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Oa nbsAa va suxapioTiow OAoOUS TOUS KABNynrtéS pMou, TOV
Aisubuvrn ToUu uETATTUXIQKOU TPOYpAuuarog, ko Aamovre AAé§avopo
kai 101aitepa tnv 6p AyyeAikn spoBaciAn yia tnv auépiorn Bonlsia
TOUG..

H spyacia aurn sivar apispwpuévn, o’ 6ooug poxBouv, morsvovrag
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MepiAnyn

Eicaywyn : MNMapoAo Tnv mpdodo TnG latpikig, n KuoTikA Tvwon atroteAei TRV
MO OUXVI KANPOVOMIKI) vOOO OTouG Kaukdoloug, JE TEPACTIO EPEUVNTIKO
evllo@épov. ZTa Ke@aAaia 1 kal 2 Ba yivel pia 10Topikr avadpoun kai 8a
arrooa@nvioTei TI gival KuoTIKrA ivwon Kal TI TNV TTPOKOAEI, TTWG KANPOVOUEITAl,
0l METAAAAEEIC TNG KAl TTWG dlayIyVWOKETAl. ZTa KEQAAaia 3 Kal 4 avTioToixa
Ba avaAuBouv Ta TTPORAAUATA TTOU dNUIOUPYEI OTOUG TTACXOVTEG KAl QOPEIG
TNG VOOOU Kal 01 BepaTreieg TTou eTTIOEXETAI. TEAOG, OTO KEQAAQIO 5 Ba yivel pia
EKTEVNG ava@opd 0TNV UTTOYOVINOTNTA TTOU QUTH TTPOKOAEI, Kal OTIG JEBOBOUG

QVTIMETWTTION TNG.

ZKOTTOG: H TTapouca SITTAWMATIKA €pyacia TTPAYHATOTTOINONKE £XOVTOAG WG
OTOXO TNV KATavONOon TwV YEVETIKWV TTapayOvIwy TIOU TTPOKAAOUV TNV
KuaoTikn ‘lvwon, TNV TTpoBOAr} Twv TTOC00TOU TWV AcBeVWY TTou TTACYXOUV aTTO
QuTh TNV vOOO TOoO 0Tn Eupwtrn 600 kal otnv EAAGDa pe Bdaon 1o €idog Twv
METOAANGEEWY evd TEAOG TTapoucidlel Ta TTPOPAAUOTA TTOU ONUIOUPYEI OTN

yovIuoTNTa TO00 TWV avOpwyVv 000 Kal TWV YUVAIKWY.

MéBodog: H pébodog Tou xpnoipotroiBnke nTav  n  BiBAIOYpAQIKNA
QVOOKOTINON KUPIWG O NAEKTPOVIKEG TINYEG, 1DIAITEPWS  OTIG  PACEIG

oedopévwy Pubmed kai Google Scholar.

Zuptrépaopa: H KuoTik ivwon vooog Bewpeital 1o MO d1adedouévo
KANPOVOMIKO vOonua oTnv AEUKN QUAN pe ouvexn auouoa Ttéon. lMNepitrou 1
ota 2000-2500 traudid ekTiydrar 61 yevviouvTal KGBe xpdvo otnv EAAGda pe
KUOTIKR} ivworn, evw 10 4-5% Tou TTAnBuopou cival @opeic. AtroteAei pia
TTOAUCUOTNUATIKI VOO0, dNUIOUPYWVTAG TTPORANUATA O€ OAEG TIG TITUXEG TOU
atépou OAAG Kal OTn yoviuoTnTa KataAfyovtag TeAIKG oTo Bdavarto. AKPIRWG
yld TOUG TTapATTavw AGYOUG UTTAPXEl Eva TEPAOTIO EPEUVNTIKO EVOIQPEPOV YiA

TNV avaKaAuwn véwv PeBOdwV.

AEZ=EIZ-KAEIAIA: KUOTIKN ivwon icSi, KUOTIKA ivwon BIOBEIKTEG, KUOTIKN

ivwon utroyoviyoTnTa
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Abstract

Introduction: Despite the advancement of medicine, Cystic Fibrosis is the
most common hereditary disease in Caucasians, with huge research interest.
Chapters 1 and 2 will make a historical flashback and clarify what is cystic
fibrosis and what causes it, how it is inherited, its mutations and how it is
diagnosed. Chapters 3 and 4 will, respectively, analyse the problems posed to
the sufferers and bodies of the disease and the treatments that are amenable.
Finally, in Chapter 5 there will be an extensive reference to the infertility that it

causes and the methods of dealing with it.

Purpose: This diploma thesis was conducted with the aim of understanding
the genetic factors that cause cystic fibrosis, the visibility of the proportion of
patients suffering from this disease in both Europe and Greece based on the
type of mutations finally presents the problems it poses to the fertility of both

men and women.

Method: The method used was the bibliographical review mainly in electronic

sources, in particular in the Pubmed and Google Scholar databases.

Conclusion: Cystic fibrosis disease is considered the most prevalent
hereditary disease in the white race with constant ascending tendency.
Approximately 1 in 2000-2500 children are estimated to be born annually in
Greece with cystic fibrosis, while 4-5% of the population are carriers. It is a
multi-systemic disease, creating problems in all aspects of the individual but
also in fertility eventually ending in death. Just for the above reasons there is

a huge research interest in discovering new methods.

KEYS: Cystic fibrosis ICSI, cystic fibrosis viodiators, cystic fibrosis infertility
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1 KepdAaio 1: levika ZToixeia yia Tnv KuoTikr ivwon

1.1 loTopiki avadpoun Né6oou

MapakdTw Traparifevralr XpovoAoyieg OTAOUOG yia OXETIKA ME TNV

Karavonon kai Tnv Bgpartreia Tng KuoTikng ivwong (Ki)

Tov 18° aiwva oe Feppavikl kKai EABeTIKA BIBAIOYPA@PIKN UTTAPXEI

avagopd oTn vooo.

1938 n vbéoog TEPIypPAPNKE yia TTPWTN @opd atd Tnv Dorothy Hansine
Andersen w¢ «BavaTn@OpPOG TTAYKPEATITIC O VEOYVO» Kal Aiya Xpovia

apYyoTEPA AVAYVWPIOTNKE O KANPOVOUIKOG XAPAKTAPAGS TNG.
1949 tepIypdPnKe yia TTpwTn opd oTnv EAAGDQ.

1952 avakaAu@Onke n dlatapaxr Twv NAEKTPOAUTWY OTOV 10pWTA ATTO TOV
Paul Di Sant’ Agnese, o1TOTE KaI NTTOPECE VA AVOTITUXOEI TO TEOT 1I0pWTA WG

MEBODBOG diayvwaong TnNG vOoou.

1988 mpayuatotroiOnke n TPwTn OITTA PETANOOXEUON TIVEUUOVWY OFE

aoBevn pe KuoTtiki Tvwon.

1989 atropovwBnke 1O yovidlo TnG KuoTiKAG Tvwong o€ TURua Tou Pakpou
OKEAOUG TOU XpWHOOWUATOG 7 a1rd TV opdada tou Lap-Chee Tsui, Tou Apa
Francis Collins kai Tou KaBnyntr Jack Riordan. Méxpi ofjpepa, €xouv Bpedei

TTavw atrd 2000 peTaAAGgelg Tou yovidiou.
1993 eyKpiOnKe TO TTPWTO EICTTVEOUEVO BAEVVOAUTIKOG yia Tnv KuoTikn Tvwon.

1993 emixelpeiTal yia TTPWTN QOPA yovIdIaKr BepaTreia Je TNV AUECA PETAPOPA
puBuioT) CFTR péow petalhayuévou adevo 100 o€ pIvikd €TTIONAI0O aoBevwv

pe KuoTikn Tvwon

1997 eykpiBnKe TO TTPWTO EICTTVEOUEVO AVTIRIOTIKO €I0IKA OXEDIQTPEVO yIa TV

KuaoTikn Tvwon.
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2002 dnuooieubnkav yia TTpwTtn @opd Ta Eupwtraikd [lMNpdTtutra yia tnv

dlaTpo®n Twv aoBevwyv pe KuoTik Tvwaon.

2004 éyivav dekTéG atrd Tov YTToupyo Yyeiag ol Atropaoelg Tng OAopéAgiag
Tou Kevipikou ZuuBouAiou Yyeiag oxeTikd pe Tov «KaBopiopyd Spwv Kal
TTPoUTTOBé0EwV TToU TTPETTEl va TTANPoi €va Noookouegio TTpokeINévou va
voonAevel aocBeveic ye KuoTtikn Tvwon kar Tn Anuioupyia Movadag KuoTikAg

Tvwong».

2005 dnuooieubnkav yia TTpwTn @opd Ta EupwTraikd MNpoTtutra 1epiOaiyng

aoBevwyv pe KuoTikn Tvwon.

2006 TTpayhOTOTIOINONKE TO TTPWTO MITIVYK METAEU TNG OMAdAG E£PEUVNTWV
EurocareCF kal Tng ouddag epyaoiag 1aTpwy Kal EPEUVNTWYV TNG EupwTraikng
latpikng ETaipiag yia Tnv KuoTikr Tvwon pe atoxo 1n dnuioupyia EupwTtraikig

Kataypagng acBevwv pe KuoTiki Tvwon.

2010 eykpiOnke VvEO €IO0TTVEOUEVO QVTIBIOTIKG YIO TNV QVTIMETWTTION TWwV

QVOTTVEUOTIKWY AOINWEEWY oTnV KuoTIKA Tvwon,.

2012 eykpibnke TO TTPWTO PAPHOKO TTOU OTOXEUEI OTO diTIO TNG vVOOOU Kal

OTTEUBUVETAI O€ AOBEVEIG HE OUYKEKPIPEVEG YEVETIKEG HETOAAAEEIG.

2015 eykpibnke TO TTPWTO QPAPPOKO TTOU OTOXEUEI OTO QiTIO TNG vVOOOU Kal
atreubuveTal o€ oudlUYyoUG AOBEVEIG PE TNV TTIO OUXVR YEVETIKA METAAAALN,
F508del.

1.2 T gival n KUOTIKA ivwon

H kuotikn ivwon (KI) e€ivar n ouxvotepn, xpovia, amelAnTikh yia 1t dwn,
KAnpovouikr) vooog otoug kaukdaoioug (Gibson et al 2003). Ztnv KUOTIKA
ivwon UTTapyXouv YeveTIKA aitia. H vooog Bewpeital  autoowuartikr,
UTTOAEITTOPEVN, QUTO CUVETTAyETAl OTI OUO EAQTTWHATIKA yovidla XpeIGlovTal
yla  va  ekdnAwBei, Aoyw peTAANAagng Tou yowvidiou Cystic Fibrosis
Transmembrane conductance Regulator-CFTR o1o xpwpoéowpua 7. Q¢ Twpa

Ol ETTIOTAMPOVEG €xouv KaTaypdwel TTavw atrd 1 500-2 000 petaAAagelig (CF
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Mutation Database 2012), o1 omroie¢ xwpifovtal o€ 6 YEVIKEG KATNYOPIES
(Vender 2008).

H ouxvoTtepn petdAAagn civar n AF508, tagng Il, Tou traparnpeital oto 70%
Tou TTANBuopou Kl kaukdoiwy, kal oto 90% Tou TTANBuopou Kl Asukwv OTIG
HIMA (Gibson 2003). H ouxvotnta Tou eu@avifetal n PETAAAAEN OlagEpel
avapeoca ot €0vikotnteg (O’Sullivan and Freedman 2009.2Z¢ TTaKOOMIO
emriredo utrdpxouv 70 000 - 100 000 aoBeveic pe Kl (Cystic Fibrosis
Foundation 2009 [2008 data]), evw otnv EAAGSQ Ta TTOOOOTA UTTOAOYiICOVTal
oe 1:2500 (WHO 2004, Farrell 2008). H Kl 6swpouvTtav 1piv 40 xpdvia pia
TTadIaTPIK) VOOOG, aPOU Kaveéva Traidi dev (oUoe HPETA TA OEKAOKTW £TN.
AvTiBeta, onfuepa XApIGC TO €pyo dIAPOPWY QOPEWV Kal IOPUPATWY, TO
TTPOCOOKIMO oTnv AuePIKN ayyiel Ta 38 £€1n, evw 10 1969 ATavV POAIG 14
(Fitzsimmons 1993, Cystic Fibrosis Foundation 2009). Etiong yia ta atopa
TToU YevvnROnkav petd 1o 1990 10 TTPpocdokIuo Eetmepvael Ta 40 £1n).

H Kl atroteAei pia TTOAUCUCTNUATIK VOOOG KOl €TTNEEACEI TTOAANG Opyava
(Trveupoveg, NTTap, TTAYKPEAG, OOTA KAl avaTTapaywyikd), OwS TTavw atrd 1o
90% Twv aoBevwv KartaArjyouv artrd avaTVEUOTIKN avetrapkela (Cystic
Fibrosis Foundation 2004). O pnxaviopog Tng mmabo@uaololoyiag Tng Kl éxel
w¢ Baon Tnv uttoAgiITtoupyia, A armroucdia Tou kavaAiou 16vTwv XAwpiou CFTR.
O pnxaviouog dev €xel ekaBapioTei ammoOAuTa aAAG To atroTéAeopa gival n
a@UOATWON TWV CEPAYWYWV KOl N TTUKVWON TOU OTPWHATOG BAEvvaG TTOU
KOAUTITEl TOUG aegpaywyoUls. ATTO TIG TTAXUPPEUOTEG EKKPIOEIG MEIWVETAI N
OIGUETPOG TOU QUAOU TOU aépa Kal €101 YiveTal TTI0 QUOKOAN N QUOIOAOYIKA
avraAAayry agpiwv kal apa n diadikaoia TG avarrvong. EmmAéov oTO
TTaxuppeuoto  oTpwua  BAévwwag  TOo  ouOTnua KaBapiopyou  Tou
BAEVVOKPOOOWTOU €TTIONAIOU TTOU UTTOAEITOUPYEI KAl AUTO £XEI WG ATTOTEAECHQ
va TTayidevovTal TTaBoydvol JIKPOOPYavIoUOi Ol OTToiol Bpiokouv TTPOCPOPO
TO UTTOEIKO TTEPIBAAAOV Kal €101 avaTITUoOoOVTal. TO avoooTroiNTIKG cUCThUA
OuoKOoAeUeTal va KaBapioel autoug Toug €I0BOAEIG. To atmoTEAeopa gival évag
QAUAOG KUKAOG AOipwéNG Kal @QAEYMOVAG O OTT0iog emmBappuvel TNV AdN
QvaTTveuaTIKr duaAeiroupyia Tou aoBevous. H weudopovdada, Pseudomonas
aeruginosa, Bewpeital 0 OUXVOTEPOG TTABOYOVOG MIKPOOPYAVIOPOG TOU

QVOTTVEUOTIKOU  TTou  TTPooPBAAAel Toug aoBeveic pe Kl (CystiFibrosis
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Foundation 2008). H yevikétepn KAIVIKA €IkOva TpITTAacIGeTal O XpOvia
atroikiogévoug atrd Pa aoBeveig kar ouvdéeTtal Pe eCAPOEIG, VOONAELIEG Kal

MeElwpPEVn TTveupovIKn Asitoupyia (Kerem et al 2005).

1.3 Tieivain CFTR

H CFTR (Cystic Fibrosis Transmembrane Conductance Regulator) gival pia
PUBUIOTIKN TTPpWTEIVN, UTTApXEl OTa €mMONAIOK& KUTTOpa TTOAAWY opydvwv
(Trveupoveg, NATTAp, TTAYKPEAG, TIETITIK 000G, aAvATTAPAYWYIKO oUOTNUQ,
Oépua) Kal QUOIOAOYIKA aTTORAAEI XAWPIO aTTd Ta KUTTAPA OTn BAEvva n oTToia
Ta KAAUTITEI Kal Ta TrpooTatevel. H OAn diadikacia pubpietar amd tnv A
TTPWTEIVIKA KIvaon Kal €§apTatal ammd 10 KUKAIKO AMP. Apeon cuvémeia ival
BeTIKA 16VTa vaTpiou va akoAouBouv auTtd Ta aviovta £Ew ATTO TO KUTTAPO YId
TN dIATAPENON TNG NAEKTPIKNAG I00pPOTTIag. AugaveTtal €101 N OAIKI) CUYKEVTPWON
NAEKTPOAUTWY, YE TEAIKO aTTOTEAEOHA £€€000 Kal UdATOG (AOyw WOPWONG) Kai
diatpnon TG QUOIOAOYIKAG ouoTtaong NG BAEévvag. lMeplopiCel etTiong TN
dlakivnon Na, dpwvtag ota kavaAia Na, pubpilel Ta kavadia K kai Cl 1Tou
evepyotroloUvTal péow Ca. Qaivetal emiong 611 cupPdaAel otn diadikacia
€EWKUTWONG KAl TOV OXNUATIONO CNUAVTIKWY HOPIAKWY CUUTTAEYNATWY OTNV
KUTTapIK MEPPpavn. [aifel onuavtikd poéAo  oTtnv TTapaywyr GAAwv
TTPWTEIVWYV  CUPHETEXOVTAG OTn QAeypovwdn avTidopacn, ot OladIKATIES
wpigavong Kai HeTapopd 10vTiwyv. Mg autdv Tov TPOTTO iICWG £EnyouvTal Kal Ol
ONMAVTIKEG BIaQopPEC OTNV KAIVIKA €IKOva aoBevwyv pe TNV idla HeTAAAAEN.
2T0UG 1I0pwToTToIoUG  adéveg  TTaBoAoyikd CFTR  TrpokaAei  peydAn
ouykévipwan NaCl oTtov 19pwta AOyw MEIWPEVNG €TTAVAPPOPNONG OTOUG
EKQOPNTIKOUG TTOPOUG, YEYOVOG OTO OTT0IO OoTNnpEifeTal n dOKIJaTia 1I0pWTOG ETTI

uTTOWiag TNG vOOOuU, TTPIV OTTAITNOET YEVETIKOG EAEYXOG.

