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òCystic fibrosis (CF) is a hereditary disease of  the 

mucus, saliva and sweat glands. It affects organs such as lungs, 

pancreas, liver, intestines, sinuses, and sex organsó 

(MedicineNet Inc) 

  

òCystic fibrosis is the most common inherited, life limiting, 

incurable condition amongst Caucasiansó (Royal Childrenõs 

Hospital)  

Ce este fibroza chistica (FC)? 



Importanta FC 

ÂCea mai fecventa boala genetica ce scurteaza 
viata la Caucazieni 
 

Â1 la 3500 nou-nascuti in USA 

Â1 la 15000 nou-nascuti afro-americani 

Â1 in 25500 nou-nascuti asiatici 

 

Â80% cazuri dg < 2 ani 

Â10% cazuri dg > 18 ani (forme mai usoare) 



Ce este fibroza chistica (FC)? 

ÂBoala sistemica, genetica, 

autosomal recesiva  

 

ÂCauza: mutatii ale genei òcystic 

fibrosis transmembrane 

conductance regulator (CFTR)ó 

Âcromosomul 7  

Âcodifica un canal membranar de Cl 

reglat de c-AMP 
Rosenstein, BJ and Zeitlin, PL. Cystic fibrosis. The Lancet. 351: 277-82. 



Transmiterea genei FC 



Patogenie 

 

ÂClearance-ul mucusului depinde de :  

ÂFunctia ciliara 

ÂSecretia de mucina  

ÂVolumul de liq de la suprafata CAI   

ÂFormeaza strat periciliar de lichid 

ÂòEntrapmentó al bacteriilor 

ÂReglat de absorbtia Na+ si secretia  Cl- 



Volumul de liq de la suprafata CAI 

ÂCFTR normala inhiba si un canal de Na  

ÂCFTR mutanta----canal ne-inhibat 

ÂAbsorbtia Na e crescuta 

ÂApa urmeaza Na 

ÂVolumul liq supraf CAI scade  

ÂCFTR normala --- Cl- e secretat atunci cind Vol 

liq supraf CAI e mic 

ÂCFTR mutanta --- Cl- nu e secretat 


