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While most screening tests we talk about during pregnancy are designed to give us more
information about the baby, genetic carrier screening is a test that gives us information
about mom and dad.

As you may recall from Genetics 101, we have two copies of most genes: one we get from
our mom and one we get from our dad. When we say that someone is a ‘carrier’ for a
genetic condition, it means that there is a harmful change (called a pathogenic variant) in
one of the copies of the gene that make it not work how it should. Because there is still one
gene that is working properly, carriers generally do not show signs or symptoms of any
health issues related to being a carrier.

Genetic carrier screening usually looks for conditions that are recessive, meaning that for
someone to have the genetic condition both copies of the gene need to be not working. In
most instances, if someone is a carrier for a recessive condition, they don’t have any medical
or health problems, and may not have a family history of any genetic conditions.

Because being a carrier for a genetic condition does not cause any health problems in most cases,
then what’s the point of testing for it?

We are all probably carrier for five or more recessive genetic conditions. If two people who
are carriers for the same genetic condition have a child, there is a 25% chance that they will
have a child that has that genetic condition. This means there is a 1 in 4 chance that each
parent will pass down their non-working copy of the gene to the pregnancy, and then the
baby will have no working copies of that gene.

Carrier screening may also offer testing for X-linked recessive conditions. X-linked means
that the gene is located on the X chromosome. To review from Genetics 101, women have
two X chromosomes and men have one X and one Y chromosome (and thus only one copy of
all of the genes on the X chromosome). If a male inherits a nonworking gene on his X
chromosome, he usually will have that genetic condition because he does not have a second
working copy of that gene.

If a woman, on the other hand, inherits a nonworking gene on one of her X chromosomes,
she usually has a working copy of that gene on her other X chromosome. If a woman is a
carrier for an X-linked recessive condition, she may have very mild or no symptoms at all. A
woman who is a carrier for an X-linked recessive genetic condition would have a chance to
pass that condition down to her children.
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Click below to read more about prenatal carrier screening:

How it works
Commonly tested for conditions
Expanded carrier screening
Results
How to decide

Click here to learn more about scheduling a genetic counseling appointment for pregnancy-
related questions.

Click here to learn more about scheduling a genetic counseling appointment for infertility or
preconception questions.

Related Articles

Ultrasound
Prenatal ultrasound, also known as sonogram, is an imaging technique that is used to
look at a fetus during the pregnancy. Ultrasound involves using sound waves that
reflect off of the different parts of the baby to generate a picture. This picture can be
used to take measurements, which can…
First Trimester Screening (FTS)
First trimester screening (FTS) is a test that can give more information on the chances
that a pregnancy has Down syndrome (trisomy 21) and trisomy 18 (some labs also
offer screening for trisomy 13). FTS is generally performed between 11 and 14 weeks
of the pregnancy, and is made up…
Second Trimester Screening
Second trimester screening (STS), also called quad screen or triple screen, is a test
that can tell the chances that a pregnancy has Down syndrome (trisomy 21), trisomy
18, and open neural tube defects (ONTDs). STS is generally done between 15 and 22
weeks of the pregnancy, and consists of…
Sequential Screen
Sequential screening (SS) is a test that can tell the chance that a pregnancy has Down
syndrome (trisomy 21), trisomy 18, and open neural tube defects (ONTDs). The first
part of the SS is generally performed in the first trimester and consists of a blood draw
from mom and an…
Cell-free DNA Screening
Cell-free DNA (cfDNA) is a screening test that can be performed any time after 10
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weeks of pregnancy that screens for common chromosome conditions (Down
syndrome, trisomy 18, and trisomy 13), as well as sex chromosomes (XX and XY),
which can also incidentally tell the sex of the baby. cfDNA…