1.3.1 To yovidio CFTR

211G apxég Tou 1980 OIGQPOPEC ETTIOTNUOVIKEG ONAOEG TTPOCTIABNCAV VA
xaptoypagrijoouv 10 yovidlo TnG Kl pe avdAuon ouvdeong. TeAKG autod
EMTEUXONKE UOTEPA ATTO PIA TTEVTAETAG TTPOOTTABEIa TO 1985 Kal atrodeixOnke

n ouvdeon MPE TO XPpWHOOWHa 7. 2’ autd ouvéBale évag PeyAAOG aplBuog
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TTOAUMOPQIKWY BEIKTWYV KABWG £TTioNG KAl £VvaG OUVOUACHOG TEXVIKWY QUOIKAG

XapToypAapnong, armouovwarn Eoviou Kal YEVETIKI avAaAuor.

‘Emreira atr’ autd eAEyxOnKav TTEPICOOTEPOI OEIKTEG OTO XPWHOOWHA 7 Kal TO
yovidio TnG Kl Bpédnke va gival kovid otoug O¢cikteg met kal j3. Metd atrd
TOAG Treipdparta amodeixOnke OTI n amdoTOON AvAPESA G auToUg TOUG
OcikTeg ATav Trepitrou 1.6 ekatoupUpia Ceuyn Bacewv(bp),dnAadn uia TTepioxn
TToU TrEPIKAEiEl TTepiTTou S50 yovidia. ApyoTepa BpEBnkav Ki GAAa yovidia oTnv
TTEPIOXN auTh, OTTWG 0 XV-2C kalt o KM-19,6vTtag kovtd oTto yovidio Tng Ki
OUVTEAECQV OTO VA ETTIKEVTPWOEI akOua TTeEPICTOTEPO N B€on Tou yovidiou TnNG

KUOTIKNAG ivwong.

TENOG, TO yovidio TTou KwdIKoTToIEl TNV TTpwTeiv CFTR, evTOTTioTNKE TEAIKA
O€ TUAMO TOU PJOKPOU OKEAOUG OTO XpwHOowa 7.H xaptoypd@non £yive oTn
XpwHoowulokh 8éon 793 kail N KAwvoTroinon Tou 1o 1989. Mepi€xel 250.000
ceuyn Pdaoewv kar Tmapdyel MRNA peyéBoug 6.5kb trepiAaupBavovrtag 27

ecovia.

1.3.2 Asgtoupyia 1ng CFTR

H CFTR cival pia diapguBpavikr Tpwreivn TTou Asitoupyei wg diauAog Cl ,evw
KATTOIEG AAAEG AEITOUPYIEG TOU €ival Kal N HETAPOPA KATTOIOU UTTOOTPWHOTOG N
n puBuion Asiroupyiag GAAwv dlauAwv 16vTwy. Katd tnv avdAuon tou CFTR
MRNA katd Northen traparnpriénke 611 o CFTR ek@pdleTtal 01O €TTIOAAIO KAl
OTOUG UTTOPBAEVVOYOVOUG AOEVEG TNG AVATIVEUOTIKNG 000U, OTO €TTIOAAIO TWV
TTOYKPEATIKWY TTOPpWV, OTO €TMONAIOKO OTpwa Tou eviépou(adEveg Brunner)

,KABWG Kal 010 €TMOAANIO TWV CIEAOYOVWV KAl IBPWTOTTOILV AdEVWV.
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2T0 €MOAAI0O TWV agPOPOPWY O0dWV Kal TOU EVTEPOU EVTOTTICETAI OTNV
MEMBPAvVN TG Paoikng oOTIBAdAg Twv  KUTTApwv. H  ouvrtoviouévn
OpacTNPEIOTNTA TWV PETAPOPEWV TNG PACIKNAG KAl BACOTTAEUPIKAG MEPBPAvVNG
EXEl WG ATTOTEAEOUA TNV €KKPION 1I0VTWY CF €W Twv ETTIBNAIAKWY KUTTAPWV.
l6vTa ei0€pxovTal oTo €MONAIGKO KUTTOPO pHECW Tou ouvueTagopéa Na- K+ Cl
OTn POCOTTAEUPIKN PEPPPAVN TOU KUTTAPOU Kal OTTO EKEI EKKPIVOVTAI OTIG
agpoPOpPoUG 000UG Kal OTOV EVTEPIKO aAUAG Xdpig oto CFTR kal ToOu

eCapTwpuevou atrd Ca diauAou CF oTn Bacikr HEPPPAvN TOU KUTTAPOU.

O pobAog, Aoitdv, TNG TTPWTEIVNG AUTAG OTO AVATIVEUOTIKO oUCTNUa Eival
KaBopIoTIKOG Kal N atroucdia Tou dnuioupyei emnuieg KataoTdoelg. Apxikd,
QATTOTPETTEI TNV AVATITUEN ACIMWEEWY UE TO VA dlaTnpei oTaBepd Ta ETTITTEdA
GAQTOG TTOU €ival ATTOPAITATA Ya TNV £E0UBETEPWON TWV BAKTNEISIWYV EITE PE TO
VO OUMPUETEXEI €PPECA 1l AUECA OTN METOPOPA KAl EKKPION KATTOIWV
avTIBAKTNEISIOKWY TTAPAYOVTWYV. ZTO YAOTPEVTEPIKO GUOTNUA, OTO TTAYKPEAG
,IOVTQ EKKPIVOVTAI OTO TTAYKPEATIKO TTOpo péow NG CFTR Trpwrteivng oTn
Baoikn oTIBAdA TwV KUTTAPWY Kal aKoAOUBwG eicépxovTal Eava OoTO KUTTAPO
avTaAAdlovtag evOOKUTAPIKA 160VTa dITAVOPAKKIKWY TO OTTOI0 UTTAPYXOUV OTO
TTAYKPEQTIKO uypO. TEAOG OTOUG 1I0PWTOTTOIOUG QdEVEG Eival ATTAPAITNTO Yid

TNV TTapaywyry uttétovou 1IdpwTa  péow  TnG  ammoppdéenong CF.

1.3.3 Tlpwrteivnh CFTR
“Yotepa atrd mnv avaAuon Tng mTpwTtotayoug mTpwTteivng CFTR,01 gpeuvnTég
pTTépecav  va TTpoBAEwouv TNV OUVAMIKN TNG TPITOTAyoUG OOUAG TNG

mpwrteivng. H CFTR13 cival pia mToAuTTemTIOIK aAucida peyéBoug 1480
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QuIVOEEWV Kal popliakou Bapoug 168 Da ,n otroia TTpoteivetal 0TI oxnuaTticel

TTEVTE TTEPIOYEG.

A) duo OlapepPpavikég Treploxég  MSD1 kai MSD2(membrane-spanning

domains) atroTeAOUHEVEG ATTO 6 dlauEUPPAVIKA TUAMOTA.

B) dUo mepioxég mpdodeong voukAeoTidiwv NBD1 kai NBD2 (noucleodite-
binding domains) ,o1 otroieg aAAnAemdpouv pe ATP. H NBD1 Trepioxn
atroteAcital  amd 244 kardhoimma  (L441-K684),evio n NBD2 Trepioxn
atroteAeital atrd 254 karahoirra ( LI 1227-L11480) .

N Mo evdokuttapik pubupioTikl Teploxy ( R domain) otnv oTroia
EUTTEPIEXOVTAI QPKETEG OMOAOYEG OAANAouxieG QwOo@opuAiwong atd Tnv

TTPWTEIVIKA KIvaon A (PKA).

H opoidotnTa otnv aAAnAouxia Twv dU0 SIAPENPBPAVIKWY TTEPIOXWY OAAG Kal N
YEVIKOTEPN TOTTOAOYIO QUTAG TNG TTPWTEIVNG Eival KATTOIQ XAPOKTNPIOTIKA, TTOU
TNV KATOTAOOOUV OTNV OIKOYEVEID TWV TTPWTEIVWY MPeTagopswv ABC e
TTOMEG PUBUIOTIKEG AEITOUPYIEG. Z€ AVTIOIAOTOA WE TA TTAPATTAVW , TO OTI N
mpwrteivn CFTR  Asitoupyei kKupiwg oav diaulog TTapd oav PETAPOPEQS TNV

KAVEI LEXWPIOTH OTNV OIKOYEVEIQ TWV TIPWTEIVWIV.

1.3.4 MetaAA&&eig Tou CFTR

E.KavaBakng, M.TZétn. Mopiakr peAéTn kai TpoAnwn KuoTikAG Tvwaong oTov eAAnvIKS TTAnBuopu6.2005

‘Emeira ammd evdeAexny €peuva kal avaAuon tou DNA Ttraoxoviwv pe Ki,
armmopovwOnkav TTavw atmd 800 PeTAANAEEIC Twv OToIWV N ouxvotnta

dlapépel yewypaPika kal TTAnBuopiokd. O TTapakATw TTiVAKAG ATTODEIKVUEI TOV
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EMMTTOAACUO TwV OUXVOTEPWV PETAAAGEEWY oTO yovidlo CFTR o€ TTayKOOUIO

eTiTTEdO, a0 PIa PEAETN 43,849 YpwuoowHATWY Kl yeVIKWVY Kal €I0IKWV

TTANBUCWV.

MeTaAAaEN 2uxvoTnTa (%) MANBuopog  pe TNV
uwnAGTEPN TTapoUCTia

G542X 1,0621 2,4 loTravoi

G551D 717 1,6 AyyAol

N1303K 589 1,3 ITaAoi

IW1282X 536 1,2 EBpaiol Eskenazi

R553X 322 0,7 "eppavoi

621+1G->T 315 0,7 "aAAokavadoi

1717-1G->A 284 0,6 ITaAoi

R1162X 125 0,3 ITaAoi

394DDTT 78 10-30 NopBnyoi-PiAavdoi

2789+5G->A |54 0,3 loTravoi

711+1G->T 49 "aAAokavadoi

2183AA->G 40 ITaAoi

3905insT 38 6-17 EABeToi,Amish,Acandia

Q359K/T360K 87, EBpaioyewpyiavoi

M1101K 69 Hutterite

Y122X 48 "dAAol,vrioog Reunion

1898+5G->T 30 Taiwan,KivéCol

3120+1G->A 11 Agpoauepikavoi

1148T 9,1 "aAAokavadoi

Mnyn:http://www.cftr.info/about-cf/cftr-mutations/cftr-epdiemiology/

2TIG KWOIKOTTOINUEVEG TTEPIOXEG TTAPOUCIAZOVTAl QUTEG Ol TPOTTOTTOINCEIG TOU
yovidiou CFTR kal TrepIAapBdavouyv  PIKpA  €AAgipaTa Kal  TTPOOBNKEG
VOUKAeOTIOIWY, oI oTroieg petartoTtriCouv 1O TTAaiolo avdyvwong (frameshiit) ,
evepunveuoiueg treploxég(Nonsense), mmapepunveloiueg (Missense),aAAG Kai
TTEPIOXEG TTOU EPQPAVICOUV ONUEIOKESG METAANAEEIS eTTNPEGCOVTAG TNV dladIKaaia
TNG ATTOKOTTAG Kal TTavacUyKOAAnong (Splicing-paTiopyaTog) kal Tn ouvBeon
ToU RNA.
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Y1rapxouv 4 oudadeg mou xwpilouv TIG BAGRES oTo yovidio CFTR, pe Bdon 10

€i00¢g TNG METAAAAENG KaI TNV TTPWTEIVN TTOU ETTNPEACETAL:

Opdda | : MeTaANACEIG TTOU €TTNPEEACOUV TNV TTAPAYWYN TTPWTEIVNG. KAaTToleg

atr’ auTég gival (W1282X, R553X,R1162) kai gival utreUBuvVEG yia TV OIOKOTTA
TNG oUvBeong TNG TTOAUTTETITIOIKNAG aAUCiIdag, €XOVTag WG ATTOTEAEOUA
TTapaywyr MIKPOTEPOU TOU QUOIOAOYIKOU PrKoug TTpwTeivn. Me Baon 1o TUAuaA

TTOU AE&iTTEl OPICETAI KAI TO TTOOOOTO TTAPAYWYNG EVEPYOU TTPWTEIVNG.

Qudda Il : MetaAAGésic ye un ammoteAeocparikn emmeEepyaaia mpwreivne Ol

METOANGEEIC auTEG eTTNPEdAlouV TNV TEAIKA doun TNG TTPWTEIVNG Kal olyd oiyd
odnyouv oTnVv €AaTTWPATIKA wpigavon tou CFTR péoa oto kUTTOpO. EdW
QvNAKEl Kal n 1o ouxvh MeTaAaén Twv Kaukaoiwv AF508, tou Tnv
Xopaktnpifel 10 éAAeiua Tou apivogéog @aivulahavivng otn 8éon 508 Tng
TpwTteivng, otnv.  NBD1 T1rEpIoX) KOBWGS Kal N TTapePUNVEUCIUN PETAAAALN
N1303K otnv trepioxj NBD2.

Opdda lll: Mn owaTr) pubuion Tou dilaulou Cl: Agopd petaAldéelg (G551D,

G1224E,J1225) , Trou BpiokovTtal o€ Tepioxéc NBD Tou CFTR kai etTnpedalouv
TNV Oféopeuon Kai udpoAucn Tou ATP, éxoviag wg akOAoubo Tnv N

atroteAeouaTiki puBuion Tou KavaAiou Cl.

Qudda IV: AMNoiwoelc oTIC  OlausUBPaVvIKEC  TTEPIOYEC  TIC  TTPWTEIVNC.

Xapaktnpifetal ammd PBAAReg oTig diapeuPBpavikég Trepioxéc Tou CFTR TTOU
ouvnRBwg eival TTapepunveUoIUES. TETOIES gival o1 peTaAAGEEIC R117H, R334W,
R347P, R347H otnv trepioxi NBD1, e1Tnpedlovrag KataAoITTa apyivivng o€
OuvapikéG  dlapepPpavikéG  aAAnAouxiec e ammoTéAeopa peiwon NG
aywyiuétntag tou diauAou CF, evw n CAMP puBuIoTIKr) AsiToupyia Tou dev

eTnpeddeTal.

H emritrtwon T petdAAaénc AF508 otnv rpwrteivnh CFTR AF508

H petdAAagn cival atmmotéAeopa NG atmaAoipig TPIWV VOUKAeoTIBiwY (CTT),Kal
Bpioketar ato €€d6vio 10 Tou yovidiou CFTR €xoviag wg atmoTéAeopa Tnv
agaipeon piag @aivulaAdavivng otn Béon 508,0tn NBD1 mrepioxy Tou CFTR

ekei 6tTou evwveTal 1o ATP.
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ANEC HeENETEG, peE oOuvbBeTIKO TTETITIOIO  @aivulaAavivng €d€iEav  OTI TO
METAAAQYUEVO gival AlyOTEPO OTOBEPO O€ OUYKPION PE TO PUOIOAOYIKO, £XOVTAG
WG ATTOTEAECOHA va XAVEl TV IKAVOTNTA Tou va TTpocdével To ATP kKatw atmod

MN QUOIOAOYIKEG OUVORKEG.

‘Ewg Twpa dev £xel TTPOCOIOPIOTEI KATTOIO TPIoOIAoTATO JoviéEAo CFTR  Kkal
auTd yia 1o Adyo OTI n TTpwTEivn autr dev PTTopei va TTapaxOei o€ ueydaAeg
TTOOOTNTEG WOTE VA UTTOPECEl VA KWwOIKOTTOINGEI. AUTO TTOU KOTAOKEUAOTNKE,
ATav Katola TpiodidoTaTta PovTéAa o€ BewpnTikd ETTITTEDO YIO TIG TTEPIOXES
NBD1 ka1 NBD2 1rou mrpocdévouv ATP, Baoiloueva o€ dU0 GANEG TTPWTEIVEG.
Ta povréAa auTd PTTépECaV va KATaokeuaoTouv KaBwgs ol NBD1 kar NBD2
mepIoxEG Tou CFTR  egpgavifouv onuavtiky opoAoyia, O6oov agopd Tnv
aAAnAouyxia pe TIC B’ Kal ' UTTOPOVADEG TWV TTPWTEIVWV AVTIOTOIXA. 2E€
avTifeon pe TTOAQIOTEPEG HEAETEG, O° QUTA Ta POVTEAQ OTO QualoAoyikd CFTR
TO apivoéu Phe508 Bpioketalr evidg uiag o’ €Akag kai ocuuBdaAAel otnv
dlapopewaon TG NBD1 T1repioxng, n otmoia aAAnAemdpd pe 1OV OAKTUAIO
TToupivng Tou ATP.

2tnv CFTR Opwg Tpwreivn pe TRV Af508 petdAAagn, n atraloipry Tng Phe508
TTPOKAAEI aTTWAEIO EAIKOEIDOUG a-00uNAG evidg TG NBD1 mepioxng tou CFTR,
EXOVTAG WG aTTOTEAECHA TO POPIO va gival OUIKA aoTaBEC Kal va eu@avilel
MEIWPEVN eualoBnoia otn TTpoodeon ATP. AuTég ol TTpOBALWEIG, OTI dNAAdA N
TTEPIOXN TTou TTEPIEXEl TNV Phe508 éxel Tnv Taon va oxnuartiel pia a- EAIKa Kal
0TI n AF508 petdAAagn TTpokaAei aTTwAEld TG  a-eAIKO€IdOUG OOUNAG,
empBeBaiwvovtal pe dIaAuTEC douég, TTou €xouv avaAuBei ye NMR (Nuclear
Magnetic Resonanse) 1600 auBevTiKoU @QUOCIOAOYIKOU TTETITIOIOU TO OTTOIO

atroTeAeiTal atrd katahoiro Met493-Ala523,600 kal ueTaANayuEvou TTETTTIOIOU.

