A quick guide to
carrier screening
Jor hereditary
diseases

-

Carrier screening is a form of genetic testing that detects whether an individual or
couple are carriers of an autosomal recessive and/or X-linked genetic condition.’
Preconception and early pregnancy genetic screening allows women and couples
to understand their risk of passing an inherited condition on to their children and
make informed reproductive choices in line with their personal wishes and values.
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What screening options are currently available?

Single-condition screening Three-condition screening Expanded carrier screening

Screens for one specific inherited Screens for three of the most Screens for hundreds of different

disorder (eg Tay—Sachs disease common inherited rare diseases inherited disorders regardless

or haemoglobinopathies)? (cystic fibrosis, spinal muscular of ethnic background or family
atrophy, fragile X syndrome)® history26

For more information, including a CPD activity,
visit BewareTheRare.com.au
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Who should be offered carrier screening?

The Royal Australian and New Zealand College of Obstetricians and Gynaecologists guidelines recommend that clinicians:’

offer basic thalassaemia screening to all pregnant women (via full blood examination)

offer information on carrier screening (both three-condition and expanded panel) to all women

planning a pregnancy or in the first trimester of pregnancy

offer additional screening to individuals of Eastern European (Ashkenazi) Jewish descent,

due to a higher incidence of conditions such as Tay—Sachs disease in this population

offer a more detailed discussion about carrier screening with an informed clinician

obtain informed consent for screening — this should include any out-of-pocket expenses that are required

for the chosen test

refer all carrier couples, and women who are carriers of an X-linked recessive disorder, for genetic counselling.

It is now recommended that carrier screening be offered to all women planning a pregnancy
or in the first trimester of pregnancy, regardless of family history or geographic origin.”

Does carrier screening replace NIPT and combined first trimester testing?

Carrier screening does not replace non-invasive prenatal testing (NIPT) and combined first trimester screening (CFTS).
These tests should still be offered to all pregnant women to screen for an increased risk of having a child with Down
syndrome or other chromosomal disorder, as carrier screening does not detect chromosomal anomalies and

NIPT and CFTS de not identify carrier status of single-gene disorders.!8

What does carrier screening cost?

Medicare provides rebates for some genetic tests.*
Patients can expect to pay fees in the range of:'

* single-condition screening: $100-$200

e three-condition screening: $350-$400

* expanded carrier screening: $580-$900.

Resources for healthcare professionals
Visit bewaretherare.com.au for useful clinical resources, including an RACGP-accredited

CPD (Cat. 2) Activity suitable for general practitioners, practice nurses, obstetricians, fertility
specialists, general paediatricians and maternal child health nurses.
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*The cost of screening for haemoglobinopathies is generally covered by state/territory government funding. Relatives of affected individuals/carriers may be eligible to access
funded testing via Medicare or state/territory government funding. Medicare rebates will be introduced in 2022—-2023 to support access to carrier screening for cystic fibrosis,
spinal muscular atrophy and fragile X syndrome.®

Fee estimates are per person. Actual fees vary by provider.
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