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Patient Information 

Reproductive Genetic Carrier Screening: Making Informed 

Decisions for Future Generations 

 

Introduction: 

Reproductive genetic carrier screening is a 

crucial blood or saliva test that examines an 

individual's genes to determine if they carry 

specific genetic conditions. Genes are the 

building blocks of life, containing the 

instructions for growth and development. 

Carriers of genetic conditions usually do not 

manifest any health concerns themselves. 

However, if both partners in a couple are 

carriers of the same genetic condition, there is 

a chance that their child may inherit two faulty 

genes, potentially leading to an affected child. 

This screening is particularly valuable for 

couples considering pregnancy who want to be 

well-informed about their risk of having a child 

with certain genetic conditions. It is 

recommended that every woman should be 

offered with this option (ideally) prior to or 

very early in the pregnancy. 

 

Understanding Genetic Carriers: 

Genetic carriers are individuals who carry a 

variant in one copy of a gene. In most cases, 

carriers are healthy and do not experience any 

adverse health effects themselves. However, if 

both parents are carriers of the same genetic 

condition, they have a 1 in 4 chance of having 

an affected child. For recessive conditions, 

both parents must be carriers for an increased 

likelihood of having an affected child. In X-

linked conditions, affected males inherit the 

variant from their carrier mothers, while 

females have a chance of being carriers 

themselves. 

 

What Reproductive Genetic Carrier Screening 

Tests For: 

Reproductive genetic carrier screening can test 

for various genetic conditions, depending on 

the specific test used. Some common 

conditions tested for include cystic fibrosis, 

spinal muscular atrophy, and fragile X 

syndrome. These tests may be tailored to 

screen for genetic conditions that are more 

common in specific ethnic backgrounds. 

 

When to Consider Reproductive Genetic 

Carrier Screening: 

Reproductive genetic carrier screening is 

ideally performed before pregnancy. This 

allows couples time to consider the results and 

make informed choices about their 

reproductive options. However, the test can 

also be performed during early pregnancy, 

though it may limit the available choices based 

on the stage of pregnancy. 

 

Limitations of the Test: 

It is important to note that no test can 

guarantee a healthy baby at birth. 

Reproductive genetic carrier screening only 

tests for specific genetic conditions and does 

not screen for every possible genetic disorder. 

Thus, a "no mutation" result does not 

eliminate the risk of having a child with a 

genetic disorder. 
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How Reproductive Genetic Carrier Screening Is 

Done: 

The screening can be conducted in two ways: 

individual testing and couple testing. Individual 

testing involves performing the test on one 

partner, usually the woman, and then, if she is 

found to be a carrier, testing her partner to 

determine their risk as a couple. Couple 

testing, on the other hand, involves testing 

both partners at the same time to determine if 

they are carriers of the same genetic 

condition. 

 

Implications of Being Identified as a Carrier: 

If one or both partners are identified as 

carriers, the healthcare provider will provide 

information about the condition and discuss 

reproductive options with them. These options 

may include prenatal testing during pregnancy 

or preimplantation genetic diagnosis (PGD) 

using in-vitro fertilization (IVF) to select 

embryos without the genetic condition. 

Availability and Coverage: 

Reproductive genetic carrier screening is 

available through general practitioners, 

obstetricians, genetic counsellors, and 

geneticists. From November 2023, it carries a 

Medicare rebate, subject to certain criteria. 

Please talk to your healthcare provider for 

details. 

 

Conclusion: 

Reproductive genetic carrier screening is a 

powerful tool that empowers couples to make 

informed decisions about their reproductive 

health. By understanding their genetic carrier 

status, individuals can take proactive steps to 

minimize the risk of having a child with a 

genetic condition. While the test has its 

limitations, it remains an essential tool in 

modern healthcare, ensuring the well-being of 

future generations. 

 

 

To learn more about reproductive genetic carrier screening, you can visit the following links: 

1. https://www.genetics.edu.au/PDF/Reproductive_carrier_screening-fact_sheet-
CGE.pdf 

2. https://ranzcog.edu.au/wp-content/uploads/2022/06/Reproductive-carrier-
screening.pdf 

3. https://www.sonicgenetics.com.au/our-tests/all-tests/reproductive-carrier-screen-cf-
sma-and-fragile-x/ 
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