H Ttpwrteivn kaBwg ouvtiBetar amd  peyfpavoouvbeta  pifocwuarta,
EVOWMOTWVETAI OTn PeUPPAvn Tou evdoTTAacpaTikou OikTuou (EA), evw
TaPAAANAQ  TTPOCTIOEVTAI  OMIYOOOKXAPITIKEG — OAUCIOEG  OTIC  OTTOIEG
TTPOOOEVOVTAI KOAVEELIVN KAl OI KUTTOPOTTAQOMOTIKEG TTPWTEIVEG OUvOodoi. MNa
va TO KATAQEPEI N TTPWIKN TTpwTEivn va e¢axBei amrd 1o EA péow Twv MOPT1

KaAuppéVwy KuoTIBiwy, Ba TTpéTTel TTpwTeivn va AdBel pia avwraTtn doun. H
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ATP e€gapTwpevn  wpigavon TG  TTpwTEivNG, OuvodeUeTal atrd TNV

atreAeUBEPWON KAAVEEIVNG KAl CUVOOWV TTPWTEIVWIV.

Mopia Ta otroia dev Aaupdavouv auTh TNV dIANOPPWON KATAKPATOUVTAl OTTO
TIG TTPWTEIVEG AUTEG KAl UTTOKEIVTAI O€ TTPWTEOAUCT aTTO TTPWTEACWHPATA 1)
oxnuartiouv ocucocoaocwuata Otav  ePTTOdICeTal N TTPWTEOAUCH. ZWOTA
avadITTAWHEVEG  TTPWTEIVEG , TIPOCTATEUOVTAl dATTO T TTPWTEOAUON,
MeETagpEépovTal OTO  oUuTTAeypa  Golgii, O61mou  OAOKANPWVETAlI KAl N
YAUKOOUAIWON TNG TTPWTEIVNG KOl OTN OUVEXEID KUOTIOIO WETAPEPOUV TOV
CFTR amé T1a trans- Golgi otnv KUTTapoTTAacuatiky HEPPPAvn. TEAog, n
TTPWTEIVN METAQEPETAI PE TA  €VOOOWMPATIA OTA AucooowuaTa KAl

artrodoyeital.

MeAéteg €xouv O¢gicel 0TI 0 petaAhayuévog Af508 CFTR &gv utropei utrooTei
wpigavon OTTwG O QUOIOAOYIKOG, UE OTTOTEAEOUA VA KATAKPATEITAI ATTO TIG
TTPWTEIVEG OUVODOUG Kal va ugioTatal TTpwTedAuon . ‘'ETol, n Af508 petdAAagn
oev emiTpéTTel To PeTaAAayuévo CFTR va wpiydoel kal va €gaxBei ammd 1o EA
Kal va @Taoel TEAIKA oTnV evOOTTAQCOMATIKA YEUPPAVN, TTPAYUA TTOU €Enyei TNV

MOpIaKA Kal XNMIKA BACN TNG a0BEVEIAG TTOU TTPOKOAEI TN KUGTIKY ivworn.
1.4 TMwg kKAnpovopeiTai;

H KuoTikn ‘lvwon €ival KANPovopiké voonua TTou o@eileTal o€ PETAAAQEN
yovidiou CFTR (Cystic Fibrosis Transmembrane Regulator) oT0
7° xpwuoowpa. ‘Exouv avagepBei mavw atd 1900 dia@opeTikEC ETOANGEEIC
Kal TTOAUPOP@IOHOI TTou odnyouv oTnv idla aoBévela aAAd PE DIAQOPETIKN
KAIVIKA €IKOva KABe @opd. H 1o ouxvn cival n APS08 evw €xel kataypagei
MEYAAN €TEPOYEVEIA TNG KOTAVOUAG TWV HETOAAGEEWV PETALU Twv dIapopwv

€OVIKOTATWV.

AvTtiAapBavouaote, Aoimtdv, OTI Bewpeital yeveTikn Oiatapaxn (Gpa  un
METAOOTIKN) TTOU TA ATOMO QUTA QPEPOUV €K YEVETAG, £XOVTAG KANPOVOWNOEI
duo TTaBoAoyikd yovidia Tng KuoTikAG Tvwong, éva atrd tov KABe yovéa TOuG.
Oool @épouv éva povo TabBoloyikd yovidio ovoudlovTal Qopeic Tou yovidiou
Kal BewpouvTtal atroAUTwG uyigic. MNa va yevvnBei éva audi ye KuoTtikn Tvwaon

TIPETTEl ATTOPAITNTA KAl Ol dUO YoVveiG Tou va eival @opeic 1 aocbeveig. Ol
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meavoeTNTeEG €PPAvVIONG TNG vooou yia kKaBe Traidi kabopifovralr atrd TOV
kavova Tou Mendel. Tapakdtw ava@épovtal ol  TTEPITITWOEIG KAl Ol
MOAVOTNTEG TTOU UTTAPXOUV VA Eival KATTOI0G TTAOXWYV, POPEAG A va Unv QEPEI

KaBoAou T0 yovidlo:
Orav:

- Kal ol dUo yoveig gival Qopeig TOTE, yia kKABe TTaidi utrdpxel mMOavoTnTa 25%
va TTaoxel amrd 1 vooo, 50% va cival popéag kai 25% va gival evTEAWS UYIAG

OnAadn va unv eEPEI Kav TO yovidlo.

- 0 évag yovéag eival aocBevng kal 0 AANOG Qopéag, TOTE KABE TTaidi €XEl

moavoTnTa 50% va maoyel amod Tn vooo Kal 50% mmlavoTnTa va gival QopEag.

- 0 €vog yovéag eival uying kal o AAAog @opag, dev uTTapxel TOavoTnTa
yévvnong tTaidiov TTou va TTdoxel atmd TRV vOoo, aAAd katd 50% kdabe tTaidi

gival mlavo va eival popéag.

-0 évag yovéag €ival uying Kal o dAAog acBevng, 161e OAa Ta TTaIdid Ba gival

POpPEIG auToU TOU yovidiou.

- TéANog, OUO YyoveiG TTOU TTACXOUV TTPOPAVWG MTTOPOUV VA KAVOUV HOVO

maidi& TTou 6a vooouv.

ZUuuTTEPAOUATIKA Ba Aéyaue Twg yia va €xel Kuotikf ‘lvwon éva dartopo,
TIPETTEl KOl Ol QUO YOVEIG TOU va Eival QOPEIG KAl TO ATOUO va KANPOVOUROEl

OUO eAaTTWATIKA yovidia éva aTrd KABe £va yovea.
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http://www.safembryo.com/wp/wp-content/uploads/2015/05/13.jpg

Eikéva 1.1 O 1pd110¢ e TOoV otroio n KuoTiKA ivwaon KAnpovoueital atmd duo

YOVEig Qopeig oTa TTaIdIAd Tou

1.4.1 Kivduvog yia Ta HEAN TNG OIKOYEVEIQG

O1 yoveig evog rpoyovou pe Ki

e O1 yoveig evog TrpooBeBAnuévou TTadiou gival oiyoupa €TEPOCUYWTEG

(®nAadn, @opeic piag CFTR 1TaBoyévou TapaAAayng ).
e O1 eTEPOCUYWTEG (POPEIG) Eival YEVIKA ACUUTITWUATIKOI.

e 2& OTAVIEG TIEPITITWOEIG, €VOG YoOvEAG WTTOPEl va  OlayvWwOoTEi

OTI eTTNPEEAETAl HETA TN dIAyvwon Tou TTaidIou.
2UYYeVAG evOGg TTpoyodvou ue Ki

e Katd ™n oUAANWn, KGBe aoBeviAg evog TTPOaREBANUEVOU ATOUOU EXEI
25% mOlavétnTa  va emnpeaoctei, 50% mOavotnTa  va  gival
QOUUTITWHATIKOG popéag Kal 25% TTBavotnTa va unv €TnpeadeTal Kal

va unv givar gopEag.
e O1 eTepOlUYWTEC (POPEIG) Eival YEVIKA ACUUTITWHATIKOI.
ATréyovog evog rpoyovou pe CF
e Ta BnAukd ue Kl ytropei va gival yoviua.

e Ta apoevikd pe Kl pmmopouv va oOuAlNGBouv T1a TTOIdIG  pEOW
TEXVOAOYIWYV UTTOROoNBoUuEVNG avaTrapaywyns (ART).

e O amdyovol apoevikou 1 OnAukou trpoyovouue CF  kAnpovopouv

Mia TTaBoyovo TrapaAAayr) Tov TTPooBERANUEVO yovEQ TOUG.

e O Kivduvog €vog TTaIdIoU va KANPOVOPNOoEl pia deuTepn TTaBoyovo
mapaAayi CFTR e¢aptdtal  ammd T YEVETIK  KATAoTACOn  TOU
AvaTTapaywylkou ouvipogou. Eav o0 avatrapaywyikdg ouvepyAaTng
gival eTepofuyog yia  pia TaBoyovo TrapaAdayri CFTR, o1 amdyovol
éxouv Kivduvo va etnpeacTouv Katd 50% kal o0  Kivduvog va

OeOUEUTOUV £TEPOCUYWTES KATA 50%.
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/affected/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/heterozygous/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/affected/

lMNoveig, ouyyeveig, Kal atréyovol evog rpoyodvou pe CAVD

e O1 appeveg pe CAVD eivar ayovol, utropei va ouAAdBouv Tta TTaidid

MEOW TEXVOAOYIWYV UTTOROoNBoUUEVNG avaTrapaywyns (ART).

e« O «kivbuvog yia Toug ouyyeveic evog ue CAVD eCaptdral ammd Toug
YOVIKOUG YOVOTUTTOUG Kal Ogv UTTOPEI EUKOAA va TTPOPRAEPOEi Xwpig

QUTEG TIG TTANPOPOPIEG.

e O JOPIOKOG YEVETIKOG €EAEYXOG Eival TTIO  eVNUEPWTIKOG OTaV T
TTapaAAdyuata CFTR  mou TipokaAouv  CAVD €xouv  TauToTroinOei
oTou TTpoyévou . O1 avdpeg pe CAVD ptropei va €xouv pévo pdia
avayvwpioiun mapaAdayr) CFTR , mrepITTAékovTag Tnv €¢€TA0N KAl TNV

EPMUNVEIQ TWV ATTOTEAECUATWY OTA PHEAN TNG OIKOYEVEIAG TOUG.

AAAa péAN TG oikoyévelag. KaBe ouyyeveic evog atOuou TTou gival yvwaoTo
OTI gival eTepOCUYO yia pia TTaboyovo TTapaAAayr) CFTR gival o€ kivouvo 50%

va gival opEag .

1.4.2 Avixveuon @opéa (eTepoluywTn)

O éAeyxog QOpPEWV yIa OUYYeEVEIC o€ KivOUVO ATTaITEl TNV TTPONYOUNEVN

TauToTroinon Twv TTaboyovwy TmapaAllaywv CFTR oTnv oikoyéveia.

Av o TTpdyovog atTofiwaoel Kal Ogv dIECAXON MOPIAKOS EAEYXOG, €ival OKOTTINO
va ETIXEIPNOEI N aroKTNON €vOG dIaBETIYoU deiyuaTog 10ToU yia Tn POPIOKN
e¢étaon CFTR . Edv dev eival duvartr] n die¢aywyr HOPIOKWY £CETACEWY OTOV
I0TO TOU TTpoydvou, eival OKOTTINO va TTPOCQEPOVTAl POPIAKES €CETAOEIC O€
MEAN TNG oikoyévelag TTou PpiokovTal o€ Kivouvo. Ta aToua oTa oTToia Oev EXEI
TautoTroinBei pia maboyovog trapaAAayry CFTR éxouv  pelwpévo Kivouvo yia

TOV METAPOPEQ .

Eav éva drouo éxer tnv maboyovo TtrapalAdayr p.Arg117His, cuvioTtarai
N doKIu avravakAaoTIKWV yia TIG TTapaAlAayég ST / 7T / 9T. EAv 1o ATouo €xEl
TO aAANASHOP®O 5T , CUVIOTWVTAI OIKOYEVEIOKESG MEAETEG YIO VA TTPOODIOPIOTEI
€av 10 aAAnAduop@o 5T cival o€ cis diaudépwan A trans diaudpewon PE TO

aAAnAGpop@o p.Arg117His. ‘Eva atopo pe p.Phe508del kai 5T / 11TG eivai
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/heterozygous/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/carrier/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/carrier/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/allele/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/cis/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/trans/

eCalpeTik@ ammibavo va avatTuéel un kKAaoikd CF. ‘Eva atopo pe p.Phe508del
kar 5T / 12TG i p.Phe508del kair 5T / 13TG ptropei omrdvia va avatrTugel
CAVD 1} un kAacoik6é CF [ Groman et al 2004 ].

1.4.3 Tlivakag 4.

O utroAeimépevog  Kivduvog  va  gival  @opéag  yia  pia TTaBoyovo

mTapaAAayl CFTR  €dv n popioky dokiur &gv avixveluoel pia mTaboydévo

TTapaAAayn
O umroAsimrépevog Kivdouvog (%) va givalr @popéag gdv o
MponyoUpey OUVTEAEOTAG aviXveuong Twv Traboyévwyv TrapaAAaywyv
oG Kivduvog Elva:
va
gival popéag 96
30% 40% 50% 60% 70% 75% 80% 85% 90% y
0
o3 58,3 54,5 50,0 444 375 33,3 286 23,1 16,7 7.4
% % % % % % % % % %
41,2 375 33,3 286 23,1 20,0 16,7 13,0 3.8
V2 9.1%
% % % % % % % % %
18,9 16,7 14,3 11,8 1,3
Ya 9.1% 7.7% 6.3% 4.8% 3.2%
% % % % %
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https://www.ncbi.nlm.nih.gov/books/NBK1250/

1.4.4 Zxemik@ ¢nTAMOTA [TEVETIKAG ZUPPBOUAEUTIKAG

1.4.4.1 OIKOYEVEIAKOS TTPOYPALUATIONOC

e O BEATIOTOG XPOVOG YIO TOV TTPOCDIOPIOUS TOU YEVETIKOU KIVOUVOU, N
ATTOCaQNVION TNG KATAOTAONG TOU Qopéa Kal n  oulAtnon yia Tn
O1aBe0IUOTATA TWV TTPOYEVVNTIKWY €CETACEWV Eival TIPIV aTTO TNV

gEyKupoouvn.

e AidovTal YyeVETIKEG OUMPBOUAEG (ouuTTEpIAGUBavOuEVNG TNG OUulATNONG
OXETIKA PE TN OOKIPMACIa TWV POPEWYV , TOUG duvNTIKOUG KIVOUVOUG Yia
TOUG aTTOYOVOUG (TTX AVATIVEUOTIKN QVETTAPKEIQ, AvOPIKA OTEIPOTATA)KAI
TIC  AVATTAPOYWYIKEG  €TMIAOYEG(TTX  TEXVIKEG  uTTOoBOoNnBouuEVNG
AvVOTTaPAYWYNG) O VEAPOUG e€VAAIKEG TTOU €Xouv TTpooBAnbei, cival
QOpPEIC 1 KIVOUVEUOUV va JETAPEPOUV TO TTABOYOVO YoVvidlo OTIG

ETTOMEVEG YEVEEG.

H tpdmrefa DNA kabiotd Tnv atmoBrikeuon Tou YEVETIKOU UAIKOU yia TTieavn
MeEANOVTIKA xpron. Kabwg n emoThun egeAicoeTtal N peBodoAoyia dOKIPwWY Kal
n Karavonor Mpag yia Ta yovidla, TIC AaAANAOGUOP®ES TTApaAAaYEG Kal TIG
a0Béveleg Ba BeATiwBel oTo pEANoV, TTpETTEl va eCeTaoTel TO Tpatre(ikd DNA

TwV TTPOCRERANUEVWY ATOUWV.

