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It’s about knowing.  
Prenatal testing is not about 

telling you what’s wrong,  
it’s knowing that everything  

is alright.

During the course of pregnancy, your doctor will order 
testing on a regular basis. While much of the testing is 
performed to be sure that everything with your pregnancy 
is progressing normally, some tests may be ordered to 
determine if you and your partner harbor genes that 
cause conditions that may affect this pregnancy, or future 
pregnancies. This type of testing is called Carrier 
Testing. In the vast majority of instances, 
knowing these results will give you and your 
physician peace of mind that there is a very 
low chance your baby will be affected by 
one of these genetic conditions. 



Carrier Testing FAQs
What is Carrier Testing? 
The purpose of carrier testing is to determine 
if a couple is at increased risk for giving birth 
to a child who will have a genetic disorder. In 
most cases, carriers of these conditions show 
no symptoms of the disease and are unaware 
of their risk. Carrier testing is a laboratory test, 
performed on blood, or other samples from 
each parent. If the results show that a couple is 
at high risk, additional testing can be performed 
during pregnancy to see whether the baby is 
affected by the disease.

Is Carrier Testing Required? 
No. The decision to accept or decline testing is 
entirely up to the individual or couple. 



If both parents are carriers 
of an abnormal CF gene, 
then there is a chance that 
each parent will pass the 
abnormal gene on to their 
child.  Having two copies 
of the abnormal CF gene 
will result in a 1 in 4 (25%) 
chance that the child will 
have CF.

1 in 30 in the US

If both parents are  
carriers of an abnormal 
SMN1 gene, then there is 
a chance that each parent 
will pass the abnormal 
gene on to their child.  
Having two copies of the 
abnormal gene will result 
in a 1 in 4 (25%) chance 
that the child will have 
SMA.

1 in 40-50 in the US

1 in 259 women are carriers. 
Fragile X Syndrome is found 
in all ethnic groups and can 
occur in families with no 
history of mental retardation 
or autism.

Only the mother has to 
be a carrier for the child 
to be at risk for Fragile X 
Syndrome.  
If a mother is a carrier, 
there is a 50% chance that 
the child will be affected 
with Fragile X Syndrome.

Inheritance
General Population
Carrier Frequency

Caucasian 1 in 40
Ashkenazi Jewish 1 in 41
Asian 1 in 53
African American 1 in 66
Hispanic 1 in 117

SMA carrier risk in people
with NO family history of SMA

Cystic Fibrosis (CF) 

The most common fatal genetic  
disease in North America. 
Cystic Fibrosis affects about 1 in 3,300 people 
in the United States. It causes the body to 
produce abnormally thick mucus, leading 
to life threatening lung infections, digestion 
problems, diarrhea, poor growth and infertility. 
Symptoms of the disease range from mild to 
severe. Individuals with mild CF may reach 
adulthood and be unaware that they have the 
disease. However the average life span for 
individuals with CF is 37 years. CF does not affect 
intelligence.  

Spinal Muscular Atrophy (SMA) 
The most common inherited cause of 
infant death in children under the age  
of two. 
1 in 40-50 in the US carry a mutated SMN1 
gene and every year, about one in every 6,000 
– 10,000 babies is born with Spinal Muscular 
Atrophy. SMA Frequency varies by ethnicity. It is 
a severe, often fatal, genetic disorder in which 
muscles involved in many essential functions, 
such as breathing, eating, and movement, 
become progressively weaker and ultimately 
waste away (atrophy) and die. There is currently 
no treatment for SMA.

Fragile X Syndrome 

The most common inherited cause  
of mental impairment. 
Fragile X Syndrome affects approximately 1 
in 4,000 males and 1 in 8,000 females. The 
majority of males with Fragile X Syndrome have 
a significant intellectual disability. The spectrum 
ranges from learning disabilities to severe mental 
retardation and autism. About one third of the 
females affected with Fragile X Syndrome have 
a significant intellectual disability. Others may 
have more moderate or mild learning difficulties.

Most Common Genetic Conditions
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aMDx Laboratory Sciences is a CLIA licensed clinical laboratory and is accredited by the College 
of American Pathologist (CAP). The information contained in this brochure is provided by aMDx 
Laboratory Sciences as an educational service for physicians and their patients.

Patient Assistance Program
The aMDx Patient Assistance Program is designed to assist patients who receive laboratory 
services from aMDx Laboratory Sciences. If a patient is financially challenged or struggling 
to pay co-payment, co-insurance or deductible amounts, aMDx encourages the patient to 
contact our Patient Assistance Hotline at 855-293-2639 extension 4.


