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	Cystic Fibrosis 


	Many diseases are caused by a complex mix of lifestyle, environmental, and genetic factors.
But some diseases are caused by a simple defect in just a single gene.

Cystic Fibrosis

Cystic fibrosis is a serious, progressive disease that affects the whole body and shortens life expectancy.  

It causes the lungs to become clogged up with thick, sticky mucus, leading to recurrent chest infections. 

Eventually the only hope is a full lung transplant.

Cystic fibrosis: Chronic, progressive and frequently fatal. Genetic disease of body’s mucus glands. Average lifespan is 30 years.

Inherited Disease

This devastating illness is all caused by a mutation in a single gene, on chromosome number 7.

Mucus cell

Normally, this gene produces a protein that controls the passage of salt and water in and out of body cells.

But if defective, too much salt passes into the cells, turning the body’s secretions into thick mucus.

The faulty cystic fibrosis allele – an alternative form of a gene – is recessive. 

So if someone has a defect in just one copy of the gene, they don’t have any symptoms of the disease themselves. But they are a carrier and can pass it on to their children. 

It’s only if both parents are carriers, that a child can inherit two recessive alleles, and so be affected by the disease. 

There is a 1 in 4 chance of this happening.

Cystic fibrosis allele is recessive. Only expressed if 2 copies present
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	Cystic Fibrosis 


	Treatment

Cystic fibrosis was one of the first diseases for which a specific gene was identified in 1989.
At the time, this fuelled great hopes that gene therapy might be developed to treat it.

But despite there being such a simple cause, correcting this has proved far more complicated than hoped. 

Over 20 years later, there’s currently still no cure, or way of preventing cystic fibrosis.

Invaluable research is still working towards a solution, that may one day help the thousands of families affected by this disease.
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