1.4.4.2 E&raon mAnbuouou

O éAeyxog yia Tnv katdotaon @opéa Kl rapéxetal o€ opiopéva feuydpia wg
MEPOG TNG ouvriiBoug TIpoyevvnTIKAG @povTidag. H utoemitporry ACMG
OXETIKA ME TO METOAAQyYPEVO Yovidlo TNG KUOTIKAG ivwong OuvIoTa va
TIPOOQEPETAlI  TTIPOCUUTITWHATIKOG  €Aeyxogs  @opéwv CF  oe  droua
BopelocupwTtraikng TrpoéAeuong kar ERpaioug Ashkenazi kair va yivel
o1aBéo1un N dlaAoyr QopEwv o€ AAAEG €OVOTIKEG OpaAdeg. H uTTOETITPOTIA
TpoTeivel pia opdda  Tou  TrepIAauBdvel 23 TTaBoydveg  TTAPOAAQYEQ
oupTtTEpIAapBavouévng TNG TTAslown@iag Twv TTaBoyévwy TTapaAAaywy TTou
TpokaAouv CF kai pe ouxvotnta aAAnASpop@wy peyaAutepn atrd 0,1% oTov
YEVIKO TTANBuopo Twyv HIMA [ Grody et al 2001 |.
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/carrier-testing/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/affected/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/affected/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/carrier/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/allele-frequency/
https://www.ncbi.nlm.nih.gov/books/NBK1250/

H kateuBuvtipia ypaup TG TPakTIKAG NSGC ouvioTd va TTpoo@épeTal
n dokiuy @opéayia Kl o0e OAeg TIG yuvaikeg avatTapaywyikng nAIKiag,
aveCapTATWG  KATaywyAg KAt TrpoTiynon T1piv. ammd 1 oUAANwn. Ta
TTAVEUPWTTAIKA TTPOTUTTA TToU TTEPIAAPBAvouv TTaBoyoveg TTapaAAayEG TTou
EVTOTTICOVTAI OUXVOTEPQ OTOUG TTANBUCUOUG TWV PEIOVOTATWY gival KaTAAANAa
va €¢eTAOOUV KAl ATOPA TToU dev TTpoépxovTal atrd Tn Bopeia Eupwtn. Ta
dtopa TTou Oev £XOUV OIKOYeVEIOKO 10TOpIKO CF Kal €xouv apvnTikO €AeyXo
POPEA EXOUV PEIWHPEVO KiVOUVO WOTE VA PETAPEPOUV TO EAATTWHATIKO YOVidIO
oToug atroyovoug Toug. O kivduvog dev pndeviletal Adyw Tou OTI UTTAPYXOUV
METOAAGEEIC TTOU dev €xouv  avayvwploTei akoun. O Tlivakag 5 TTapéxel
UTTOAOYIOMOUG TOU €VOTTOPEVOVTOG KIVOUVOU Vva gival évag @Qopéag Trou
BaaiceTai oTov puUBPO  avixveuong Twv TaBoyovwy  TTapaAAaywv Tng
XPNoiygoTToloupevnG PeBOdoU SOKIUAG KAl OTOV €K TWV TTPOTEPWYV KivOuvo Tou
ardépou va eivalr @opéag. Katd tov éAeyxo Ba Trpétrel ol e¢eTadOuEvOl va
TTAPEXOUV OTO TTPOCWTTIKO TwV 1I0pUMATWY, TTAAPEIS KAl aKPIBEIG TTANPOQYOpPIES
OXETIKA JUE TNV €BVIKOTNTA TOUG, TOU 00BOEVOUG KAl TO OIKOYEVEIAKO I0TOPIKO TOU
CF, wote va OieukoAuvetal 0 aKpIBAG UTTOAOYIOPOG TOU EVOTTOPEVOVTOG

KivOUvou.

1.4.5 [ivakag 5.

O utroAermmépevog Kivouvog yia éva ATOPO XWPIG OIKOYEVEIOKO I0TOPIKO
Miag aoBévelag Trou oxeTiCeTal ye CFTR va gival @opéag (ETepoluywTng) €AV N

MopIakn YEVETIKA e€€Taon dev avixveuel pia TTaBoydvo TTapallayn

Mponyouuevog
Kivduvog  va
gival 30% 40% 50% 60% 70% 75% 80% 85% 90% 96%

Ppopéag

1/28 (3,57%) 2,5% 2,2% 1,8% 1,5% 1,1% 0,9% 0,7% 0,6% 0,4% 0,15%
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http://link.springer.com/article/10.1007/s10897-013-9636-9/fulltext.html
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/carrier-testing/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/carrier-testing/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/carrier-testing/
https://www.ncbi.nlm.nih.gov/books/NBK1250/table/cf.T.residual_risk_to_an_individual_with/?report=objectonly
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/

NMponyoupevog

Kivbuvog va

cival 30% 40% 50% 60% 70% 75% 80% 85% 90% 96%

popEag

1/60 (1,7%) 1,2% 1,0% 0,8% 0,7% 0,5% 0,4% 0,3% 0,3% 0,2% 0,06%

1.4.6 Tevetikn didyvwon

O KUNOEIG uwnAou Kivduvou. Otav Bpebouv ol TTaBoyoveg

TTapaAAayég Tou CFTR oe €éva HENOG TNG OIKOYEVEIAG TTou £XEl TTPOCPRANOE ,
gival duvarr) n TTPOYEVVNTIKA €EETAON YIA EYKUPOOUVN ME auénuévo Kivouvo
KOl TIPOEPQPUTEUTIKY YEVETIKY d1dyvwon yia Kl. O €Aeyxog Tou guBpuou yiveTtal

ME auVIOTTOPAKEVTNON 1) Blowia XopIaKwY AaXVwvV.

Kunoeig pe adploto Kivduvo. H avaAuon Tou TTETITIKOU €vCUUOU YIa TO

QUVIOKO uypO MPTTOPEl va gival XpAoiun yia Tnv TTPOYEvvNTIKA d1dyvwon o€
EYKUPOOUVEG JE aTTpoadIOpIoTo Kivouvo PeTd Tnv avaluon CFTR [ Oca et al
2009 ].

Kunoeig xapunAou Kivduvou. H eUpeon €uppuikol nXoyevoug eviéPou Kal / i

OIAOTOANIKOU €EVTEPOU O€ UTTEPNXOYPOQIKN €EETOON OXETICETal ME aAuEnUEVO
Kivduvo yia Kl oe eykupoouvn TTou dev ATAV YVWOTO TTPONYOUHEVWG VO
dlatpéxel augnuévo kivouvo yia Kl. Or Scotet et al [2010] diatrioTwoav pia
ouxvoétnta eupdviong CF oe T1ooooTd 6,7% o¢ 289 €EuBpua pe
TNV TTPoyevvNTIKA didyvwon BaBuou 3 nxoyevoug eVvTEPOU, TTOU OPICTNKE WG
nXovéveia Trapouola ] HEYaAUTEPN aTTO €KEivn Tou TTEPIBAAAOVTOG €UPBPUIKOU
ooTOU 1] / Kal OIAOTOAAG TOU EVTEPOU. € QUTA TNV TTEPITITWON, N YEVETIKA
OUMBOUAN Twv yovéwv OXeTIKG pe Tov Kivouvo yia Kl gival katdAAnAn,

akoAouBoupevn atrd Tn hoplakr YeveTikr €¢étaon CFTR Twv yovEéwv Kkai / i
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/affected/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/preimplantation-genetic-diagnosis/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/prenatal-diagnosis/
https://www.ncbi.nlm.nih.gov/books/NBK1250/
https://www.ncbi.nlm.nih.gov/books/NBK1250/
https://www.ncbi.nlm.nih.gov/books/NBK1250/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/prenatal-diagnosis/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/genetic-counseling/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/genetic-counseling/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/molecular-genetic-testing/

Tou €uPpuou, avaloya pe TNV nAIKia KUNONG TNG €yKUPoOoUvnG Kai Tnv

aATTOPACH TWV YOVEWV.
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2  Aidyvwon KuoTikng lvwong

2.1 Ailayvwon

2.1.1 Tllpoteivopeva eupruara

Mpétrel va utrdpxel utrowia KUoTIKNG ivwong (KI) o€ aropa pe Ta akdAouBa

XOPOKTNPIOTIKA:

e H xpovia TIveupoviK VOO0, oupTreEpIAaUBavopévng TG  XPOVvIOg
TTapaywyng Prxa kar TTuéAwy, n xpovia aigoppayia Kai n mrayidsuon
TOU aépa, N ATTOPPOKTIKY TTVEUPOVOTTABEIa o€ OOKINEG TTVEUPOVIKAG
A€IToupyiag, o ETTiNOVOG ATTOIKIONOG PE TTaBoyOvoug TTapAyovTeEG TTOU
ouvnBwg ataviwvtal o€ dropga pe Kl o1 €migoveg avwuaAieg

OKTIVOYpO@iag oTo 0TAB0G, oI PIVIKOI TTOAUTTOOEG,

e AlTOPAXEG TOU YAOTPEVTEPIKOU CUCTHHATOS / DIOTPOPIKEG DIATAPAXES
OTTWG O €IAedG  TOU  HEKOYXOAiou, TIPOTITwon Tou  opBou,
duoatroppdenon  /  TTAYKPEATIKN QVETTAPKEIQ, OTEATOPPOIA,
QTTOPPAKTIKO OUVOPOUO TTEPIPEPIKOU EVTEPOU, UTTOTPOTTIAlouca ofgia
TTOYKPEATITION, XPOvIA  TTAYKPEATITION, TTAPATETAUEVOG  VEOYVIKOG
IKTEPOG, XPOVIO NTTATIKI) VOOO TTOU €KONAWVETAI PE KAIVIKA 1} IOTOAOYIKA
aiItia  €0TIOKAG  XOAIKAG Kippwong Kippwaon, atoTtuxia avdarmTugng
(UTTOOITIONOG  TTPWTEIVWV-OEpUidwy), UTTOTTPWTEIVAIYIa Kal  0idnua,
EMITTAOKEG  OeuTEPOYEVEIC aTTO TIGC AITTODIOAUTEG QVETTAPKEIEG TWV

BiIrapivwv
e ATTOQPAKTIKA alwooTrepuia

e 2UvOpopa amwAeiag aAartiou, cuptrepIAapBavouévng TnG ofeiag
€€AvTAnoNnG aAaTtiou, TNG XPOviag HETABOAIKAG aAKAAwoNg Kal Tng

UTTOVATPIAIKIKAG UTTOXOMOPPIKNAG ApuUdATWONG

e 2¢ PBpéopn: auénuévo avoooavTidpaoTIKO  Tpuyivoyovo  (IRT)

OTO TTPOCUNTITWHATIKO EAEYXO TWV VEOYVWV
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/newborn-screening/

H ovuyyeviljg atmoucia Tou vas deferens (CAVD) Tmpémer va

UTTOTTTEUOEI OTOUG Gvdpeg pe Ta akOAouBa:
e 20Bapr oAiyooTreppia 1 alwooTrepuia

e 'Evag XaunAOg OYKOG EKOTTEPUATIONG OTTEPUATOC HE OUYKEKPIMEVO
XNUIKO TTPO@IA (XaunASG pH, augnuévn ouykEvTpwon KITPIKOU 0&E0G,
augnuévn ouykEvTpwon OgIVNG ewoeataons, XaunAn CuykéVTpwon

@POUKTOCNG Kal atroTuxia TTAENG)
e ATTOOEIKTIK& OTOIXEIO AVWHAAIWY OTTEPUATIKWY KUCTIBIWV i QyYEIQKWY
VEUPWOEWV OTNV £££TA0N UTTEPNXOYPAPWYV aTTO TO 0pBO
2.1.2 KaBiépwon Tng didyvwong
H diayvwon tng Kl kaBopileTal o€ pia dokiyaoia pe Ta akdAouba:

e 'Eva 1 meEPIOOOTEPA XAPOKTNPIOTIKA (PAIVOTUTTIKA XOPOKTNPIOTIKA TOU
CF kar amédeitn uiog avwuaAdiag oTtn Asitoupyia TG PUBUIOTAG
dlapeuBpavikig aywyluotnTag KuoTikig ivwong (CFTR) ue Bdon éva

a1rd 1o akdAouba:

o AUO QVWHOAEG TTOOOTIKEG TTIAOKOPTTIKEG 1OVTOQOPES  TIMEG

xAwpiouxou 1dpwTta (> 60 mEq / L o€ Bpéen nAikiag> 6 pnvwv

o Avayvwpion diaAANAIKwyY TTaBoyovwy 1 Tmlavwy TTaboyévwyv

TapaAlaywv otnv CFTR

e MeTpnoeig dIapopIkng PIVIKAG dIaPopAag dUVAUIKOU TTOU XapakTnpifouv
Tnv CF

o 2¢ éva Bpépoc: AVUYWHEVO TPUWIVOYOVO o€ €¢€Taon
veoyévvntou avoooavTidpaoTikoU Tpuyivoyovou (IRT) (Goothrie test)

Kal

o Avayvwpion TTaboyévwv TTapaAAaywv TTOU
TTpokaAouv diaAAnAikég CF oe CFTR

H
o Mn @uoioAoyikn TiuR XAwplouxou 1dpwTa =260 mEq / L)
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/proband/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/biallelic/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/newborn-screening/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/newborn-screening/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/biallelic/

H diayvwon tou CAVD evromideTral o éva dGppeva pe Ta akOAouBa

XOAPOKTNPIOTIKA:
e AlwooTreppia

e Artroucia Tou ayyelakoU pueAoU Katd Tnv wnAdenon (oTravia PTropei va
UTTAPXEl €va  AETTTO  IVWOEG KOPOOVI TTOU  QVTITIPOOWTTEUEl  €va

OTOIXEIWDEG ayyelakd veUPO)

e Avayvwpion Twv dIaAANAIKwy TTaBoyévwy  TTapaAdaywv TN CFTR
mou TTpokaAoulv  diatapaxés CAVD (kaBopiel ™ didyvwon €av 1A

KAIVIK& XapaKTnNEIoTIKA ival aBéBaia -.

Mopiakry  TTPOCEYYIiOEIG  YEVETIKEG  OOKIMOOieG  TTEPIAAPBAvouV povo-

yovidio dokiun Kal Xxprion piag roAuyovidiakig e¢étaong .
Aokipacia evég yovidiou

e 2TOXEUMEVN avdAuon yia TIg TTaBoyéveg TTapaAdayéc CFTR utropei va

yivel TTpwra.

2nueiwon: H emTpOTT CUVIOTWHPEVNG QUEPIKAVIKIG KOAAEYIOU 1ATPIKAG
YEVETIKAG TrepIAauBavel TIC 23 TTaBoydveg TTapaAAayEC  Kal  EXE
TT0000TO avixveuong 97% otoug ERpaioug Ashkenazi, 88,3% ota un
I0TTAVOPWVOUG AeUKOUG, 69% oToug Appoauepikavous Kal 57% oToug
I0TTAVOPWVOUG AUEPIKAVOI. TO TTOOOOTO QAViXVEUONG OTOUG ACIATIKOUG
Apepikavoug eivar ayvwoTto [ Grody et al 2001, Palomaki et al
2002 , Watson et al 2004 ].

2nueiwon: ‘Eva mavel Trou meplAappavel Tepilocdtepeg amod 129
TTaBoyoveg Tapallayég Ba avixveuoel TTepitou 96% Twv TTaboyovwy

TTapaAAaywv ota TpooBePAnuéva dtopa [ Sosnay et al 2013 ].

e« H avdluon aAAnhouxiog TNGCFTR -  akoAouBoupevn  ammod
avaAuon yovidiwyv - diaypa@ns / avadIiTrAaciaopou - TTPayUOTOTTOoIEITal

€AV evToTOTEI HOVO pia A Kauia TTaBoydvog TTapaliayr .
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/biallelic/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/gene/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/gene/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/ashkenazi-jewish/
https://www.ncbi.nlm.nih.gov/books/NBK1250/
https://www.ncbi.nlm.nih.gov/books/NBK1250/
https://www.ncbi.nlm.nih.gov/books/NBK1250/
https://www.ncbi.nlm.nih.gov/books/NBK1250/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/affected/
https://www.ncbi.nlm.nih.gov/books/NBK1250/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/gene/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/deletion-duplication-analysis/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/

Znueiwon: H avdAuon aAAnAouxiag tTng CFTR, akoAouBouuevn atod
avaAuon yovidiwyv - diaypa@ng /  avriypa@ng, €ivar - apxikn

dlayvwaoTIKA €€€Taon yia:

o ATopa €BVIKAG KOTaywyng yia Ta OTfoia n euaiodnoia tng

OTOX0BETNUEVNG avAAUONG €ival XaunAr.
o [poyevvnTikn €€€Taon o€ €uPpuo uwnAou Kivouvou.

o [lpoyevvnTiKOG €Aeyxog o€ €PPpuo  XapnAou KivOUvou g
NXOYEVEG €VTEPO  TIOU  EVTOTTIOTNKE OTNV  TTPOYEVVNTIKN

UTTEPNXOYPOQIKA EEETAOT.

o 'Eva Bpépog pe auinuévn Ookipaoia IRT o€ veoyévvnto
d1ayvwoTIKO €Aeyxo Kal xAwplouxo 1dpwta 30-59 mEq / L

(evdiGueco atToTéEAEOQ).

o 'Eva oUPTITWMOTIKO BPEQOS (TT.X. BPEPOG HE EINIKPIVE) UEKOVN)

TTOU €ival TTOAU VEOG yIa va TTapdyel ETTapkr dyKoug 1I9pwTa.

2.2 TeoT 15pwTa

O ouvnBéoTepog, atrAoUCTEPOG KAl YPNYOoPOTEPOG TPOTTOG I va dlayvwobOei
€av €va arouo 1racxel ato Kl gival n dokiyaaoia r} To AeyOUEVO «TECT IOPUWITA»
ME Tn péEBodo Gibson — Cooke, oUu@wva pe TO oOToio  METPATAI N
OUYKEVTPWON 1OVTWV vaTtpiou r/kal xAwpiou oTtov 10pwTa, n OUAAOYA
deiypaTog Tou otroiou gival TTOAU atTAr diadikacia. Tiyég amod 0 €wg 40 mEqg/L
BewpouvTtal Qualoloyikég, ammd 40 €wg 60 mEQ/L oTnv oplakn TTEPIOXN, EVW
yia Tiuég Tavw atmd 60 mEQ/L 10 TeOT Bewpeital BETIKG. Na TNV akpiBeia Tou
atroTeAéoPATOG ouvABWG yivovtal U0 cuvexOueva TEOT O€ TTaIdIA avw Twv 2
kg.MNa tnv kaAutepn didyvwon Ba mpETTel va e€eTaoBei 1o evOEXOUEVO OTI
uTTdpxouv OTTavieg UETAANAEEISC TTou Oivouv TIMEG OTNV apvnTIKA | OpIakn

TTEPIOXN, AAAG TTapOAa auTd 0 aoBevig TTAoxel atrd KuoTikn Tvwon,.
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/gene/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/deletion-duplication-analysis/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/sensitivity/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/newborn-screening/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/newborn-screening/

®uoioAoyiko Taidi Naoyxwv Taudi
Na <60 mmol/lt Na >60 mmol/lt
CI>60 mm/It Cl >60 mmol/It

CI>Na Cl<Na

2.3 AvdAuon yovidiwHaTog

AOyw Twv TTOAWYV PETAANGEEWY Kal TNG PEYAANG ETEPOYEVEIAG, N YEVETIKN
avaAuon 6Awv Twv PETOAAGEEWY gival 1IBIaiTEpa akpIPA, yia To Adyo auTto n TTIo
ouxvr €mAoy €ival va e€EeTACovTal Ol TTNIO OUXVEG METOAAGEEIC TTOU

TTapaTnpouvTal avd €vikoTnTa.

