTNV KUOTIKI ivwon

Texvikégc KaBapiopouU Twv Agpaywywyv
EvepynTikoG KUKAOG AvaTTveuoTIKwY Texvikwyv EKAT
AuTtoyevng lNapoxereuan Al
Tpotrotrroinuévn AMNTAT
etk EkTTVEUOTIKN Micon OEIT
OET YwnAnc lMNieong
TaAavtoupevn OEr
Bpoyxikn MNMapoxéteuon kai MNAAEEIC



DuoioBepartreia 0TNV KUOTIKA ivwon

Postural drainage 15 a technique for loosening
mucus in the airway so that it may be coughed out

[MoiéTnTa Brixa

Tappaxg s parformed i Carlan areas
with the pabeont in cifierect positons

Mortio avaTrvorg
ATTOBOAN TITUEAWYV
AEITOUPYIKOTNTA HUWV

KivnTikotnTa Bwpakog

AvTtoxn oTnv doknon







