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WHAT IS CYSTIC FIBROSIS?
Cystic fibrosis, abbreviated CF, is an inherited disorder 
that causes chronic respiratory and gastrointestinal 
disease. There severity of CF can range from mild to 
severe. Features of classic CF include:

• childhood onset of symptoms

• high risk of respiratory infection and inflammation

• poor absorption of nutrients leading to  
poor growth

• male infertility due to congenital bilateral  
absence of the vas deferens (CBAVD)

• shortened life expectance (average ~40 years) 
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WHAT CAUSES CF?
CF is caused by changes, called mutations, in a gene 
called CFTR.  When it is working properly, the CFTR 
gene makes large quantities of a protein called CFTR 
(the CF protein).  When there are mutations in the CFTR 
gene, it results in low/absent levels of the CF protein 
in the body, or a version of the CF protein that does not 
function properly.  Without enough of the working CF 
protein, a person will have CF.

CF is an autosomal recessive disorder, which means 
that in order to have CF, a child must inherit one 
disease-causing mutation from each parent. When 
two people are both carriers of CF, the chance to have 
an affected child is 1 in 4, or 25%, per pregnancy or 
embryo created.

could I be a carrier of CF?
The chance to be a carrier of CF depends on your ethnic background;  
however, in the US, about 1 in 30 people is a carrier of CF.  The best way  
to find out if you are a carrier is to have testing called CARRIER SCREENING. 

This testing can provide more specific information about 
the chance that you are a carrier. 

• Carriers do not have symptoms of CF, and typically do  
   not have family members affected with the disease. 

• ~80% of people with CF do not have a family history of CF

• About 1,000 new cases of CF are diagnosed each year.1

If both you and your partner are carriers of CF,  
reproductive options such as preimplantation genetic diagnosis  
(PGD) or prenatal testing are available to reduce the chance of 
having an affected child.

Talk with your doctor or a genetic counselor to decide if carrier screening 
for CF is right for you.
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The first statewide  
newborn screening (NBS)  
program for CF began in 
1982 in Colorado.2

Today, all 50 states in the US 
include CF in routine NBS 
programs.3

1  CF Foundation: www.cff.org        2  CDC Newborn Screening for CF: http://www.cdc.gov/mmwr/preview/mmwrhtml/rr5313a1.htm 
3  National Newborn Screening Status Report (Updated 11/02/14): http://genes-r-us.uthscsa.edu/sites/genes-r-us/files/nbsdisorders.pdf 
Additional Resource: GeneReviews CFTR Related Disorders

The presence of an  
echogenic bowel on  
prenatal ultrasound 
increases the likelihood 
that a fetus has CF.

Echogenic bowel is a bright 
spot in the fetal bowel  
apparent on ultrasound 
and is considered a “soft 
marker” for CF because  
it only slightly increases  
the risk that an otherwise  
low-risk fetus is affected.

People who are carriers of  
or affected with CF may  
experience aquagenic  
wrinkling.

When submerged in water, the  
hands of someone with CF became  
wrinkly in 2 minutes, compared  
to 7 minutes for a carrier and  
11 minutes for someone who is 
not a CF carrier.

More information about CF and some of the current treatments can be found here:  
• CF Foundation  http://www.cff.org

• Vertex  http://www.vrtx.com    http://www.kalydeco.com
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FACTS ABOUT CF
The gene for CF, called cystic fibrosis transmembrane- 
conductase regulator, or CFTR, was discovered in 1989.
We all have two copies of each chromosome, one from each parent.  
So we all have two copies of the CFTR gene.
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IS CF TREATABLE?
There is currently no cure for CF, so treatment is focused 
on managing symptoms. One company offers drug 
treatment to alleviate symptoms caused by specific 
mutations. Additional clinical trials aim to improve the 
symptoms of individuals with other CF mutations.

There are over 500 known disease- 
causing mutations that can cause CF. 

If a person inherits any combination of two 
of these mutations, they will develop CF.

NBS for CF measures 
the levels of  
Immunoreactive  
Trypsinogen (IRT)  
in a baby’s blood.

High levels of IRT are  
correlated with CF;  
however a positive NBS 
test does not diagnose 
CF and oftentimes babies  
who are only carriers can 
have a positive test.

CF is diagnosed by a  
test called quantitative  
pilocarpine iontophoresis,  
or a sweat test.

This test stimulates sweating 
and then measures the  
concentration of chloride in  
the sweat. A person with CF  
will have elevated levels of  
chloride in their sweat.

50
states

Several medical organizations recommend that all women of  
reproductive age consider carrier screening for CF to determine  
if they are increased risk of having an affected child.