MpdkeiTal yia yia atrAf €¢ETaon TTEPIPEPIKOU AiATOG OTTOU TA OTTOTEAECUATA
cival dlabéoipa atrd pia ewg TpEic efOOPAdeS. Ta TTOoOOTA I0XUOUV OE KABE

EYKUPOOUVN aveEapThTwGS QUAOU.

AD508 (F508del): MMepihauBaver v avdAuon Tng TO  ouvnBIoPEVNG
METAAAaENG TTou BpiokeTal 010 53% TOU CUVOAOU Twv aaBevwv aTnv EAAGOAQ.

CF 75%: TepihapBavel Twv éAeyxo 36 PETAAAGEEWY TTOU KAAUTITOUV TO 75%

TWV OUXVOTEPWYV YVWOTWV METAAAAEEWVY OTOV EAANVIKO TTANBUGO.

To ouoTnua avTidPacTNEIWV TTOU XPNOIKMOTTOIEITAI KAAUTITEI TIG TTEPIOCOTEPEG
YVWOTEG HETAANAEEIG KUOTIKAG ivwong oTnv EAAGSa kai d1aB€Tel eTTionun adeia

XpPrnong yia dlayVwOTIKOUG OKOTTOUG (CE-IVD).
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http://www.safembryo.com/wp/wp-content/uploads/2015/05/%CE%A0%CE%B1%CF%81%CE%BF%CF%85%CF%83%CE%AF%CE%B1%CF%83%CE%B71.jpg

CF >98%: MNepihaupavel 1OV €Aeyxo OAOKANpou Tou yovidiou CFTR
OUNTTEPIAAPPBAVOUEVWY EAANEINUATWY KAl DITTAACIOOUWY TTou evtoTTiCel >98%

TWV PNETAAANAEEWY OTO yovidio..
O€TIKO ATTOTEAEC A YEVETIKOU TEOT Yia K

‘Eva BeTIKO atroTéEAECUa onuaivel 0TI uTTApXEl 0T0 DNA TOU atduOoU avTiypagpo
METAAAaENG TTou eival &eiktng yia Tnv Kl. Auté dev onuaivel OTI TO ATOPO
maoyxel amd Kl Av gival gopéag 10TE Ba TIPETTEI KAl O OUVTPOYOG TOU va
eAeyxOei. Av kai o1 dUo BpeBouv @opeic KI o1 Ba TTpéTTel va £pBouv o€ eTTaPn
ME TOV yIaTPO 1) TOV YEVETIKO TOUG GUNBOUAO yIa va atro@acioouV TIG ETTIAOYEG

TTOU £X0UV VIO TNV QVOTTOPAYwWYr] KAl TOV TTPOYEVVNTIKO £AEYXO.
ApvNTIKO aTroTEAEC A YEVETIKOU TEOT Yia K

‘Eva apvnTIKO ATTOTEAECOUA MEIWVEI COPECTATA TOV KivOUVO va gival KATTOI0G
@opéag KIN, aAAG dev Tov undevicel. H dokipyaoia avixveuel TIG TTIO OUXVEG
MeETaAAaelc TTou TTpokaAolv Kl, dpwg Adyw TOou peyAAou apiBuol Twv
METOANQGEWV auTwy Oev  gival YWWOTEG OAeG o1 peTaAAagelg TnG KIN kai €101
éva apvnTIKO atroTéAeoua Oev UTTOPEI va eCaAEiYel evieAWS Tnv MOavoTnTa

KATTOI0G va €ival QopEQg.

2.3.1.1 AMeg dokiuaaoieg

e Mia akTivoypagia Bwpaka. Autr) n dokiyacia dnUIOUPYEI EIKOVES TwV
dopwv OoTO0 Bwpaka , 6TTWS N KAPdIA, oI TTVEUUOVEG Kal TA aIo@opa
ayyeia. Mia akTivoypagia Bwpaka PTTopEi va Ocigel €av oI TTVEUUOVEG
gival @AeyPOVWOEIG 1 av UTTAPXOUV OUAEG 1) av €xEl TTAYIOEUTEI a€Pag.

e Mo akTiva X akTivwv. Autrp n €&€taocn JTTOPEi va TTAPOUCIAOEI
evoeitelg Iypopimidag , pia emtrAokr Tng K.

e Aokipgooieg Asitoupyiag Tou Trveupova. AuTd Ta TEOT MPETPAvE TTOOO
aépa eival IKavad Ta Atoua va €I0TTVEUOOUV pECA Kal €Ew, TTOOO
YPNYopa WTTOPOUV Vo avaTivelUOOuv  TOV aépa Kal TTOOO KAAG Ol

TIVEUUOVEG JETAPEPOUV OEUYOVO OTO aiua.
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https://www.medicinenet.com/sinusitis_pictures_slideshow/article.htm

o Mia kaANigpyeia TTTUEAwV. MNa autr) TN OOKIYOOia, ATTAITEITAI va YiVeEl
Ayn deiypatog atd Ta TITUEAa yia va BpeBouv mlava Ta BakTnpidia
TTOU avatmTuooovTal o€ auTd. Ta o XapaKTNPIoTIKA BaKTApIa €ival Ta
Pseudomonas, OTTwg TTpoava@épBnke Kal XPACZouv TTIO  ETTIBETIKAG

Beparreiag.
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2.4 Ala@opiki didyvwon

2.4.1 KuoTikd ivwon (CF)

MpwTotradng duoayia pe Xpovia @Bivouoa TPAXEIOKH
avappoPnon Kal TTPWTOYEVE) yaoTpoolioo@ayikp maAivépoéunon (GER)
ME | XWpig avouoa Tpaxelakn avappo@non. Kai ol 0o TTabAoeIg uTTopEi
va TIPOKOAEOOUV XPOVIO BAXa Katd Tn Bpe@iki nAIKia kol UTTopEi va
OXETICOVTalI PE TNV aTToTUXia TNG gunuepiag. Qotooo, ot Bpépn xwpic Kl, o
Brixag ouxvé ouvoEieTal XPOVIKA HE TIC TPOYEG. KOl N OTEQTOpPPOia Oev

OXeTiCeETAN PE TTPpWTOYEVA duopayia ) TTpwToyevy GER.

ZoBapry OUVOUAOMEVI) OVOOOAVETTAPKEIA KOl  GAAeEg  dlartapaxég
OVOOOOQVETTAPKEIOG. Ta  ATopa ME  AVOOOQVETTAPKEIQ  UTTOPEI  va
TTOPOUCIACOUV  UTTOTPOTTIAJOUCEG  QAVATIVEUOTIKEG  AOIMWEEIG  Kal  Xpovia
didppola katd Tnv TTaIdIkn NAIKia. Autd Ta droua gival €TTiONG ETTIPPETTA CE N
QVOTTVEUOTIKEG AOINWEEIC (TT.X. Méon wTimda, KUTTaPITIOA) TTou dEV OXETICETAI

€101ka ue To CF.

Bpoyxiko AcOua. To CF kai To aoBua mapoucidlouv Tautdxpova XPOvio
Brxa Kkai €TTiyovo ouplyud PETA atrd AOIMWEEIG aTTd 10UG TOU QVATTIVEUOTIKOU
OUOTAPATOG, €KBeon 0 aAepyloyovo i aoknon. QoTtdéoo, Ta dtoua Pe AoBua
BeATiwvovtal ouvRBwg oTn Bepatreia Tou doBuatog, dev  gugavifouv
utToTpOoTTIAloUCa TTvVEUHOVvia, dev aTTOIKICOVTal UE PAKTHPIA TTOU OXETICOVTAI UE
CF, €xouv ouololoyiky avdamTugn kal auénon Pdapoug kal Oev  £Xouv

OTEATOPPOIA.

O1 ouyyeveig avwpOAieEg TwV agpAYWYWV UTTOPOUV VO  TTPOKAAECOUV
Xpovio BAxa kal ouplyud kKatd TN PPEPIKA nAIKia TTapouola PE TO
CF. FaoTtpevTepIKEG 1 DIATPOPIKEG EKONAWOEIC TTOU CUVNBWG gP@avifovtal o€
Bpépn pe Kl dev Taparnpouvtal o€ TTaIdId UE OUYYEVEIC QVWHAAIES TwV

agpaywywyv. O omoBodpduog d¢ev cival koivog oe CF.

H mpwTtoyeviig kvIdwTIKN duokivnoia (PCD) cuvdéeTal Pe avwpalieg TnNG
0éong, avwuoAn KIVNTIKOTATA OTTEPPATOG KAl AVWHPOAN OKTIVWTH dour Kal
AEIToupyia TToU €XOUV WG ATTOTEAEOUA TN CUYKPATNON BAEVVAG Kal BOKTNEIWY

oTNV avaTtveuoTIK 006 TTou odnyouv o€ XpOvia OOTEO-TIVEUMOVIKN vooo. Ta
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https://www.ncbi.nlm.nih.gov/books/n/gene/x-scid/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/congenital/
https://www.ncbi.nlm.nih.gov/books/n/gene/pcd/

aropa pe PCD ep@avidouv avatveuoTikr) duoxépeia otnv TTaidikh nAikia,
TTapaywyr BAXa Kal TITUEAWV PE UTTOTPOTTIACOUCEG TIVEUUOVIEG TTOU JTTOPEI va
TTpoXwpAoouv ot Xpovia BpoyxekTaoia, Pseudomonas aeruginosar] GAAa
TepIOTAOIOKA BakTnplokd TTaBoydva TTou PTTOPOoUV va KaAAiepynBouv atrd
EKKPIOEIG agpaywywyv Kal Xpovia @AeBokoufiki vooo. To Situs inversus eivai
Tapov oto 50% Twv artopwv pe PCD. steatorrhea kalr n amotuyia va
eudokiuroouv dev oxetiCovial ye PCD. H PCD ouoxetiCetal pe TTaBoyoveg
TTapaAAayEG o€ TTOAAQTTAG yovidla TTou KWwOIKOTTOIOUV OIa@OPETIKA OOUIKA
ouoTaTIKA TwvV KPOOOWV Kal KAnpovoyueital ME AUTOOWMATIKO

UTTOAEITTOPEVO TPOTTO.

To ouvdpopo Shwachman-Diamond (SDS ) xapakrtnpidetal amd €§wKpPIVA
duOoAgIToupyia TOU TTAYKPEATOG e duoaTToppdPNOn, UTTOCITIONO KAl aTTOTUXIA
avattuéng. To SDS ptropei va diokpiBei amé 10 CF pe TNV TTapouacia
QIJATOAOYIKWY QVWHOANIWY HE KUTTAPOTTEVIEG MIOG 1 TTOAAQTTAWY YPOANHWY,
euvaioBnoia oto ouvdpopo puehoduotthaciag (MDS) kai oegia pueloyevh
Aeuyaiyia (AML) kol avwuaAieg TOu OKEAETOU (OUXVOTEPA XOVOPOdUCTTAQTIa N
QOQUKTIKN BwpPakIknA duoTpogia). To SDS TTPOKAAEITaI
atro dIAAANAIKEG TTaBoyoveg  TTapaAAayéc oTo SBDS kal  KANPOVOEITal

ME QUTOOWHMATIKO UTTOAEITTOPEVO TPOTTO.

Mpwrtomadig artpnoia XoAAg. Zmavia, Ta dropa e Kl ptmopei  va
TTOPOUCIACOUV OTA BPEPN CUUTITWHATA ATTOPPAENG TWV XOANPOPWY XWPIg
GAeG  KAIVIKG  epgaveic Gl A avatrveuoTikEG  ekdnAwoelg. Ta  etTitreda
QvOOOQVTIOPAOTIKOU  TPIYIVOYWVOU YOVOU Kal Ta  emmimmeda  KOTTPAvwY
eAaoTdong oTtov opd Ba TIPETTEl va €ival QUOIOAOYIKA OTnV TTPWTOYEVA
XoAn@opo abnaoia, evw n nmatikr) vooco CF oxeTifeTal TTAVTOTE PE EVOEILEIC

ATTOPPALNG TOU TTAYKPEATIKOU aywYyoU.

Bpoyxiektaoia pe | Xwpig auinuévo XAwplouxo 15pwTta. O1 TTaBoydveg
TapaAlayég o€ SCNN1A , SCNNI1B kat SCNN1G  1mou KWAIKOTToIoUV TNV
uttopovada BATa Tou €mMONAIGKOU KavoAloU vaTtpiou TTPOKOAOUV €va [N
kKAaoikd @aivotutto CF [ Sheridan et al 2005 ]. Atopa  pe TTaBoyoveg
TTapaAlayég SCNN1A , SCNN1B i SCNN1G ptropei €1miong va €xouv ATTIa

TIVEUMOVIKI VOO0 Kal au&énuévn OUYKEVTPWOT XAwPIOUXOU 1I8pWTa.
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/autosomal-recessive/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/autosomal-recessive/
https://www.ncbi.nlm.nih.gov/books/n/gene/sds/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/biallelic/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/autosomal-recessive/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/phenotype/
https://www.ncbi.nlm.nih.gov/books/NBK1250/

H amopovwuévn utrepXAwpidpwon, TTou xapaktnpiletar amd augnuéva
ETTTEdA XAwpPIOUXOU 10pWTA KAl ATTOTUXIA QVATITUENG, TTPOKOAEiTal aTrd
TTaBoydveg  TapaAllayéc o1o CAl2, Tou  KWOIKOTIOIEI TNV  avOPOKIKN
avudpdon XlI [ Feldshtein et al 2010 ].

2.4.2 Xuyyeviig atrouaia Tou Vas Deferens (CAVD)

To CAVD atroteAei pépog Tng diagopikng O1dyvwong TG OTTOQPEAKTIKAG
alwooTreEpUiag, TOU  TTPOKAAEITAl  atmd TNV ammdéPpagn NG  €KPONG
oTTEPUATOlWaPIWY ATTO TOUG OPXEIS | TO CWANVWTO oUCTNUA. H aTTOQPOKTIKA
alwooTrepUia UTTOPEI va gival PEPOG €VOG OUVOPOMPOU 1) UTTOPEI va Egival
éva atrojovwuévoeupnua. Ta  ouvOopopa  HE  ATTOPPEAKTIKI  AlwOoOTTEPUIa

TepIAauBdavouv Ta akéAouba:

e Néo ouvdpopo (OMIM 279000 ), uia TTPOOBEUTIKA aTTOPPAEN TNG
EMOIOUMIdAG ME EVUDOTWUEVEG EKKPIOEIC OE APOEVIKA MPE Xpovia
IVopuaAyia. Ta apoevikd pe ouvdpouo Young Oev €Xouv OUOUOPYIES
oto ayyeio deferens 1 otnv emdidupida. H popiakn e€¢étaon Twv
arépwyv he ouvdpopo Young Ocgixvel OTI autrp n diatapaxr Oev
TTpoKaAgiTal atmd maboyoveg Tmapallayég otnv CFTR [ Friedman et al
19951].

e KAnpovouikni OUPOYEVVNTIKN duoTtAacia ( OMIM
277000 ), auTooWMATIKA Kupiapyxn dlatapaxr METABANTAG EKQPACNGS KAl
Melwpévn Bigioduon . Ta BnAukda €xouv pia oeipd ammd avwpaAieg TnG
MATPAG. T QPOEVIKA PTTOPET va €Xouv avwuaAieg Tou aywyou Wolffian
oupTTEPIAAPBAvOUEVNG  POVOUEPOUG 11 dINEPOUG  ATToUCIiag  TwV
ayyeiwv. T apoOevIKA Kal Ta BnAuKG UTTOpEl va €Xouv POoVOTTAEupn N

QUPOTEPOTTAEUPN VEPPIKH woppnéia.
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https://www.ncbi.nlm.nih.gov/books/NBK1250/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/isolated/
http://omim.org/entry/279000
https://www.ncbi.nlm.nih.gov/books/NBK1250/
https://www.ncbi.nlm.nih.gov/books/NBK1250/
http://omim.org/entry/277000
http://omim.org/entry/277000
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/autosomal-dominant/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/variable-expressivity/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/penetrance/

3 KAwuwm ewova

Ta onueia Kal Ta CUPTITWHOTA TNG KUOTIKAG ivwong (CF)  eivar BERaio OTI
TTOIKiAouv atmmd ATopgO O€ ATOPO Kal autd o@eiletar otmig mavw 1000
MeETaAAGEEIC Tou yovidiou TG Kl evw autd ,Teivouv va aufdvouv peE Tnv
TTGPod0o Tou Xpovou. Avaloya e Tov TUTTO TNG METAAAAENG ,n KAIVIKE €IKOvVA
Tou aoBevn Ba gival AANoTe ATTIa evw GAAOTE Baplds pop@ng. Ta ouvnBéoTepa
CUNTITWHOTA TWV aoBevwVv €ival 0 ETTINOVOG Kal aveEnynTog PBrXag, Ol OUXVEG
AOINWEEIC TOU AVATTIVEUCTIKOU CUCTHMATOG, N aduvapia TpdoAnyng Bapoug, ol
QAVEECAYNTEG KAl OUXVEG DIAPPOIEG VW €va IDIAITEPA XOPAKTNPIOTIKO ONMEIO

gival o TTOAU aApupog 1I0pWTAG.

