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screening and testing during pregnancy

Combined first-trimester screening – this test is done early in your pregnancy and combines
information from a first-trimester ultrasound and a blood test from the mother (first-
trimester maternal serum screening) to calculate the chance of having a baby with
chromosome changes, including Down syndrome. 

Second-trimester maternal serum screening – this is a blood test you will have done around
15-17 weeks pregnant. It helps to show the chance of some conditions that may affect your
baby, such as chromosome changes (including Down syndrome) or neural tube defects
(such as spina bifida). 

Non-invasive prenatal testing (NIPT) – this blood test looks at how much of the baby’s
genetic material (DNA), is in the mother’s bloodstream. It can tell the chance of the baby
having Down syndrome and some other chromosome changes and can be done any time
from 10 weeks into the pregnancy. It is more accurate than combined first-trimester
screening or second-trimester maternal serum screening, but it is more costly than the
screening tests [approximately $400-500].

It is important to understand the difference between screening tests and diagnostic tests.

Screening tests can provide information about how likely it is that a baby might have a
particular health problem but cannot provide a definite answer. Diagnostic tests provide a
definite answer.

Throughout your pregnancy you will be offered lots of tests these are called screening tests or
diagnostic tests. Some of these tests will cost you money, always ask your care giver if there is
a cost. 

Screening tests can provide an estimate of the chance that your baby is affected by a range of
conditions but cannot make a diagnosis. If a screening test shows an increased chance, further
tests are available to confirm that result. These tests are called diagnostic tests, which provide
a more definite result. 

You may be offered the following screening tests:



diagnostic tests

This information is not intended to be medical advice, it is a guide only. Please ask your midwife or doctor for information
and advice directly related to your care and your baby's care.

disclaimer

ultrasound – may be used to check the health of the baby in the case of unusual pregnancy
symptoms, such as vaginal bleeding or lack of fetal movement.

chorionic villus sampling (CVS) –a sample of the placenta is taken by using a long thin
needle, through the mother’s abdomen using ultrasound to see where it is going. The tissue
(known as a chorionic villus sample) is then examined in a laboratory to tell whether the
baby may have any medical conditions.

amniocentesis – a sample of amniotic fluid is taken using a long thin needle through the
abdomen, the fluid which surrounds the baby. This fluid sample contains some of the
baby’s cells which have been shed as the baby grows, and these are then examined in the
laboratory. 

The following tests are diagnostic and are often completed after a screening test:

The chance of having a miscarriage after the CVS or amniocentesis is estimated to be up to 1
in a 100. 

After the results of these tests are given the parents will know if their baby has a medical
condition or not. If the baby does have a medical condition, the parents may have to consider
options depending on whether the baby will have a quality of life. They will receive genetic
counselling and may be offered the option of termination of the pregnancy. 

Ask your midwife or doctor for more information on these tests before agreeing to have the
test so you have all the information you need. If at any time you are not sure what is being
explained or offered to you always ask for more information, and if you need an interpreter do
not hesitate to ask for one. 

questions to ask

What happens if the test shows something might be wrong?
What are the chances of having a miscarriage?
What happens if I don't have the test? 

resources
https://www.pregnancybirthbaby.org.au/prenatal-screening
https://www.betterhealth.vic.gov.au/health/servicesandsupport/tests-scans-and-checks-pregnancy-and-labour
https://www.thewomens.org.au/health-information/pregnancy-and-birth/now-you-are-pregnant/genetic-testing-
in-pregnancy
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