Reproductive Carrier Screening

Genetic screening options for healthy couples who are
planning a pregnancy, or who are in the early stages of
pregnancy, are becoming more available.

Inherited genetic conditions

There are hundreds of inherited genetic conditions that can affect
human health, and most are very rare. However, when all of these
inherited conditions are considered together, they affect up to 1
in 400 people. Most couples who have an affected child have

no family history of the condition and were not aware they had
an increased chance of having a child with the condition. This
occurs because a healthy couple can pass on genetic changes

to their child without knowing they are carriers of that condition.
Therefore, carrier screening is relevant to everyone regardless of
whether or not they have a family history of a genetic condition.

There are two major types of inheritance that can lead to a healthy
couple having a child with a serious genetic condition. These

are referred to as autosomal recessive and X-linked recessive
inheritance.

Autosomal recessive conditions
For autosomal recessive conditions, a person only develops the

X-linked conditions occur when the faulty gene is on the X
chromosome. Males have an X and a Y chromosome while
females have two X chromosomes. Since males have only one X
chromosome, if there is a faulty gene on their X chromosome they
are more severely affected by the condition since they do not have
a second normal X chromosome to compensate.

If a woman is a carrier for an X-linked condition, there isa 1 in
2 chance of having an affected son and 1 in 2 chance of the
daughter being a carrier.

The most common X-linked condition is fragile X syndrome. For
fragile X, female carriers have up to a 50% chance of having a
child with fragile X syndrome. Both males and females can have
fragile X syndrome.

RANZCOG © 07]2019



Reproductive Carrier Screening

Carrier screening is relevant to all people planning a pregnancy

or in early pregnancy. Most people who are a carriers of a genetic

condition/s do not have a family history of a genetic condition/s.

This is because carriers are generally healthy and because usually

both members of the couple need to carry the same condition

in order to have an increased chance of having a child with that
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