‘Eva amd 1a mpwta onuadia tng Kl 1Tou o1 yoveig uttowidadovral 0TI KATI
aouvABIoTO cupBaivel e TO TTAIBI TOUG Eival OTI TO dEPUA TOU HWPEOU TOUG Eival
aAPUpPOG OTav TO @IAOUV v TTAPAAANAQ avTIUETWTTICEI TTPOPAAUATA HPE TNV

a1ToBOAN KOTTPAVWY .

Ta TepIooOTEPA ATTO TA UTTOAOITTA ONuEia Kal cupTTwuarta NG Kl cupBaivouv
apyoTEPa Kal €Xouv va KAvouv Pe 1o TTwg To CF emTnpeddel Ta avaTTvVEUOTIKA,

TTETTTIKA 1) avaTTapaywyikd CUCTAPATA TOU CWHOTOG.
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KuaorTikn ivwon

To oxnua A emmonuaivel Ta Opyava TTOU UTTOPEI va €TTNPEACEI TNV KUOTIKA
ivwon. To oxApa B artroteAei  pia dlaTopry €vOG KAvovIKOU agpaywyou, o€
avTiBeon pe 10 oxApa I mou d¢eixvel €vav agpaywyd Pe KUoTIKA ivwon. O
OIEUPUNEVOG QUTOG aEpaywyog UTTodiCeTal atrd TTaxId, KOAAWSN BAEvva TTou

TTEPIEXEI Aipa KAl BAKTAPIO DUOXEPQIVOVTAG £TCI TNV AVATTIVOL.

3.1.1.1 2nueia kai CUNUTITWUATA TOU QVATTVEUOTIKOU GUOTHUATOS

O1 acbeveig pe Kl gp@avidouv maxu, KOAWOEG BAEvva TTOU CUCCWPEUETAI
OTOUG agpaywyous Toug. AuTh n cucowpeuon BAévvng BonBa Tnv avdamTugn
TWV BakTNEISiWV Kal TTPOKAAET AOINWEEIS. Zav ATTOTEAECHA, Ol AOIMWEEIG AUTEG
euTTodifouv TOUG aEPAywyoUG Kal TTIPOKAAOUV Ouxve PAXa MHe HeyAAn

TTOoOTNTA TITUEAWV 1 BAEVVA TTOU PEPIKEG POPEG Eival AINATNPN.

Ta artopa 1ou Trédoyouv amd Kl eugavifouv AoINWEEIC TOu TTVEUPOVA OTTO
oTTavia JIKpOPIa Ta otroia gV avTATTOKPivovTal oTa ouvren avTiBioTikd. ‘Eva
TETOIO TTAPAdEIYPA aTTOTEAEI Kl N JOAUvoN Tou BAevvoydvou Twv TTVEUHOVWYV

atd Ta BokTthpia TTou ovopdalovtal Pseudomonas kai gival TTOAU TTIO OUXVEG
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o€ droua mou €xouv Kl, mapd o€ autoug 1Tmou dev €xouv. Mia Aoipwgn TTOU

TTPOKAAEITAI aTTO auTd Ta BaKTAPIA PTTOPEI va gival éva onuadi Kl

EmiTAEoV Ta ATOPA AUTA €XOUV OUXVEG KPIOEIG IYUOPITIOAC ,JIa JOAUvVOn Twv
Iypopeiwv. O1 KOATTOI €ival Koihol Xwpol yupw atrd Ta PATIA, T PUTN KAl TO
METWTTO. MTTOpPEI  €TTIONG  va  €UQPAVIOTOUV CUXVEG  TTEPIODOUG BpoyXiTIdag
Kal TTVEUoVia . AUTEG OI AOIMWEEIC UTTOPEI va TTPOKAAECOUV  HOKPOXPOVIO

TIVEUMOVIKH BAGRN.

KaBwg n Kl xelpotepevel, pmopei  va  dnuioupynBolv  cofapdTtepa

TTPOBARUATA, OTTWG TTVEUMOBWPAKAS A BPoyXIEKTaTia .

2UXVO QaIVOPEVO ATTOTEAOUV OI PIVIKOUG TTOAUTTODEG TTOU UTTOPEI va aTTaITouV

XEIPOUPYIKN a@aipeon.

3.1.1.2 2nueia Kai CUUTTTWUATA TOU TTETTTIKOU OUOTNUATOS

2tnv Kl, n BAévva ptropei PTTAOKAPEl KAl QPACEl TOUG CWAAVES 1 TOUG

aywyoug aTo TTaykpeag eutrodidoviag Ta éviuua va @BAcouv aTo EVTEPO.

Q¢ atrotéAecua, TO EVIEPO OEV PTTOPEI VA ATTOPPOPRCEl TTARPWGS Ta AT KOl
TIC TIPWTEIVEG TTPOKAAWvVTAG  didppoia i  oykwdn, oucooua, AITTapd
KOTTpava. MTTopei €miong va ep@avioTei €IAeOC aTTd PNKWVIO, €I0IKA OTa
veoyva. H dnuioupyia agpiwv 1 coBapry SUCKOIAIOTNTA OTO EVTEPO WTTOPEI va

TIPOKOAAETEI TTOVO OTO OTOMAX!I Kal duoc@opia aAAd kKal TTPOTTITwaon opBodl.

41

Institutional Repository - Library & Information Centre - University of Thessaly
15/10/2023 20:58:54 EEST - 167.114.118.212


https://www.medicinenet.com/sinusitis/article.htm
https://www.medicinenet.com/bronchitis_acute/article.htm
https://www.medicinenet.com/pneumonia_facts/article.htm
https://www.medicinenet.com/pneumothorax/article.htm
https://www.medicinenet.com/bronchiectasis_acquired_congenital/article.htm
https://www.medicinenet.com/sinusitis_pictures_slideshow/article.htm
https://www.medicinenet.com/diarrhea_digestive_problem_food_pictures_slideshow/article.htm
https://www.medicinenet.com/constipation/article.htm

‘Eva XapaktnpioTiKe yvwpioua TG Kl og 1Taudid civar n xaunAn mpdoAnyn
BApoug Kal N HEIWPEVN avaTrTugn 10T autd Ta TTaidId dev gival o€ BEon va
TTAPOUV OPKETA BPETTTIKA CUOTATIKA ATTO TNV TPOYr Toug, Adyw NG £AAEIYNG
eVCUNWY QaTTé TNV YN amoppoenon AITTWV KAl Twv  TTPWTEiVwy. Ta
oudtTrTwuata kal n ocoPBapotnta TG Kl TroikiAAouv pe TRV TTAPOdO TOU
XPOvou. MepikéG  @opEég Ba  €xete Aiya oupTrTwpaTa. ANeG  @opég, Ta
OUPTITWHAOTA Oag MTTopEl va  yivovtal 1Mo cofapd. KaBwg n  acbéveia

XEIpOTEPEVEl, Ba  €xete MmO  ocofapd  CUUTITWHATA  TNIO  OUXVA.

KaBwg n KI emdeivwveral, evOEXETal va TTPOKUWOUV AAAa TTpoBAAuaTa, OTTWG:

o [laykpeatinida . Kabiotatar @Aeypyov) OTO TTAYKPEAS ,TTPOKOAWVTOG
€VTOVO TTOVO.

e [lpdémTwon amd 10 0pB6. O cuxvdg PBAXag rn Ta TTPORAAPATA TTOU
TTEPVOUV TA KOTTPAVA UTTOPEI va TTPOKAAECOUV oTov 0pB6 10TO atmd TO

EOWTEPIKOG 0aC va PETAKIVNOE atrd To0 0pBO Cag.
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https://www.medicinenet.com/pancreatitis/article.htm

e Hmamikl vOo0G AOYyw  @QAEYHOVWOWYV 1] OTTOKAEIOPEVWY  XOAIKWV

aAyWYwV.
e« AlOBATNG .
e XoAOAIBoOI .

3.1.1.3 2nuddia kai CUUTITWUATA TOU QvaTTapaywylkou ouoTiuarog

O1 avdpeg pe Kl oe pyeydAo TTo000TO gival OTEIPOI ETTEIBN YEVVIOUVTAI XWPIG
ayyelommAdoTn. To vas deferens eival évag aywyog TTOU PETAPEPEI TO OTTEPUA

aTTO TOUG OPXEIG OTO TTEDG.

O1 yuvaikeg pe Kl ptropei va dUOKOAeuToUV TTapaTTdvw OTO va UEIVOUV
éykueg e€aitiog TNG PAévvag TTOoU euTTodidel Tov TpdxnAo 1 Adyw Tou

UTTOTIBEPEVOU UTTOOITIOHOU TOUG.

3.1.1.4 AAAa onueia, ouutITwuara Kai EMTTAOKES
AMa onueia kal oguptTrtwpara NG Kl oxetiCovral ge TNV avaoTatwon Tng
I00PPOTTIAG TWV NAeKTpOAUTWY oTO aipya. H Kl kavel Tov 18pwTa TTOAU
OAPUPO. Q¢ aTTOTEAECUA, TO OWHA XAvel PEYAAEG TTOOOTNTEG XAWPIOUXOU
vaTtpiou KABe @opd TOU Ta dTOMa QUTA  10pwvouv. AuTOd uTTOopEl  va
TTPOKaA£oEl apuddTwon, augnon kapdiakou pubuou, kéTTwon, aduvayia ,
TITWON APTNPIAKNS TTiEONG , Bspud EYKEPAAIKO ETTEIOAAIO KA, KATTOIEG POPEG,

OavarTo.

H KI ptropei emmiong va TPOKAAECEl OOTEOTTOPWON KAl  XOUNAr OOTIKN
TTUKVOTNTA . [poKaAgiTal dleUpuvon Kal OTPOYYUAOTTOIiNnON TwV AKPWV TWV
OaxTUAWYV Kal TwV TTOdIWV 0aG ETTEION O TIVEUUOVEG O€EV DIOXETEUOUV APKETO
oguybvo oTnv KukAo@opia Tou aipyatog .Autd To onuadl eu@avifeTal Pe Tnv

TTAPOOO TWV ETWV .

H xaunAf ootk TTUKVOTNTA TEiVEl £TTIONG Va gp@avioTei apyd otnv Kl. Mtropei

va 0dnynoel o€ Pia dlatapayr 0&eiag 0OTIKAG OOTEOTTOPWONG.
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https://www.medicinenet.com/liver_disease/article.htm
https://www.medicinenet.com/type_2_diabetes_pictures_slideshow/article.htm
https://www.medicinenet.com/gallstones/article.htm
https://www.medicinenet.com/infertility/symptoms.htm
https://www.medicinenet.com/trying_to_conceive/article.htm
https://www.medicinenet.com/trying_to_conceive/article.htm
https://www.medicinenet.com/dehydration/article.htm
https://www.medicinenet.com/fatigue/article.htm
https://www.medicinenet.com/weakness/symptoms.htm
https://www.medicinenet.com/image-collection/blood_pressure_picture/picture.htm
https://www.medicinenet.com/heat_stroke/article.htm

TENOG, 0 WuxoAoyIKOG TTapayovTag Traicel TepAoTio pOAO oTnv TTopeia vooou
Kdvovtag Tou acBeveic akdOun TMO eudAwToug oTtnv ndn PePapnuévn

KATAoTAON TOUG.

4  Oc¢partreia

4.1 MNwg BepatreUeTal N KUCTIKA ivwon;

Na tnv kuotik ivwon (CF) dev utrdpyxel kapia Bepartreia. QoTéo00, Ol
Bepartreieg Tou divovtal oTa TTACYKOVTA ATOUA  OTOXEUOUV OTNnV TTPOANYN Kali
QVTIMETWTTION TwV KAT& Kalpoug TpoPAnudaTwy  BeATiLwvovTag €101 TNV
moIdTNTa (WNAG auTwv Twv atopwv. O otoxol TG Beparreiog pe CF

TepIAapBavouy:

e [1pbAnWN Kai QvTIMETWTTION ACINWEEWY TWV TIVEUUOVWV

e ATTOopdaKpuUVON TNG TTUKVAG, KOAAWDBOUG BAEVVOG ATTO TOUG TTVEUUOVEG
e [MpOANWN 1 AVTIUETWTTION TWV YAOTPEVTEPIKWY TTPOBANUATWYV

o [lapoxn emapkoug oiTiong ,TTAoUCIa O€ BITAUIVES

e [1pbAnyn TNG apudaTwong

Avaloya pe TN oofapotnta Tng Kl, Ta AGTOMO WPTTOPEI va XPEIOOTEN va
voonAgvuovTal KaTd dIaoTUaTa OTO VOOOKOMEIO. Evw yia TV atmokatdoTaon

XPEIAZETAI N oCUVEPYATia YO OHAdAG ETTAYYEAPATIWY UYEIAG .
4.1.1 Oegpartreia yia TTPORAAUATA TTVEUNOVWY

O1 KUpIEG BepaTreieg yia Ta TTPOBARUATA TTOU OXETICOVTAI PIE TOUG TIVEUUOVEG O€
aropa trou €xouv Kl gival n guoioBepatreia oto othBog (CPT), n doknon kai
Ta @dappaka. O yiatpdg PTTOPEi £TTIONG VA CUCTAOEI TIPOYPAPUA TTVEUROVIKAG

atrokardoTaong (PR).

4.1.1.1 QuaikobBeparreia aTo oTROOC

H CPT @uoiobepartreia gival pia ogipd atmmd pubuIKA KiI CUVEXOUEVA XTUTTHUATO
o010 0TB0C Kal 0TV TTAGTN PE TN XPAON KPOUCTWV I ME Ta XEPIA HE OKOTTO
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TNV diIdoTracn kal apa ammoudkpuvon TNG BAévvng atmmd Toug TTVEUNOVES TOU
aoBevoug. TapdAAnAa cuoTAvETAl va @OUCKWTO VYIAEKO OegpaTtreiag TTou
XpPnoIJoTrolEl padiokupaTa uWwnAng ouxvotnTag yia va avayKAoel TNV €V TwW
BAa6n BAévva TTOU BpiokeTal Babid oTOUG TTVEUPOVEG BAXOVTAG VA EKTTTUXOEI
TIPOG TOUG AVWTEPOUSG agpaywyous.Mia ydoka 1Tou dnuioupyei Kpadaououg
TToU BonBouv otn didoTracn TNG PAEvvag atrd Ta TOIXWHATA TWV AEPAYWYWV

oag.
TeXVIKEG AQVOTTVONG

YTTapxouVv KATTOIEG TEXVIKEG QVATTVONG TTOU PTTOPOUV £TTiIONG va BonBricouv
oTnv amoudkpuvon TnG PBAévvag TTPOKAAWVTOG PBrixa. AUTEG OI TEXVIKEG
Baoifovtal 0TV KOT'€CAVAYKAOPO MEPIKEG MIKPEG avaTIVOEG 1 BaBuTepeg
QVOTIVOEG KAl OTn  OUVEXEId dIa  XaAapr] avarrvor. Autdé Bonbd oTn

peuaToTtToion TnNG PAEVVAG Kal aTn aTToBOAN TnG.

4.1.1.2 Aoknon

H aepofia doknon k@vel Tnv avatvor] Mo €viovn TTPOKAAWVTAG BrAxa HE
atroTéAecua TNV peucToTtroinon TnG BAEvva atrd Toug agpaywyous. H doknon
Taifel onuavTikd poAo Bonba etmiong oTn BEATIWON TNG CUVOAIKAG QUOIKAG

KATaoTaonG.

QoT1600, AOYyW TnG €viovng €@idpwong Kal TG augnuévnsg atmooAng
¥Awplouxou vatpiou evdéxeTal va TTPokAnBei  diatapaxn nAekTpoAuTtwyv. lMa

TOoVv AGyo auTo atraiteital dlatpo®r) TTAoUCIa 0 GAATA.

4.2 @®dpuaka

Katd ™ Kl Ta KUpla @Apuoka TTOU ouvtayoypa@ouvTal gival avTiBIOTIKA,
QVTIQAEYHOVWON @ApUaKa, BPoyXodIooTOATIKG 1] BAEVVOAUTIKG @appaKa TTou
peucTotTololv Tn BAévva. Autd Ta @Appoka BonBouv oTtn Bepatreia 3 TNV
TPOANWN AOIMWEEWY TWV TIVEUPOVWY, OTn PEiwon Twv oidnudtwy, oTo

AVOIYHO TWV 0EPAYWYWV KAl OTn ATTOXPEPWYN TNG BAEVVAG.
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Ta avTIBIOTIKG €iTe €I0TTVEOUEVO €iTE €VOOQAEPIa  €iTe aTTd TOU OTOMUATOG
arroteAoUV TNV Kupla Bepartreia yia TRV TPOANWnN A TN Bepartreia AoIpwEewy
TWV TIVEUPOVWY. Ta atmd Tou OTOPOTOG avTIRIOTIKA XPNOIMOTTIOIOUVTaAl CUXVA
yla TN Bgpatreia Twv AWV TIVEUPOVIKWY  AoipwEewv(aliBpopukivng,
TOUTTIPOMUKIVAG, alpeovaung kail  AeBogAotaaivng. ANAa cuvioTwuEva
avTIBIOTIKA €ival n oImpo@Aogacivn, n KEPAAESiv, N APOEIKIAAIV Kal n
00gUKUKAIvVN). Ta eioTTvedueva avTIBIOTIKA xopnyouvTal yia TV TTPpOAnwn f Tov
¢EAeyX0 MOAUVOewv TrOU TTPoKaAouvTal ammd 1O BAevvoyovo [BakTriplo
Pseudomonas. Nna ocoBapéc 1 avOekTIKEC OTIC AOIMWEEIC evdeikvuTal N

€1I0QYWYH OTO VOOOKOWMEIO Kal N Xoprynon evOo®AERBIag avTifiwong.

