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SCREENING INFORMATION FOR THE MOST COMMON SINGLE GENE/CHROMOSOMAL DISORDERS

You are being offered testing for Cystic Fibrosis, Fragile X Syndrome, Spinal Muscular Atrophy and the Quad Screen.  If you have additional questions, feel free to keep a brochure and talk with your physician about screening.

1. What is Cystic Fibrosis?

Cystic Fibrosis is the most common inherited disease of children and young adults.  It mostly affects the lungs, reproductive and digestive system.  In some people it may affect other organs.  With treatments today, people with CF can live into their 30’s.  If both parents are carriers, there is a 25% chance for the child to be affected.  The chance to be a carrier is 1/25 for Caucasian individuals and 1/46 for Hispanic individuals.  The risks are lower for other ethnic backgrounds.

2. What is Fragile X Syndrome?
Fragile X Syndrome is the most common cause of inherited mental retardation in males.  Additionally, some children with Fragile X Syndrome also have developmental delay, autism and hyperactivity.  If a woman is a carrier for Fragile X Syndrome, there is a 50% chance to have an affected male child.  The chance to be a carrier is 1/260 if you are a female, regardless of your ethnic background.  

3. What is Spinal Muscular Atrophy (SMA)?
SMA is the most common inherited cause of early childhood death.  It is a form of muscular dystrophy, which often causes death between the ages of 2-4.  Some people have a milder form and can survive into adulthood.  If both parents are carriers, there is a 25% chance for the child to be affected. The chance to be a carrier is 1/35 for Caucasian individuals and 1/53 for Asian individuals.  The risks are lower for other ethnic backgrounds.  

4. What is a Quad Screen?
The quadruple screen test is a blood test to determine whether the baby is at risk for certain birth defects including Down Syndrome, Trisomy 18 and Spina Bifida.  The test is time sensitive and must be performed between 15 and 19 weeks gestation.

5. What happens if I am a carrier?
You and your partner will be offered additional testing either in the form of more blood work or prenatal diagnosis and referral to a genetic counselor and/or high risk pregnancy specialist.
6. Will my insurance cover testing?

Yes.  The cost of testing may be applied to any unmet portion of a deductible and/or co-insurance.  This portion is your responsibility to pay.
7. Will Medicaid cover the testing?

Medicaid pays 100% of all the cost for the tests listed on this form.

8. Do I have to get the screening each time I get pregnant?

Not for the first three screenings listed.

The Quad Screen should be completed for each pregnancy.

____ I DO want screening for Cystic Fibrosis, Fragile X Syndrome and Spinal Muscular Atrophy.

____ I DO want the Quad Screen.

____ I DO NOT want screening for Cystic Fibrosis, Fragile X Syndrome and Spinal Muscular  

          Atrophy.

____ I DO NOT want the Quad Screen.

I ONLY want screening for:

____ Cystic Fibrosis

____ Fragile X Syndrome

____ Spinal Muscular Atrophy

____ Quad Screen

SIGNATURE:___________________________________________DATE: ​________________________
