
 
 

 

 

ANTENATAL TESTING 
 

Maternal Serum Screening (MSS)  

 
by VCGS 
 
MSS is a blood test available to pregnant women to help determine the risk of 
Down syndrome (trisomy 21), Edward syndrome (trisomy 18) or neural tube 
defects in their unborn child. MSS gives best results when performed in the first 
trimester, as it is combined with an ultrasound it is sometimes called combined 

first trimester screening test. (CFTS)  
 
Alternatively, testing may be performed in the second trimester of pregnancy 
(second trimester MSS test). Amount of 4 proteins in the mother’s blood is 

tested therefore sometimes called quadruple test.  In most cases that are 

identified as ‘increased risk’, the baby does not have Down syndrome, trisomy 
18 or a neural tube defect. 
  

            Combined First Trimester Screening  

- Blood can be taken for testing between 9 weeks to 13 weeks 6 days 
of pregnancy, ideally 10-11 weeks. (11 weeks if combining with Pre-
eclampsia screen) 

- The ultrasound (nuchal) is done between 11 weeks to 13 weeks 6 
days of pregnancy, ideally 12-13 weeks. 

- The detection rate for Down syndrome is 90%. 
- For CFTS screening - approximately $90 

           Second Trimester Screening 

- a blood test taken between 14 - 20 weeks of pregnancy 
- The detection rate for Down syndrome is 75%. 

 
This is all Medicare rebatable (except the ultrasound for the nuchal may charge 
a gap) 

‘Not at increased risk’ means the risk of having a baby with Down syndrome 
is very low (the risk is less than one in 300). 
A different birth defect could still be present but this risk is also low.  

‘At increased risk’ means the risk of having a baby with Down syndrome is 
greater than 1 in 300 (the risk lies between 1 in 2 and 1 in 300)  

 Non-Invasive Prenatal Testing (NIPT) 

There is a number of different NIPT’s available through different pathology 
groups. Percept is through VCGS. There is Harmony through Melbourne 
Pathology and Health scope, Generation through Dorevitch. They are all 
relatively similar, and test for the 5 main abnormalities. 



 
 

 

 

NIPT is a new non-invasive pre-natal testing that will detect nearly all 
pregnancies affected by Down syndrome, Edward syndrome and Trisomy 13 
and or some chromosome abnormalities 

NIPT measures genetic material from mother’s blood which contains fragments 
of the fetal blood to detect the above conditions. This test is not currently funded 
by Medicare. It can be used as a primary test or as a secondary for an increased 
risk at MSS. Although the test results are quite accurate they are still not 
considered diagnostic. 
 
If you choose to have NIPT you do not need to get the MSS test done. 
 
NIPT is a blood test and can be performed any time FROM 10 weeks of 
pregnancy. No earlier.  

- Involves a blood test taken FROM 10w 
- We prefer to perform a quick viability scan a day or two prior to you 

having the blood test in order to confirm gestation age and heartbeat 
of fetus. 

- Results are available within a week (from when the laboratory 
receives the sample). 

- Costs $449 AUD across most labs 
- Can be used as an alternative to an Amino or CVS although still not 

diagnostic.  
- Some people elect to have this rather than MSS.  

 
PREPAIR by VCGS 
 
Was previously called Reproductive Genetic Carrier Screening (RGCS) 

Genetic carrier screening (Mum is done first) will tell you if you are a carrier of 
three common inherited conditions:  cystic fibrosis (CF), fragile X syndrome 
(FXS) or spinal muscular atrophy (SMA). 

 It will identify about 90% of people who are carriers of CF, 95% of people who 
are carriers of SMA and over 99% of people who are carriers of FXS. However, 
the test will not detect every person who is a carrier.  

If you are a carrier, then we offer the test to your partner and if he is carrier too 
there is a 25% risk that you may have a baby with the above condition. Anju 
will discuss all this with the you.  

PREECLAMPSIA screening. 

Pre-eclampsia is high blood pressure caused by pregnancy. It is one of the 
most common & life threatening conditions occurring in pregnancy and affects 
around 1 in 20 pregnant women. Early detection and treatment can potentially 
protect baby and improve pregnancy outcomes. 



 
 

 

 

 
Screening for PE is now offered by VCGS as an option alone or along with the 
combined first trimester screening test (CFTS).  VCGS claim a detection rate 
of almost 80% for women with risk of early-onset pre-eclampsia. 

- Involves Blood test between 11-13+6 weeks 
- An ultrasound scan to measure the placental blood flow between 11-

13+6 weeks. 
- As with all screening tests, there can be false positive and false 

negative results. Screening tests are not diagnostic – they are never 
100% accurate 

- For CFTS screening with pre-eclampsia - approximately $110 

 
 
 
 
 
 

 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 

 
 
 
 
 
 



 
 

 

 

INVASIVE TESTING  
 
Usually performed in Tertiary center predominantly as a confirmatory test.  
 
Chorionic Villus Sampling (CVS) 
Small sample of cells called chorionic villi is taken from the placenta where it 
attaches to the wall of the uterus. Chorionic villi are tiny parts of the placenta 
that are formed from the fertilized egg, so they have the same genes as the 
baby. 
 

- CVS is performed between 11 to 13+6  
- CVS tests for a full range of genetic disorders that NIPT test do not 

screen for. 
- Costs is $527 (Medicare rebate of $335.40  
- Takes 2 full weeks for the full report to come back.  
- FISH results are available in 2 days BUT only for the 5 main 

abnormalities: Trisomy 21 (Down Syndrome), Trisomy 18 (Edwards 
Syndrome), Trisomy 13 (Patau Syndrome) and XY sex chromosome 
abnormalities. 

 
Amniocentesis (Amnio) 
Amniocentesis is a prenatal procedure that your doctor may recommend you 
have during pregnancy. The test checks for fetal abnormalities (birth defects) 
such as Down syndrome, cystic fibrosis or spina bifida. In most cases, the 
results are normal.  
 

- Amniocentesis is performed between 16 and 20 weeks into the 
pregnancy. 

- Amnio tests for a full range of genetic disorders that NIPT test do not 
screen for. 

- Costs is $527 (Medicare rebate of $335.40) 
- Takes 2 full weeks for the full report to come back.  
- FISH results are available in 2 days BUT only for the 5 main 

abnormalities: Trisomy 21 (Down Syndrome), Trisomy 18 (Edwards 
Syndrome), Trisomy 13 (Patau Syndrome) and XY sex chromosome 
abnormalities. 

 

 

 

 

 

 