Ta avTigAeypovwdn @dpuaka Ponbouv oTn peiwon TG dIOYKWONG TwV
agpaywywyv oag Adyw Twv OuveXICOPEVWY AoldwEewy. AuTa Ta QApUaKa

AAAoTE XopnyouvTal aTTd TOU OTOUATOG KOl AANOTE WG EICTIVEOUEVA .

Ta eiomvedpeva BpoyXodlaoTaATIKA BonBouv oTn dIAvoIEn TwV agpaywWywVY
XOAOPWVOVTAG TOUG MUEG YUPW TOUG. 2uvnBwg AapBdvovtal TTpiv TNV Afyn
AAAWV EI0TTVESOPEVWV QAPUAKWY 1 Aiyo TTPIV TNV QUOIOBEPATTEIO CUVTEAWVTOG
oTnVv aTropdkpuvon TG PBAEvvag atrd Toug agpaywyoug cagMeiwon Tng
1IEWO0EAAOTIKOTNTAG Kal ATTOUAKPUVON TNG TTaxIas, KOAAwdoug BAEvvag atrd
TOUG TTVEUUOVEG Kal OIEUPUVON TWV QYWVIOTWYV B EICTIVEOUEVWYV AEPAYWYWV

ME uypoTToinuéVo o&uydvo. éva 3-6% utTrépTovo aAaTouxo didAupa

4.2.1.1 Oeparreies yia mpoxwpnUéVN vooo TwV TTVEULUOVWV
2€ TTEPITITWOEIC TTOU N VOOOG PPIOKETAI O€ TTPOXWPENUEVO OTABIO QTTAITEITAI N
ouoTNPATIK Xopriynon oguyoévou. Kabwg o1 ekdoTtote Bepartreieg Oev
atmmoPEPoUV KATToIa BEATiwWON, N METAPNOOXEUON TIVEUPOVA WTTOPEI va dWOEl
TNV OPICTIKH) AUCN YIOQ TNV QVTIUETWTTION OOPRAPAG TTVEUMOVIKAG vooou. Mia
METAUOOXEUON TTVEUPOVA Eival MIA XEIPOUPYIKA ETTEURACN yIa va aQaIpECEl TOV
a0Bevr) TTVEUPOVA KAl VO TOV QVTIKATOOTHOETE PE €vav UyIN TTVEUPOVA aTTO

évav arroBavovra doTn.
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4.2.1.2 [lveupovikn Atrokard@oraon
MNa Tnv KaAuTePN atrokardoTaon Tou acBevoug cuoTrivetal PR . To PR eival
éva eupl TTPOYpPaUua TTou BonBd otn BEATIWON TG EUNUEPIAG TWV AVEPWTTWV

TTOU £X0OUV XPOVIEG QVATIVEUOTIKEG DUOKOAIEG.

To PR dev avtikaBioTd Tnv 10TpIKA Bepartreia. AvT 'autou, XPnOIMOTIOIEITAl PE

IATPIKN Bepartreia kKal PTTopei va TepIAapBAver:

o Exmaidsuon doknong

e AIOTPOQIKA OUMPBOUAEUTIKA

e Exmaidcuon yia mv acbéveia 3 Tnv TTAGNON TOU TIVEUPOVA Kal
dlaxeipion

o TeXVIKEG £€OIKOVOUNONG EVEPYEING

e 2TPATNYIKEG AVATIVONG

o WYuyoAoyikr} CUPBOUAEUTIKN Kal / i UTTOOTAPIEN OPAdAG

H PR €xel TTOANG o@éAn. Mtmopei va BeATIwoEl TRV AsIToupyIkOTNTa KaBWGS Kal
TNV TroI0tTNTa CWNG. To TTpOypapua  WTTopEl €mmiong va  ponBroel oTnv
avakou@ion atrd 1a TTPORARUATA AVATIVONG KAl OTNV dlaxXEipion autwy. AKOUN
Kal oTNV TTpoXwpeNMEVN aoBEvela TwWV TTVEUMOVWY, Ta ATOPO AuTd PTTOPOUV

OKOPa va eTTw@eAnBouv atoé Tnv PR.
4.3 Oegparreia yia TEMTIKA TTPORAARMATA

H Kl ytropei va trpokaAéoel TTOANG TTpoBAAPATA PE TO TTETTTIKO CUOTNMA, ME
ONMUAVTIKOTEPO TNV TTAYKPEATIKI AVETTAPKEI EVW KATTOIO GAAA €ival Ta OyKwdNn
oupTTayn KOTTpaVA, augnuéva  eVTEPIKA  a€pla, OIOYKWUEVN  KOIAIG,
oofBapri GUCKOIAIOTATA Kal TTOVO 1] duo@opia. Ta  TETTIKG  TTpoBARuaTa
odnyouv o€ Kok Bpéwn Kal apyr avamTuén ota TTaidid, £€va XapoKTnPIoTIKO

oupTTwua 1N Kl.

H diatpo@ikr) 1coppoTria atroTeAEi BaCIKO KOUPATI TNG vOoou. 'Exovtag utrd
¢Aeyxo TOV  Trapdyovta  COiTion ME TNV KaBodriynon  €EEIBIKEUPEVOU
d1aTPOPOAGYOU 0 aoBevAG UTTopEl va BeATIWOEl TR dUvVANN Kal TNV IKAvOTNTA
va TTapaueivel dpaoTtAplog. Mtropei etTiong va BeATiwoel TNV avamTuén kai Tnv

avattuén ota TTaidid. H diatpo@ikr) Bepatreia utropei va amoteAéoel TTpOAnYn
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yia OIaQopec  TIVEUMOVIKEG AoldwEElS. ETol Aoimmév évag d1atpo@oAdyog
MTTOPEI va KaBodnynoel owoTd yia TRV dnuioupyia evog oxediou dIATPOPNG

TTOU VO QVTATTOKPIVETAI OTIG AVAYKES TOU KABE aoBevoUG.

EkT6¢ amd upia icoppotrnuévn diatpo@r TTou ival TTAoUoIa o€ Beppideg, AITTog

Kal TTPWTEIVES, N dIATPOYIKr) 0ag BepaTreia uTTopEi va TTepIAaUBAVEL:

e Ta oTOopaXIKA £vCUPQ TOU TTAYKPEATOG BonBouv oThV agopoiwon AITTwv
KAl TWV TTPWTEIVWV YIa TV KAAUTEPN QTTOPPOPNCN TWV BITAMIVWV.

e 2uuTTAnpwuata Twv Bitapivwv A, D, E kai K yia Tnv avTikatdotaon Twv
AITTodI0AUTWYV BITapivwy otav dev UTTOPOUV va atroppopnBoulv atod 1o
EVTEPO.

e Ta uwnAng Bepuidikng aiag ouuTTAnpwuata dIATPOPRG TTAPEXOUV
ETITTAEOV BPETTTIKG CUCTATIKA.

e Mia diaita uwnANG TTEPIEKTIKOTNTAG O€ AAATA 1) CUUTTANPWHATA aAdTioU
TIPIV aTTO TNV AOKNOn.

e 2¢ Bapidg popen Kl TotroBeteital €vag pIvoyaoTpiKOG KOBETAPAG
oimong , yia va Owaoel TTEPIoOOTEPEG BePUIdEG KATA Tov UTTIVO TN
vuxTa. H og akdpa XEIPOTEPES TTEPITITWOEIG TOTTOBETEITAI KABETPAG HE
yoOoTOOTOHIQ.

e AMN\eg Beparreieg yia TTPORAARUATA PE TO TTETITIKO OUCTNUA WTTOPEI va
TepIANaUBAVOUV UTTOKAUCGHO Kal @apuaka he AETTTuvon BAEVVOGC yia TV
QVTIMETWTTION  EVTEPIKWY  @payhwv( d1aTpIfoik  JeEyAoupivn  Kal
vaTplouxo  d1atpioCdatn ). MepikéEG  @QOpPEC  aTTQITEITAI  XEIPOUPYIKN

ETEPPAON YIA TV ATTOPAKPUVON £VOG EVTEPIKOU EIAEOU.

O yiatpdg 0ag PTTOPEI €TTIONG va ouvTayoypa@roel APUOKA yIa TN PEIwon
TOU OTOPAXIKOU OE£0G Kal va BonBrAoel Ta OTOPOXIKA TTAYKPEATIKA £viupa va

AeIToupyouv KaAuTepaQ.
4.4 Ogparreieg yia eTITTAOKEG KUOTIKAG ivwong

Mia koivfy emtrAoky Tng KIT eivar o diapnmng . O 10mTo¢ Tou OI0BATN TTOU

oxeti¢etan ge To CF ouxva atmraitei d1a@opeTIKr) Bepatreia ammd AAAoOUG TUTTOUG

S1aBATN.
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https://www.medicinenet.com/vitamins_and_supplements_quiz/quiz.htm
https://www.medicinenet.com/vitamins_and_supplements_quiz/quiz.htm
https://www.medicinenet.com/diabetes_quiz/quiz.htm

Mia GAAn koivh emitmrAokny CF gival n ooTté-apaiwaon diatapaxr ooTeomépwan ,

yI' autd xopnyouvTal Ta aTrapaitnTa @APUAKA yia TNV dIaTtripnon TNG OOTIKAG

TTUKVOTNTAG .

4.4.1 Oegpatreia TWV EKONAWOEWV KATNYOPIOTTOINON

AvaTrveuoTIKOG

Xopriynon o€ 6Aa Ta acBevr) ATopa Avw Twv 6 ETWV:
elI0TTVEONEVNG dornase aAga
EIOTTVEOUEVOG UTTEPTOVIKOG 0pOG

allBpopukivn €1 eTTipjovng Pseudomonas aeruginosa Kal  GUXVEG

KAAAIEPYEIEG BAEVVWV TWV QEPAYWYWV

TOMTTPAMUKIVA ME TIVEUPOVIKA VOoO (ATTa, METPIA 11 cofapr) Kai

etripjovn P. aeruginosa o€ KAAIEPYEIEG AEPAYWYWV

EIOTTVEOUEVN ACTPEOVANN PE TTVEUMOVIKN vOoo (ATTIa, PETPIa 1) coBapn)

Kal etTijovn P. aeruginosa o€ KAAANIEPYEIEC AEPAYWYWV

IBoutrpogaivn ue FEV 1 260% tTpoBAeTTOMEVN

H cuvioTwpevn akoAouBia via eIoTTVEOUEVA QAPUAKO VO £XEl WC £EAC

1) BpoyxodiaoTaATIKO> 2)YTTePTOVIKO aAaTouxo OidAupa >3)Dornase

alfa> 4)AmrékAion Twv agpaywywv> 5YEva agpdAupa avTiBioTikou

Emiong xopriynon:

Ivacaftor yia etepoluya dropa nAikiag 22 etwv yia 10 p.Gly551Asp kai

GAAeG €10IKES TTaBoYOVES TTAPAAAQYEG

ouvduaopévng Beparreiag ue Ivacaftor / lumacaftor yia opdluya Groua

nAikiag 212 eTwv yia 1o p.Phe508del

Metaudoxeuon Trveluova 1 kapdid / TrveUpova. pia €mAoyn  yia

oplopéva dTtoua pe ooPapr) acBéveia

TOTTIKWY OTEPOEIdWYV, AVTIBIOTIKWY Kal / 1 XEIPOUPYIKA £TTEPPAcn, €av

QTTAITEITAI VIO PIVIKA CUPTITWUATO
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ESWKPIKA TTayKPEATIK AVETTAPKEIX
e 2ZTOMOTIKA avatTAfpwon KAaTAAANAWY evCUPWY PE YEUPATO

e AlaTpo@IKr Bepartreia TTOU PTTOPED va TTEPIAAPPBAvEl oiTIon PE PNTPIKO
yOAa, €0IkG Trapackeudopata  yia  BpE@n,  CUMTTANPWMATIKN
oitlon(pivoyacoTpikOg KaBeTrpag), ouptrAfjipwua GAatog, AITTodIoAUTA

OUNTTANPWPATA BITAUIVWVY Kal Weuddpyupo

o [lapakoAouBnon Tou cakxapwdoug dlaBATN TTou oxeTiCetal pe To CF
O€ Ouvepyaoia HE €IBIKO €VOOKPIVOAOYO Kal (edv aTraiTeital) EAeyX0g

yAUKOING kal Bepartreia IvoouAivng

FaoTpevrepikd. O €IAeOC TOU pPEKOYXIOU KAl TO ATTOPPOKTIKO GUVOPOMO TOU

TTEPIPEPIKOU EVTEPOU XPrCOUV XEIPOUPYIKH a&loAdynon kai diaxeipion.
Htrarikn véoog

e H d{iCaviohoyikp IANOG Kol N OXETICOMEVN NTTATIKA  QAEyuov,

QVTIMETWTTICOVTAI JE OUPOODIOAN ATTO TO OTOMA.

o O evoeitelg peTapdoxeuong Tou ATTATOS TTEPIAAUPBAVOUV TTPOODEUTIKN
NTTATIKA OUCAEITOUPYIQ, QUOAEITOUPYIKH aIJoppayiad Twv KIPOWV Kal

NTTOTOTTVEUMOVIKA Kal AITTOTTVEUMOVIKG auvopoua
Avatrapaywyiko

H avdpikr oTteipdtnTa(ouyyevig amoucia Vas Deferens (CAVD)) Bpiokel
A0on OTIG TEXVIKEG UTTOBONBOUMEVEG AVATTOPAYWYIKEG TTOU TTEPIAQUBAvVOUV
MIKPOOKOTTIKH) avappo®non oTreppaTolwapiwv ammd TV €moOIduUUida o€
ouvdbuaoud pe in  vitro yovigotroinon 3 TEXVNTH  YOVIUOTTOIiNON
XPNOIUOTTOIWVTAG OTTEPHA OOTN. lMa TIG TEXVIKEG AUTEG UTTAPXEI MEYOAUTEPN

avAaAuorn o€ ETTOUEVO KEPAAQIO.

4.4.2 TlpoAnyn TTpwToTTaBWYV eKONAWOEWYV - KUoTIKN ivwon

AVOTTVEUOTIKO
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e [leplAapBaver pyia  TTANBWPO TEXVIKWV EKKABAPIONG TWV AEPAYWYWV
(ACTs) peuCTOTIOIWVTOG TIG EKKPIOEIG TWV AEPAYWYWYV, MEIWVOVTAG TNV
ATTOPPEALN TWV AEPAYWYWV KAl ATTOTPETTOVTOG TIG AOIMWEEIC TWV
agpaywywyv. H ACTs trepiAapBdavouyv Xeipokivntn QuoikoBepaTreia oTo
0TB0C Kal  KPOUOTA MPE OPBOOTATIKI) ATTOXETEUOT, OUOKEUEG XEIPOG
(T1.X., TITEpUyIopoU BaABida, 1 Acapella ®), kal POUCKWTEC TUOKEUEC
Bepatreiag pe  yINékKo TToUu doveital To BWPEAKIKO ToixwHa. AUTEG Ol
Bepartreieg BewpouvTal IO ATTOTEAECUATIKEG OTAV XPNOIKWOTTOIOUVTAl

TOUAGXIOTOV BUO QPOPEG NUEPNTIWG.

e« To Dornase alfa ka1 1o utreptoviké aAatouxo didAupa Bonbouv oTnv

EKKPION TWV AEPAYWYWV O€ AToua NAIKIAg £E1 ETWV Kal Avw.

e Amapaitnto e€ival KaBapon Twv agpaywywv BOa TpETTEl  va
XPNOIUOTTOIEITAI O€ OUVOUAOMWO HE TA EIOTIVEOMEVA QAPPOKO TTOU

TTAPEXOVTAI O€ MIA TUTTIKI OEIPA:

1.)BpoyxodIaoTaATIKO>  2).YTIEPTOVIKO  aAaTouxo  OiGAupa >
3.)Dornase alfa> 4.)AmrékAion Twv agpaywywyv >5.)Ta €ioTvedueva
KOPTIKOOTEPOEI®ON Kal / 1 o B aywvioThg MPakpds opdong (yia

emAeyuéva droua) > 6.)AepoAupévo avTiBIoTIKO

H tmabBo@uaolioloyia autig Tng Bepatreiag OoToxXeUEl OTO va QVOIEEl O
aEPAYWYOG, va HeIwBel To 1§WOEC Twv TITUEAWYV, va TTpowBnBei n
ATTOXPENWYN  TWV EKKPICEWV KAl OTn OUVEXEID va Xopnyndouv
avTIQAEypHovwoElG Bepatreieg kal / 1 avtifiotikd 60o 10 duvaTov

eupUTEPQ Kal €V TW BAON 010 BPOYXIKO dEVTPO.

e H emBeTkp avmiBioTik Bepatreia KATA TN OTIYMR TG OPXIKNAG
atmmouovwong Tou P. aeruginosa atmmod TiG KAAIEPYNUEVES EKKPICEIC TWV
agpaywywyv Bonb& otnv mPOANWn TG Xpoviag HOAuvong Twv

AEPAYWYWV.

e OAeg o1 mpootrdBeleg avoootroinong TIPETTEl va  divovTal OTOUG
OUVIOTWHEVOUG XPOVOUG. IdlaiTepa onuavTika eivar ta eupoAia TTou

TTPOCTATEUOUV OTTO HIKPOOPYAVICHOUG TTOU OXETICOVTAI PE TTVEUMOVIKEG
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eKONAWOEIG, ouuTTEPIAQUPBAVOPEVWY TWV KOKKUTN, TNG IAApAg, Tng
avepeuloyidag, Tou  Haemophilus influenzae  Tt0mmou B kai

