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Lecture Objectives

ÅTo review the genetic etiology of cystic fibrosis

ÅTo review the standard of care of cystic fibrosis

ÅWhat is new in CF?

ÅTo review the current understanding of asthma

ÅWhat is new in asthma?



Cystic Fibrosis

ÅAutosomal recessive genetic disorder 

caused by mutations in the CFTR gene

ÅAffects almost 30,000 people in the USA

ÅMedian survival 37.4 years

ÅElevated sweat electrolytes, abnormally 

viscous mucous leading to respiratory 

inflammation/infection, pancreatic exocrine 

insufficiency, impaired fertility



CF is one of the most common lethal 
autosomal recessive inherited disorders

Chronic obstructive pulmonary disease

Pancreatic exocrine insufficiency

Elevated sweat electrolytes

M. Welsh and A. Smith SCIENTIFIC 
AMERICAN December 1995

CF pathology affects multiple exocrine
Glands and tissues in the body



CFTR Protein



F508-the most common 

mutation
Å44% of CF patients are homozygous

Å45% of CF patients are heterozygous

Å11% of CF patients do not have F508

Å F508  accounts for 70% of Northern 

European,  50% Southern European, 46% 

Hispanic, 30% Ashkenazi, 48% African 

American, < 5% Native American  

chromosomes
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CFTR Biogenesis, 
Trafficking, Recycling,

And Degradation


