
Birth Defects Screening and Testing  
 
A birth defect is a physical problem that a baby has at birth. Most babies are born without major birth 
defects. Tests are available that give information about a pregnant woman’s risk of having a baby with 
certain birth defects, such as Down Syndrome or Spina Bifida.  
 
Screening Tests 

 

A screening test can only assess your risk of having a baby with certain birth defects. It cannot prove that a 
defect is present or not present. If your screening test shows an increased risk for a baby having a certain 
defect, further tests may be used for diagnosis. Most women with abnormal screening tests have normal 
babies.  
 
Ultrasound can confirm that a fetus has a heartbeat, can help show whether the age of the fetus is correct, or 
if there are twins. Ultrasound shows the structure or development of organs such as the heart or brain.  
 
Maternal serum screening is a blood test that measures products from the pregnancy that are in the 
woman’s blood. If nothing is found in the blood test to suggest an increased risk for baby having a defect, 
you may be offered an amniocentesis. 
 

Genetic Amniocentesis is a test in which some of the amniotic fluid (the water around the developing baby) 
is removed by a needle placed into the uterus. Cells from the baby are obtained and the chromosomes can be 
tested. It is a test that shows, with a high degree of accuracy, whether your fetus has certain birth defects. It 
can check for genetic problems in baby such as Down Syndrome. 
 
It is used:  

 

 if you are over 35 years of age 
 other prenatal tests show there may be a problem 
 if you have a history of some kinds of genetic problems. 

 

There are no preparations to have an amniocentesis. You do not need a full bladder. 
 
Only about 1 out of every 100 women have any problems. Amniocentesis can cause: 
 vaginal bleeding 
 infections 
 harm to the baby, placenta, or cord from the needle 
 the bag of water to break too early 
 early labour or contractions 
 the loss of the pregnancy (about 1 in 200 women will lose the pregnancy because of amniocentesis). 
 
What to Watch for After an Amniocentesis 

 

 If you start to have contractions or severe cramping. 
 Bleeding or any discharge from the vagina that lasts for more than one day. It is normal to have a little     

spotting or leaking at first. 
 Any changes that worry you. 
 
Call your doctor if you have any of the above symptoms.  
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