


Happily, most babies are perfectly healthy when they are born.
A small number however are born with conditions such as spina
bifida or Down’s syndrome. You may choose to have a test
during pregnancy which can help to detect these rare conditions.
The information in this leaflet may help you make this choice.

What is Spina Bifida?

Spina bifida and anencephaly are the two main types of condition
together known as neural tube defects. About 1 in every 500
pregnancies is affected.

Babies with spina bifida have an opening in the bones of the
spine, and the nerves to the lower part of the body are damaged.
This can result in problems with walking and bowel and bladder
control. Sometimes there is also a learning difficulty due to
hydrocephalus (an accumulation of fluid in the brain) which
often accompanies spina bifida.

There is variation in the level of disability caused and many
people with spina bifida are able to lead fulfilling lives.

In babies with anencephaly the skull and brain are not properly
formed. These babies generally die before or very soon after they
are born.

Further information on spina bifida can be
obtained from:

e Scottish Spina Bifida Association
Tel: 0131 332 0743
www.ssba.org.uk


http://www.ssba.org.uk

People with Down’s syndrome (sometimes referred to as ‘trisomy 21’) have
an extra chromosome, having three copies of chromosome 21 instead of two.

Chromosomes carry genes which pass certain characteristics from

parents to their children. Problems can occur when there are too many
chromosomes.

Children with Down’s syndrome will have learning difficulties and will need special
help with their education. Many people with Down’s syndrome enjoy a healthy
life, but some have health problems such as heart defects or thyroid problems.

Older mothers are more likely to have a baby with Down’s syndrome. For
example Down’s syndrome occurs:

once in every 1500 births to women aged 20 years
once in every 900 births to women aged 30 years
once in every 100 births to women aged 40 years.

Further information on Down’s syndrome can be obtained from:

Down’s Syndrome Scotland
Tel: 0131 313 4225

www.dsscotland.org.uk

Trisomy 18 or Edwards’ Syndrome can also be detected by the screening
test. Babies with Edwards’ Syndrome have three copies of chromosome
18 instead of two. They have a short life expectancy and require

specialised nursing. The condition affects about 1 in 6000 pregnancies
and is more common in older mothers.

Further information on Edwards’ Syndrome can be obtained from:

SOFT UK
Tel: 0121 351 3122

www.soft.org.uk

Women choose whether or not to have the screening test. Your midwife
will discuss the test with you and you will be asked to sign a consent
form. It is a personal decision for you and your partner to make after you

have had time to think about it. All pregnant women irrespective of age can
have the test. There is no charge for this test.

You do not have to have this screening test or a follow-up test if you do not
wish to. You can opt out of the process at any stage. It is your choice and
whatever you decide will not affect the rest of your antenatal care in any way.


http://www.dsscotland.org.uk
http://www.soft.org.uk

There are two stages to testing. The first stage is a screening
test, offered to all. Depending on the results of this test some
women (about 1 in 10) will be offered a second follow-up test.

For the screening test, a small blood sample is taken from
your arm at around 15-16 weeks of pregnancy and sent to
the laboratory. There the levels of two naturally occurring
pregnancy hormones called AFP (alphafetoprotein)
- and HCG (human chorionic gonadotrophin)
are measured. Within two weeks of having the
screening test you should receive a letter telling
you the results — whether you have a low chance
‘{f’ﬂh" or a higher chance of your baby having spina bifida

or Down’s syndrome.

If the screening test results are ‘low chance’ there is
only a very small chance that your baby will have spina
bifida or Down’s syndrome and no further testing is indicated.

9 out of 10 women will be given a low chance result.

Several factors can affect the screening result. These include
how far along the pregnancy is, the mother’s weight and IVF
pregnancies (especially using donor eggs or frozen embryo).

No. The screening test can identify about 4 out of 5 spina
bifida pregnancies and about 2 out of 3 Down’s syndrome
pregnancies. Occasionally, other rarer conditions are picked
up by the screening test, but mainly it is only able to identify
pregnancies where there is a higher chance of spina bifida or
Down’s syndrome.

If the screening results are ‘higher chance’, this indicates
that there is an increased chance that the baby has either a
neural tube defect or Down’s syndrome (it is very unlikely
that the pregnancy will be at increased risk for both types of
abnormality) and further investigation will be offered.

You will be asked to return to the hospital where the results will
be discussed with you and your questions answered. The follow-
up tests which you could choose to have will be explained.



HIGHER CHANCE OF SPINA BIFIDA

This screening result means that the AFP level was high and that there is
some increase in the chance of spina bifida.

About 1 woman in 20 will have this result.
This does not mean that there is a problem.
Most women with these results will have normal healthy babies.

The most common causes of a high AFP result are:
the pregnancy was further along than was thought
there are twins
normal variations between women in the level of AFP in the blood.

A follow-up test, usually a detailed ultrasound scan, is offered which can
show whether an abnormality is present or not. It is your choice whether
or not to have a detailed ultrasound scan.

HIGHER CHANCE OF DOWN’S SYNDROME

This screening result means that the combination of AFP and HCG results
together with a woman’s age show a higher chance of Down’s syndrome.

About 1 in 20 women will have this type of screening result.
This result does not mean that there is a problem
Most women with these results will have normal healthy babies.

The most common causes of this type of screening result are:
the pregnancy is not as far along as was thought
normal variations between women in the level of AFP and HCG in
the blood.

A follow-up test, usually amniocentesis is offered to find out whether
the baby has Down’s syndrome. It is your choice whether or not to have
an amniocentesis.



What are Follow-up Tests?

These tests are used where the screening test result indicates
that further investigation of the pregnancy should be considered.
They include:

Ultrasound (also known as ‘Scanning’): Almost all women will
have a routine ultrasound scan at some stage in their pregnancy.
Sound waves are used to make a picture of the baby on a special
TV screen. It can show the age and position of the baby and
also if there are twins.

A more detailed scan can also detect certain conditions such as
spina bifida and hydrocephalus. There are no known harmful
effects to the baby from ultrasound.

Amniocentesis: This follow-up test is used where the screening
result shows an increased chance of Down’s syndrome. For most
women amniocentesis takes only a few minutes and causes little
discomfort.

First ultrasound is used to find the baby’s position in the womb.
A needle is then inserted into the fluid (called amniotic fluid)
surrounding the baby. The needle is carefully positioned to avoid
the baby. A small amount of fluid is removed and sent to the
laboratory where it is used to examine the baby’s chromosomes.

The results of the amniocentesis test take up to three weeks but
increasingly a newer test is being offered which can shorten the
time to a few days. These results will tell whether the baby has
Down’s syndrome or normal chromosomes. There isa 1 in 100
risk of miscarriage following amniocentesis.



What Happens if the Follow-up Test Finds a Problem?
In most cases follow-up testing finds a healthy baby. If spina
bifida or Down’s syndrome is found this will be discussed fully
with you and your partner and you will be able to choose what
you feel is best for you. Some couples may decide to continue
with the pregnancy while others will feel that termination of
pregnancy is the best course of action.

There should be no pressure to influence you in your decision.
The hospital staff will provide help and support whatever you
decide. Further help and family support can also be obtained
from the Scottish Spina Bifida Association or the Scottish
Down’s Syndrome Association.

What Happens to the Samples and Information?

The test results are confidential and only health care
professionals closely involved in your care will be informed of
your results. No one else will be told about your results without
your consent.

Samples are retained, so that if necessary tests can be checked.
These samples may be used anonymously for purposes such

as monitoring and developing new tests. Occasionally it is
necessary to use identifiable specimens in which case your
permission would always be sought.
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