
What is pre n a t a l
s c reening and

t e s t i n g ?

T h e re is a difference betwe e n

s c reening and diagnostic testing.

S c reening does not tell for sure

whether or not your baby is

h e a l t h y. It can tell if you have a

l ower or higher chance than

usual of having a baby with

one of three problems: Dow n

s y n d rome, trisomy 18 or an

open neural tube defect.

Diagnostic testing is done to

find out if the baby really has

any one of these problems. 
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It is important to be aware that eve ry
p regnant couple in the general population
has a 2-3% risk of having a baby with a
b i rth defect. While normal results of
p renatal testing are reassuring, they do
not guarantee the birth of a healthy baby.



PR E N ATA L SC R E E N I N G A N D TE S T I N G
Eve ry pregnant woman hopes for a healthy baby. Although
most babies are healthy, it’s normal to wonder about yo u r
b a by. This pamphlet describes prenatal screening options as
well as diagnostic testing options that may be available to yo u
during your pre g n a n c y. T h e re is a difference betwe e n
s c reening and diagnostic testing. Screening does not tell for
s u re whether or not your baby is healthy. It can tell if yo u
h a ve a lower or higher chance than usual of having a baby
with one of three problems: Down syndrome, trisomy 18 or
an open neural tube defect. Diagnostic testing is done to find
out if the baby really has any one of these problems. It’s yo u r
choice whether you want screening and/or testing during yo u r
p re g n a n c y. Talk to your health care provider or a genetic nurse
b e f o re deciding what is right for yo u .

WH AT I S DOW N S Y N D RO M E?
Down syndrome is the most common chromosome change
seen in newborn babies. Individuals with Down syndro m e
h a ve some common physical characteristics, different degre e s
of mental handicap, and an increased risk for medical
p roblems including congenital heart defects. 

Any woman of any age can have a baby with Dow n
s y n d rome. Howe ve r, the chance increases with a woman’s
age. For example a woman who is 40 has a higher chance of
having a baby with Down syndrome that a woman who 
is 20.

WH AT I S T R I S O M Y 1 8 ?
Babies with trisomy 18 have serious physical and mental
handicaps. Most do not surv i ve beyond one year of age. T h e
chance of having a baby with trisomy 18 also increases with a
w o m a n’s age.

WH AT A R E O PE N N E U R A L T U B E D E F E C TS?
Open neural tube defects happen when the brain or spine
does not develop pro p e r l y. T h e re are two kinds of open
neural tube defects - spina bifida and anencephaly.

Spina bifida is an opening in the bones around the spinal
c o rd. It usually invo l ves the skin and tissues around the spinal
c o rd. This can result in a range of outcomes for the baby.
Usually there is some weakness or paralysis of the legs. T h e re
may also be problems with bowel and bladder control as we l l
as other medical problems such as hyd rocephalus (an
accumulation of fluid around the brain). In most cases 

h yd rocephalus can be treated, but the problem with the
spinal cord cannot be fixed. T h e re is no way to tell how
serious the physical problems might be or whether or not the
person will have mental disabilities.

With anencephaly the brain and back of the baby’s skull are
incompletely formed. This condition is not compatible with
life and babies who have anencephaly are often stillborn or
die shortly after birt h .

WH AT O P T I O N S A R E AVA I LA B L E TO M E? –
SC R E E N I N G OP T I O N S

If you are pregnant, you can choose to have pre n a t a l
s c reening to find out your chances of having a baby with the
p roblems discussed above. In Ontario, pregnant women can
h a ve Maternal Se rum Screening (MSS) or Integrated Pre n a t a l
S c reening (IPS) which both look for the same problems but
IPS is a better screen for Down syndro m e .

1. Maternal Se rum Screening – MSS is a blood test ava i l a b l e
to all pregnant women in On t a r i o. MSS measures four
d i f f e rent hormones that have been produced by the baby’s
l i ver and the placenta. These hormones pass into the mother’s
blood stream in small amounts. MSS measures these amounts
and compares them to the average level for women in the
same week of pre g n a n c y. From this information, the chance of
a baby having trisomy 18, Down syndrome, or open neural
tube defect (spina bifida) is calculated.

2. Integrated Prenatal Scre e n i n g – Integrated Pre n a t a l
S c reening (IPS) is another screening test that calculates the
chance of a baby having Down syndrome, trisomy 18, and
Open Neural Tube Defect. This test is done in two part s .
Pa rt one is done between 11 and 13 weeks plus 6 days of the
p regnancy and invo l ves a special ultrasound (called Nu c h a l
Translucency) and a blood test. Pa rt two of the testing is a
blood test that is done between 15 and 18 weeks plus 6 days
of the pre g n a n c y. Results of the IPS are given after part two
of the testing is completed. IPS cannot be done on a woman
who is carrying twins, or if she has insulin dependent
d i a b e t e s .

TE S T I N G OP T I O N S
1. Ultrasound: Sound waves are used to create a picture of
the developing baby. This allows the specialists to look at the
b a by on a television monitor. This first step in testing is
o f f e red after a “s c reen positive” is re p o rted just to make sure 

that the ultrasound dates agrees with your dates.

You may also be offered a detailed ultrasound which can look
at the shape of the spinal bones and the skull of the baby. A
detailed ultrasound can see some of the reasons why a scre e n
result was positive. It cannot see all the problems a baby
might have. If the ultrasound does not show the reason for
the positive result, you may consider having amniocentesis as
your next step.

2. Chorionic Villus Sampling: Chorionic villus sampling
(CVS) is a test done to obtain a few cells from the deve l o p i n g
placenta. This test is usually performed at 11-13 weeks of
p re g n a n c y. The cells from the placenta will prov i d e
information about the chromosomes of the developing baby. 

T h e re are two ways of doing CVS. One method inserts a
needle through the mother’s abdominal wall, and the other
method puts a small tube into the vagina and into the uteru s
to sample the placenta. Ultrasound is used to locate the
position of the developing placenta and the baby. T h e re is
about a 1% chance of miscarriage associated with this
p ro c e d u re. The results are ready in about 3-4 weeks. As CVS
is not done in No rt h western Ontario, your health care
p rovider would have to refer you to a larger centre .

3. Amniocentesis: Amniocentesis is a test done to obtain a
sample of the amniotic fluid surrounding the baby. This test
is usually done around the 16th week of pre g n a n c y. The cells
in the amniotic fluid will provide information about the
c h romosomes of the developing baby. 

This test invo l ves the insertion of a needle through the
w o m a n’s abdomen into the uterus and the re m oval of a small
amount of fluid. Ultrasound is used to locate the position of
the placenta and the baby, and to decide on the best “p o c k e t”
of the amniotic fluid to sample. T h e re is about a 1/200 or
0.5% chance of miscarriage associated with this pro c e d u re .
The results are available in about two to three we e k s .
Amniocentesis is done in Thunder Ba y. Amniocentesis is
o f f e red to anyone over the age of 35 re g a rdless of your choice
a round scre e n i n g .


