
Pregnancy can be an exciting and confusing time. This flyer is  
an overview of your options for prenatal testing for birth defects. 
Before choosing any prenatal tests, you should discuss this 
information with your provider and/or genetic counselor. By doing 
so, you will obtain the information you need to make the best 
decisions for you and your baby.

Why Consider Prenatal Testing?
Most babies are born healthy, but all 
pregnant women have a 3 – 5% chance to 
have a baby with a birth defect or mental 
retardation. Many parents are concerned 
about these risks and prenatal testing can 
help them detect some of these problems. 
Your test results can reassure you that your 
baby is healthy, help you prepare for a baby 
with special needs or alert you if a serious 
problem is detected. 

What Kinds of Tests are Available?
During your pregnancy, you can choose a prenatal screening and/or diagnostic 
test. A screening test shows if a pregnancy may be at risk for certain conditions 
(like Down syndrome), but cannot actually diagnose them. 

Most screening tests require a blood draw. Some also use a nuchal 
translucency (NT) ultrasound to measure the fluid at the back of the baby’s 
neck. Screening tests do not 
increase the risk for miscarriage. 
Information from screening tests 
can be used to decide whether 
to have a diagnostic test such as 
chorionic villus sampling (CVS) or 
amniocentesis.

A prenatal diagnostic test is 
used to diagnose certain 
conditions such as Down 
syndrome during pregnancy. 
Diagnostic tests are offered to women who: have had a positive screening test, 
are over 34 years old, have had a previous pregnancy or child with a genetic 
condition, or who have a family or personal history of a genetic condition. 
Prenatal diagnostic tests involve a small risk of miscarriage. 

Prenatal Testing

Diagnostic Tests

CVS

Chorionic villus sampling involves 
removing a small amount of tissue from 
the placenta between 11 – 13 weeks. 
The doctor removes this tissue either by 
going through the mother’s abdomen 
with a thin needle, or through the vagina 
with a thin tube. UItrasound is used to 
help guide the doctor during the 
procedure.

Amniocentesis

Amniocentesis involves removing a small 
amount of amniotic fluid (water that 
surrounds the baby). The doctor uses 
ultrasound to help guide a thin needle 
through the mother’s abdomen to get 
this fluid. This test is done any time after 
16 weeks.
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Screening Tests

NAME OF SCREEN TEST TYPE WHAT DOES IT LOOK FOR HOW ACCURATE IS IT HOW LONG FOR RESULTS

AVERAGE RISK PREGNANCY

First trimester 
Combined screen1

Blood draw + 
ultrasound

Down syndrome...................
Trisomy 18...........................

83%  (5% false positive)
75%

About 1 week

Second trimester
Quad screen

Blood draw
Down syndrome...................
Trisomy 18...........................
Spina Bifida..........................

75%  (5% false positive)
73%
80%

About 1 week

INCREASED RISK PREGNANCY  (Maternal age over 34 years, or increased risk determined by blood or ultrasound screening, or by family history.)

Cell Free Fetal  
DNA Screen1,2 Blood draw

Down syndrome...................
Trisomy 13...........................
Trisomy 18...........................

99%  (<1% false positive)
91.7%
98%

About 1 – 2 weeks

1. A separate blood test can be ordered by your doctor or midwife in order to screen for spina bifida with 80% accuracy.

2. Standard medical guidelines approve the cell free DNA screening for Increased Risk Pregnancies. If your pregnancy is at Average Risk, routine screening is 
recommended. Cell free DNA screening will be offered if it is appropriate to your situation. 

What if My Prenatal Screen is Positive?
REMEMBER: A screening test only estimates the chance for 
certain problems. A positive screen does not mean there is 
definitely a problem with the baby. If your screening test is 
positive, you can talk to a genetic counselor about the results. A 
genetic counselor can help you understand the results and work 
with you to decide if you should have a prenatal diagnostic test.

Frequently Asked Questions
Are these procedure safe? 

Maternal fetal medicine doctors are specialists who have many 
years of experience with high-risk pregnancies and special 
procedures. The most recent studies suggest that the risk for 
complications and miscarriage after CVS or amniocentesis is 
very low with experienced providers such as ours. 

Will my activities be restricted following my procedure? 

After your procedure, you can do most normal activities, 
including walking and driving. For the next 24 hours, you should 
not lift anything heavier than 10 pounds; participate in strenuous 
activity or exercise; or have sexual intercourse.

When do I receive results? 

Results are usually ready in about 2 weeks. A genetic counselor 
will call you to discuss the results as soon as they are available. 
Your doctor/midwife will also receive a notice about your results.

Will a normal test guarantee a normal baby? 

No. Both CVS and amniocentesis will identify chromosome 
conditions such as Down syndrome, and are sometimes used to 
test for other genetic conditions. However, these tests do not 
detect every genetic condition or birth defect.

How can I learn more about my options? 

You can learn more about your options by talking to your doctor/
midwife or by calling our schedulers at the Maternal Fetal 
Medicine Clinic to set up an appointment with a genetic 
counselor. They are available Monday through Friday, 8 am – 5 pm.

Will my insurance cover prenatal screening tests?

Insurers typically take standard medical guidelines into 
consideration when determining coverage for testing. Coverage 
of routine screening tests and Cell Free DNA screening 
typically depends upon an individual patient’s risk factors (age, 
family history, blood and ultrasound screening results). If you 
have questions about your own plan, coverage and out of 
pocket costs, we recommend you speak with your insurer.
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