Tou Streptococcus pneumoniae .

e To euBbAio ypiTING TTPETTEI VO XOPNYEITAl ETNCIWG O BpEPn NAIKIag £EI
MNVWV Kal avw. Znueiwon: (1) Adyw Tou 6T TO €UPOAIO KATA TNG
ypiTING PTTOPEl va pnv gival TTAAPWG TTPOCTATEUTIKO, Ba TTPETTEl va
xopnynbei TNV avoootroinon o€ OAOKANPn TNV OIKOYEvEId
Tou TTPooBeRANUEVOU aTépou. (2) Ta dropa pe Kl tmou eival mlavo va
KOANAoouv ypitrn TTpéTTel va  AauPdavouv  avtiiké @Aapuaka  TTou

oToxeuouv oTn ypitn A kai B.

o AVTI-RSV povokAwviké avtiowpa (Synagis ©) 0a mpétel va e€eTaleTan
yia Bpépn PEXP! TNV NAIKIa 12 prveg Katd Tn OIGPKEIQ TNG TOTTIKAG
mepIddou RSV, 10iaitTepa 0 ATOMA  PE  OUVEXH  TTVEUMOVIKWYV

OUUTTTWHATWV.

e H owpatikh doknon, n Aoknon Kal n TpoETolyacia Bonbouv oTn
dlaTAPNON TNG UYEIOG TwV OCTWV Kal 0Tn BEATIwWON TNG KABapong Twv

AEPAYWYWV.
ESWKPIKA TTAOYKPEATIKA AVETTAPKEIX

e AVTIKATAOTAON TOU TIAYKPEATIKOU €VCUPOU KOl OUUTTAApWON Twv

NITTOSIOAUTWY BITAUIVWV

e 2UUTTANPpWHATA BIATPOPAG ME UWNAN TTEPIEKTIKOTNTA O€ Beppideg Kal
UWNAN TTEPIEKTIKOTNTA € AITTapd

e 2Uuvepyaoia pe dIATPOPOAOYO TTOU €10IKEUETAI OTNV K

o« EmmAéov aut¢non Afwn AAatog kai vepou yia evuddtwon €I0IKA o€

(eoTd, ENPd KAipata

4.4.3 EmTApnon — MNMapakoAouBnon-follow up

AVATTVEUOTIKO
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e Ta veoyvd egetdlovral kABe pAva oo €CeIOIKEUPEVO ETTAYYEAPATIO
uyeiag otnv Kl yia 10 TpwTO €€AUNVO TNG CWNG KAl OTn OUVEXEID

diNVIaiwg PéEXPI TNV NAIKia evog €TouG.

e Ta dropa nAikiag evdg £TOUug Kal Avw Ba TTpETTel va egeTdlovtal ava
TPiuNVvo yia va TTapakoAouBouvTal oI TTaPANIKPEG AAAQYEG OTN QUOIK

e¢éraon 1Tou dev eKONAWVOVTAI OKOUN WG CUPTITWUATA.

e Na yivetal KOAIEPYEIQ TWV EKKPICEWV TWV AEPAYWYWY TOUAAXIOTOV
TEOOEPIG POPEG TO XPpOvo. Opliouéva AToua PTTOPOoUV va eTTwPeAnBoUV
ATTO OUXVOTEPEG ETTIOKEWEIG Kal OTTO KOAMEPYEIEG ETTITAPNONS TNG

QVATIVEUOTIKNG 000U

e O1 MPEAETEG TTVEUMOVIKNAG AEITOUPYIAG, N OKTIVOYPAQIKN €EETOON OTO
0TNB0G Kal TOUAGXIOTOV Ol €TACIEG €LETAOEIC QiPATOG YIO TOUG
NAEKTPOAUTEG, Ta eTTireda  OloAuTAG Pitapivng ka1 IgE  €ival

KataAAnAa.

e H e&étaon Bpoyxookdtnong kal CT Bwpaka evdeikvuTal yia AToua JE
OUNTITWHATA KAl ONUEIQ TTVEUPOVOTTABEIOG TTOU OEV QVTATTOKPIVOVTal

OTIG EKAOTOTE TTAPEPPATEIC.
ESWKPIVIKA TTAYKPEATIKI) AVETTAPKEIA

e H alf¢non PBdapoug kal n BepuIdikn TTPOCANWN TTapakoAouBouvTal

MNVIAiwG OTa veoyEvvnTa PEXPI TNV NAIKIA TwV €EI UNVWV.

e H etéraon kompdvwyv MPTTOPEI va xpelaoTei va €mavaAngBei katd T
OIdpKEID TOU TTPWTOU £€TOUG TNG CWNG, 101aiTEPA €AV Ta BPEPn €xouv
onueia  oupTITwPara ducatmoppdPnong A AVETTAPKNS TTPOCcANWNS

Bapouc.

e 'EAgyxog avoxAg YAUKOLNG €TNOiwg PMETA TNV NAIKIA TwV OEKA ETWV KATA
N O1dpkela piag mepIddou oTabepng uyeiag. H yAukdln TTAGouaTog
METPIETAI PE VNOTEIA KAl OUO WPEG META ATTO £va QOPTIo YAUKOLNG aTTo

Tou oTépaToG 1,75 g/ kg 75 g 10 péyioTo.

e AloAoynoTe TNV OOTIKN TTUKVOTNTA OTNV £pnpeia.
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Htrarikn véoog

Eival okémpun n ethola e€étaon Twv €EETACEWY TNG NTTATIKNAG AEITOUPYIag Kal
TOU UTTEPNXOYPOAPrUATOG TOU NTTATOG YIA TNV TTapakoAouBnon tng €¢EAIENG TNG

NTTATIKAG VOOOU.

4.4.4 Tlapdyovteg / TTEPIOTACEIC TTOU TIPETTEI VA aTTOPEUyovTal - KuoTiKn

ivlwon

MapdayovTeg TTOU TTPETTEI VA ATTOQPEUYOVTAI

o EpeBIOTIKA yIa TNV avatrvor (1T.X. Katrvog, okovn)
e ETa@R pe dTONO PE AVATIVEUOTIKEG AOIMWEEIG

e A@uddaTtwon ,TpooBnikn eTITTAéOV GAATOG Kal vEPOU OTn dIATPOPN O€
CeoTd, &npa KAipaTa AOyw oTTwAEI0G aAaTioU TTOU OXETICETAl PE TNV

eQidpwaon

e VO agloAoynbouv oI TIPOPAVWG ACUPTITWHATIKOI NAIKIWPEVOI KAl
veOTEPOI AVTPEG PE aoBeveic Tpoyovoug otnv Kl woTe va peiwbei o
KIVOUVOG TNG VOOOU Kal TTPOKEIMEVOU va EVTOTTIOTOUV 600 TO duvaTov
VWPITEPA yIa va avapepBoUlv o€ KEVTPO KUOTIKAG ivwang yia TNV £vapén

Bepartreiag Kal TTPOANTITIKA PETPA.

4.5 Néec nébooor

H €ic0d0¢ Twv TPOTTOTTOINTWY TNG TTPWTEIVNG OTN BEPATTEUTIKA QAVTIMETWITION
NG Kl atroTeAei éva TepAoTio BAua, OxI HOVO yIa TN CUYKEKPIPEVN VOOO aAAG
Kal yia OAad Ta YEVETIKA VOONuaTa yia OIApopous AOyous. ApXIKA ol
TPOTTOTTOINTEG  AVOOTPEPOUV  TIG ETMIOPACEIC TNG YEVETIKAG PAABNG  Kai
emdlopOwvouv Tn Acitoupyia Tou TTaBoAoyikou diaUuAou o€ pia pelovoTnTa
a0BevwyV TToU €ATTICOUV O€ PIa TTIO TTOIOTIKY KABNPEPIVOTNTA. ETTITTAEOV, divouv
Mia pikpr) wlnon oTtnv mAciovoTnTa Twv acBevwyv pe Kl, avoiyovrag 1o dpduo
o€ VEEG OUVOUOOTIKEG TTAPEUPATEIS aAAGdovTag To TIpioPa Bewpnong Tng

avtigetwmmong tng Kl pe Bdaon tnv eCatopikeupévn Tmpooéyyion. TEAOG,
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atrodeIKvUouUV OTI N ETMITUXAGS TpoTToTroinon TG Bacikig PAARNS otnv Kl givai
EQIKTN KAl EVOEXOUEVWG VEA QPAPUAKA KAl VEEG OTPATNYIKEG Ba UTTOPECOUV VO
QvOOoTEIAOUV TNV PEXPI TWPA TTOPEia TNG vOOOoU, KAVOVTAG TV KANPOVOUIKA

QuTH vOOO va unv KataAfyel o€ Bavaro.

5 Tovigotnta

5.1 Tlevikd XapaKTNPIOTIKA

H kuoTtikr) ivwon (CF) e€ivar pia ammd TIG QUTOCWHOTIKEG UTTOAEITTOUEVEG
a0Béveleg, TToU TTPpoKaAoUvTal atmd MPEeTOAAGEEIC o éva yovidlo yvwoTo
wg dlapeuBpavikd  pubuioTh KUOTIKAG ivwong (CFTR). H TTAciopyneia  Twv
evAAIkwv apoevikwv pe CF (99%) xapaktnpidetal atmmd Oouyyevr au@idpoun
amroucia vas deferens (CBAVD). KaBwg 10 TTpocddékipo (WS Twv aoBevwy
ME KUoTIKRy ivwon (CF) ouveyiCel va augdvetal Kal TTEPICOOTEPOI QOBEVEIQ
yivovtal evAAIKEG HE Xpovia aoBévela, n digpelvnon TOU QVTIKTUTIOU TngG
dlaTapaxng oTnv avOpIKr KOl YUVOIKEIQ OTEIPOTNTA £XEI OTTOKTACEI OAO Kal
MEYaAUTEPN onuacia. MeAéteg  uttodEIKvUOUV  OTI O ETTITTOAQONOG  Twv
MeETOAAGEEwY Tou CF utropei va cival uwnAdtepog amd 6, TI BewprOnke

TTPONYOUNEVWG Kal OTI TTOAEG NETAAAGEEIC DeV £€x0ouUvV aKOUN TTPOCDIOPIOTEI.
5.2 KuoTIKA ivwon Kal UTTOyovIJOTNTA

To CBAVD utrapxel ot1o 1-2% Twv oTeipwyv dppevwy Xwpic CF. Ta EBvika
IvoTiTouta Yyeiag ouvioToUV va YivVETOl YEVETIK OUMPBOUAEUTIKA yia KABe
Ceuydpl  TTOU avaTpEXEl O€ TEXVIKEG UTTOPoNBoUuEVNG avATTaOPAYWYAS
yvwpilovtag OTI TO QiTIO €ival N aTToQPAKTIKI) alwooTrepuia va eAeyxBei yia
BeTiky pETAAMaEN CF. ', (Tkpél MR, Handelin B, Allito B, Rohlfs E , Davis
AJ, Gidwani G , Reindollar RH .2003.)

Ta BAAea aropa  pe Kl diatmoTwOnke OTI gival AiydTEPO YOVIPA ATTO TIG UYIEIG
yuvaikeg O1 TTeplocdTePEG aoBevEig, dPwG, OEV gival UTTOYOVIUES KAl UTTOPOUV
va Jeivouv €yKuol Xwpic va uttoAnBouv o€ Bepatreia yoviudtnTag. '’ autd Kai
OUVIOTATAl VA XPNOIKMOTTOIOUV avTICUAANWN Kal va €X0UV OEEOUONIKEG ETTAPEG

ME TTPOQPUAGLEEIG, WWOTE VA ATTOPUYOUV TIG AVETTIOUNNTES KUNOEIG.
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5.2.1 Kowd yapaktnplotika twv yuvaikwv pe KI eivat:

e n KaBuoTepnuévn epnBeia

e aunvoppola AGYw UTTOCITIONOU

e QTTAITEITAI JEYAAUTEPOG XPOVO YIA VA PEIVOUV EYKUEG PE QUOIKO TPOTIO,
eeIdr] 0 opyaviopudg TOug ouxva Trapdyel KOATIK BAévva TTI0
TTaXUpPEUOTn atmmd TO @UOIOAOYIKO. AUTO €XEl WG OUVETTEID va
duoKoAeUovTal Ta OTTEPPATOlWAPIa VO BACOUV £WG TOV TPAXNAO TNG
MATPAG, ETTOPEVWG QTTAITOUVTAI TTEPICCOTEPES TTPOOTIABEIEG £WG OTOU
EMTEUXOEI N CUAANWN.

e 0 pyetaAAageic CFTR oxeTiCovral €Tmiong Pe Tn OUYyEV ATTOUCia TNG

MATPAG Kal Tou KOATTou (CAUV).

5.2.2 Kowd yapaxkmmplotika avdépwv e KI:

e COUYYEVNG QU@OTEPOTTAEUPN QTTOUCIA TOU OTIEPPATIKOU TTOPOU 1)
CBAVD i

e QTTOQPAYUEVOI TTOPOI

® UEIWUEVOG O OYKOG TOU OTTEPUATOG

e Qapaid OTTEPUA

e UETABOAEG OTNV KAVOVIKI TTEPIEKTIKOTNTA O GPOUKTOLN Kal ogUTNTA

TOU OTTEPPATOG

5.2.3 MéBodoLvmoBonbovpevng avamapaywyns

O1 uttoBonBouueveg avaTTapaywyikeéG TEXVOAOYiEG JTTopoUV va BonBroouv Kai
Ta BAca kal Ta appeva atopa e Kl yia Tnv €TTiTEUEn €mMITUXOUG YOVIUOTNTOG.
O1 aoBeveig TTOU TTAOYOUV ATTO OTEIPOTNTA TTAPAYOUV OTTEPUATOlWAPIA, TA
otroia  pAAIoTa 010 90% Twv TTEPITITWOEWY  €ival  QuOoIoAoyikd. Eivai
UTTOYOVIOI Kal auTé €TTIAUETAI UE GUANOYR OTTEPPATOlWAPIWY aTTO TOUG OPXEIS

Kl Xprion yia eEWoWMPATIKA yoviuoTroinon .
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EmTAéov, vyia TIG YUVQIKEG, TTEPICOOTEPA  XAPAKTNPIOTIKA  UYEIAG,
oupTrEPINQPBavouEVNG  TNG  OPXIKNG  TIVEUPOVIKAG  AslIToupyiag,  €xouv
agloAoynBei w¢ Tmapdyovteg TTPOPRAEYNS yia TNV UyEia Kal TNV €yKupgoouvn.
Ortav éva atopo pe Kl emBuuei va TeKvOTTOINOEl, XPEIQOTEN va TTEpdoel aTrd
MEBODOUG avoooKATAOTOANG 1 METaUOOXeuons Ba TTpétel va TTponynbei n
KPUOOUVTHPNON wapiwv i oTTEPUATOWAPIWY TIPIV TNV YETAPOOXEUOT), WOTE
va €CaAeIPOei €0TW O KivOUVOG ouyyevwY avwpoAiwy. OTTwg TTpoava@épBnke
N avamapaywyr o€ OTEIPOUG AVOPEG TTPAYMOTOTTIOIEITAI UE UTTOPONBOUUEVEG
TEXVIKEG. AUTA 1N  TEXVIKA OVOPACeTal €VOOKUTTAPOTTAACMATIKI  £yXuon
omépuarog (ICSI), émrema amd Bioyia 6pxewv. To TTOOOO0TO ETITUXIAG YIA TO
ICSI oto Hvwpuévo BaaoiAeio eival 28% avd KUKAO Bepatreiag. AT TNV GAAN
TTAEUPA UTTAPXEI KATTOIO TTOCOCTO avOpwvV TIOU Ba TTPAYUOTOTIOINCEl MIa
Bepartreia yoviudtTnTag yia BEATIiWwON TOU OTTEPUATOG, EVW N OWPEQ OTTEPHATOC

atroTeAEl TNV €0xaTn Auon.

5.2.4 MeTaAAAEEIC KAl UTTOYOVIUOTNTO

H 1TTpOyvwon OXETIKA JE TNV YOVIMOTNTA €XEI va KAVEI PE TIG JETOANAEEIS | TOV
ouvOuaoud PETAAAGEEWY TTOU PEPEI O KABE atopo. O1 HETAAAGEEIS OTO yovidlo
PPP (Transmembrane Regulatory Conductance Regulator, CFTR)
eTnpedlouv TG00 Tn yovIUOTNTA TWV avOpwyv 600 Kal TwV yuvaikwyv. QoToo0,
oev @aivetal 6T 0Aeg o1 peTaAAdgeic CFTR mTpokaAoUv oTelpdTNTa . AV KOl Ol
TEPIOOOTEPOI  AvOpeg Me Kl €xouv ONUAVTIKEG QVATOUIKEG QVWUAAIEG
TNG AVATTAPAYWYIKAG 000U TTOU  TTPOKAAOUV OTEIPOTNTA , Ol TIEPICOOTEPES
yuvaikeg pe CF €xouv avaTopikKG @QUOIOAOYIKEG avaTTapaywyikéG 0doug Kal
MEXPI TO AUIOU uTTOpPE va eival og B€an va ocuAAdBouv auBopunta. Alyotepo
gival yvwotd mwg 10 CF emmnpeddel TN yoviuodtTnTa TWV YUVAIKWV 1 TIG
d1aBéo1ueg emmIAoYEG BepaTreiag. TENOG , Hia pelown@ia Twv avdpwy PE KUOTIKA

ivwon (2-3%) eival yovipor €I0IKA ekeivol pe TN HETAAAagn 3849-10kb KI.
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