
What is genetic carrier screening? 

Carrier screening is an optional blood test that is offered at any time in a person’s life.  You can have this testing performed prior to 

pregnancy or if you are not aware of this testing prior to pregnancy, it will be offered to you at your new OB visit.  This test can tell 

you whether you are at a higher or lower risk to have a baby with certain recessive or X-linked genetic conditions. Even if these 

conditions are not in your family, it is still possible for you to be a carrier and to have a child with one of these genetic conditions.  

The decision to pursue carrier screening is personal.  Results may help you better understand your reproductive options or prepare 

for pregnancy and parenthood.  For others, results may not impact pregnancy plans or may cause additional worry.  

Many of the conditions on the screening panel offered are rare and have low carrier frequency in the general population.  In 

addition, conditions included on the universal panel vary in severity.  Many are associated with significant adverse outcomes such as 

cognitive impairment, decreased life expectancy, or need for medical or surgical intervention.  Some conditions have early 

intervention/treatment options available, while others do not.  At this time, we are offering screening through the Horizon screening 

panels which screen for as little as 4 and as many as 274 conditions.  The standard panel at this time which we recommend, should a 

patient choose to pursue, is the Horizon 14 panel.   

What are recessive genetic conditions? 

Every person has two copies of all of our genes, one inherited from each parent.  In order to be affected with a recessive condition, 

both copies of this gene must be non-working due to a genetic change (also called a mutation).  Individuals with only one mutation 

are called carriers and typically do not display any features of the disorder.  However, if both parents are carriers for the same 

genetic condition, there is a 1 in 4 (25%) chance with each pregnancy of having an affected child. 

What are X-linked genetic conditions?  

Females carry two X chromosomes and males have one X chromosome.  In cases of X-linked conditions, a carrier mother has a 50% 

chance of having an affected son or carrier daughter.   

What conditions can I be screened for? 

The American College of Obstetricians and Gynecologists recommends as of March 2017 offering screening for cystic fibrosis, spinal 

muscular atrophy, fragile x syndrome, and thalassemias.  These conditions are available for screening with the Horizon 14 panel.  

Depending on your family history and ethnicity, additional tests may be offered.  For couples who desire more information, 

expanded carrier screening is available which tests for multiple genetic diseases at one time.  Due to the large number of conditions 

tested in the expanded carrier panel, approximately 60% of individuals will be found to carry at least one genetic disease.  Because 

of this, simultaneous carrier screening for the patient and her partner is the recommended approach.  Please speak with your 

healthcare provider or the Natera genetics counselors prior to pursing expanded carrier panels in order to confirm sequential 

screening set up.  Of couples who are screened, approximately 2.4% will be at risk of carrying a pregnancy affected with a condition 

on the expanded panel.  The Horizon 14 panel will screen for: Alpha-thalassemia, Beta Hemoglobinopathies, Canavan Disease, 

Duchenne/Becker Muscular Dystrophy, Familial Dysautonomia, Fragile X, Galactosemia, Gaucher Disease, Medium Chain Acyl-CoA 

Dehydrogenase Deficiency, Polycystic Kidney Disease (autosomal recessive), Smith-Lemli-Opitz Syndrome, Spinal Muscular Atrophy, 

and Tay-Sachs Disease.   

What do my results tell me? 

A positive result means that a disease-causing mutation was detected.  If this is the case, it is important to have your partner’s 

carrier status evaluated in order to assess the risks of passing this genetic mutation on to your offspring.  A negative result means 

that no mutations for the conditions that were screened for have been found.  Although this greatly lowers your chances of being a 

carrier, carrier screening cannot detect all disease-causing mutations.   

 

What are my options if my carrier testing is positive?  

If you and your partner are both carriers of the same autosomal recessive condition, or if you are a carrier of an X-linked condition, 

there are various options available.  We would help you arrange formal genetic counseling to discuss further options.  



 

What else do I need to know about carrier screening? 

 Carrier screening does not provide information about risk for chromosome conditions, such as Down Syndrome 

 There are more tests that can be performed for carrier of conditions in addition to those listed above.   

 Newborn screening can detect many recessive conditions including cystic fibrosis, but it does not detect all genetic 

disorders and is not considered a replacement for carrier screening 

 A normal carrier screening result greatly reduces the risk that a person is a carrier, but cannot completely rule it out 

 Most insurance companies cover some, if not all, costs associated with carrier screening.  Please see below for additional 

details in regards to cost coverage.   

 Carrier screening only needs to be completed once (it does not need to be repeated each pregnancy) 

The American College of Obstetrics and Gynecology (ACOG) in March of 2017 released a formal Committee 

Opinion (#691) recommending all individuals of reproductive age to undergo genetic carrier screening prior 

to attempting pregnancy.  We strongly recommend that all individuals discuss genetic testing with a 

licensed genetic counselor and by signing this form I verify that I have been given this contact information: 

https://www.natera.com/horizon-carrier-screen 
Phone:  1-855-271-1502 

Option 4 to discuss testing  
Text:  HORIZON to 67076 to receive Horizon informational video  

http://www.acog.org/Patients/FAQs/Carrier-Screening 
 

 
There is a chance that your insurance company may or may not pay for some or all of the cost of the 
test.  If this is the case, you will responsible for payment.  If you do not have insurance, the out of 
pocket cash price depends on the lab utilized and is available upon request.  Natera, Horizon’s 
parent company, does provide a “Compassionate Care Program” which is a sliding scale cost based 
program.  Please Natera at the information provided below to discuss.   

 
 
For any questions about billing, please contact Natera at:  
 Phone:  1- 855-271-1502, Option 3    
 EMAIL- estimate@natera.com 

**Additional information, including test name, physician name, clinic name, and insurance info will 
be requested.  

 
 
Prior to beginning any fertility treatment, we request that you review universal genetic carrier screening with your 
provider and as a couple that you decided to decline or accept this testing.  If you have not had carrier screening in a 
previous pregnancy and desire to proceed with this, screening is also available during the antepartum state.   
 

I DESIRE HORIZON    4    OR    14                           I DECLINE HORIZON SCREENING  
 
 
Patient Signature: ______________________________________         Date:_____________________  
 
Provider Signature: ____________________________________          Date: ______________________ 

https://www.natera.com/horizon-carrier-screen

