SAPATHOLOGY

“increased risk of Down Syndrome”
What does it mean?

Information from the South Australian Maternal SarAntenatal Screening (SAMSAS) Program,
SA Pathology at Women'’s and Children’s HospitalitNédelaide 5006

Is there something wrong with my baby?

Everybody who receives a maternal serum screepingrt
sayingDown syndrome: increased riskraight away asks
“is there something wrong with my baby?” At thiage
the only answer that can be given is “probably bat, we
should consider checking”.

96% of women who receive a report like this go onot
have a normal healthy baby.

Why have | got this report?

We have performed a screening test which is dedigoe
tell if there is a greater than expected chaaceirfcreased
risk) your babymighthave Down syndrome.

Your results indicate there is a small chanceybat baby
might have Down syndrome. The calculated risk is given
on your report.

What does “increased risk” mean?

A report sayingDown syndrome: increased risloesnot
mean that your babgefinitely has Down syndrome. It is
only a guide saying that he or sheiight have Down
syndrome. The chance of this being so, that igithe is
shown on your report.

For example, if your report say®own syndrome:
increased risk (1:100Q)it means that ir®9 out of every
100 pregnanciesreported like thisthe baby will not
have Down syndrome. However, inl pregnancy out of
every 100 reported asDown syndrome: increased risk
(2:100), the baby will actually have Down syndromeor
some other chromosomal problem.

All risk figures reported by SAMSAS are interpreted
this way.

What is Down syndrome?

Down syndrome is a chromosome abnormality. Babies
with Down syndrome have an extra chromosome 21s Thi
happens in about 1 in 600 babies. It is not kney it
happens.

Children with Down syndrome have varying levels
of intellectual disability and a characteristic
appearance. They may have medical problems

involving their heart, bowel and thyroid gland.

Some may have problems with eyesight and hearirth W
medical treatment and social support, children WRittwn
syndrome will usually grow up in good health an¢hve
reasonable quality of life.

If you wish to know more about Down syndrome, the
Down Syndrome Society of South Australia Inelephone
(08) 8365 3510,website www.downssa.asn.au, and the
Down Syndrome Association of Tasmania Irielephone
(03) 6224 0490, can provide you with more informati

Must | have further testing?
No, you do not have to. It is your choice.

In making your choice you should consider the figkre
given on your report. SAMSAS takes a risk of 1:360
the cut off point for deciding what is or is not iacreased
risk. This figure is a guide only, angu should decide
for yourself what is an acceptable risk for you and your
family.

Discuss this with the doctor looking after your gmancy,
or contact SAMSAS on (08) 8161 7285, which willdige
to refer you to counselling and support servic¥su can
choose whether or not to have further testing ofiryo
pregnancy.

Only further testing will provide a definite yes/mmswer
to the question “Does my baby have Down syndrome?”

What is the further testing?

If you are between 10 and 14 weeks pregnant:

the test which can give you a definite answer te th
question “does my baby have Down syndrome?” is
chorion villus sampling. Chorion villus sampling (or
CVS) involves inserting a needle into your womb and
taking a very small piece of your baby’s placentéhe
needle is guided by ultrasound so as not to dargage
baby. Testing the piece of placenta will show \mketor
not your baby has Down syndrome or other chromosome
abnormality. It takes around 2 weeks to get tiselte

There is a small risk of miscarriage as a resu@\¢6

(about 1 in 100-200 tests performed).



If you are between 14 and 20 weeks pregnant:
the first test which follows a report which saiwn
syndrome: increased risk anultrasound scan This is

best done when you are around 18 weeks pregnant.

Ultrasound scanning is a way of seeing your untoziny
using sound waves. There are no known dangerishier e
you or your baby from an ultrasound scan.

The ultrasound scan will check how many weeks magn
you are (the calculation of the risk of Down symdeoin
your baby depends on knowing tlagactly and will look

for any abnormalities in your baby. Unborn babiéth
Down syndrome do not always look different from mat
unborn babies on ultrasound scanning. A normal
ultrasound scan doe®ot mean you babyloes not have
Down syndrome.

The test which can give you a definite yes/no ansaéhe
guestion “Does my baby have Down syndrome?” is
amniocentesis Amniocentesis is a test which involves
inserting a needle into your womb to take a saroplie
fluid around your baby. The needle is guided by
ultrasound so as not to damage your baby. Teskiag
fluid will show definitely whether or not your bakbyas
Down syndrome. This testing takes around 2 weekget
the result.

There is a small risk of miscarriage as a resultthef
amniocentesis, (about 1 in 200 amniocenteses pexft).

Could my baby have something else?

Occasionally, the ultrasound scan or the
CVS/amniocentesis testing may show your baby tcehav
some other abnormality. If your baby does havetlaro
abnormality your doctor will explain what it is arell you
what it means.

What happens if my baby is shown to have Down
syndrome?

If your unborn baby is shown to have Down syndroyoey,
will be given information about the likely effedisis will
have on the rest of your pregnancy and on the bdtgh
may be born. You should know that there is a chanc
(between about 40% and 25%) that the pregnancybeill
lost before your baby is due to be born. You sthadk
advice about what medical problems your baby miigive

if it is born, and what support services are awddo you
and your family.

You will then have to decide whether to continueuryo
pregnancy or to end it early.

Where can | get more information?

More information about antenatal screening, andutbo
what anincreased riskesult means, can be obtained from

the doctor or midwife who is looking after you
during your pregnancy,

or
the SAMSAS Program
telephong08) 8161 7285
emailsamsas.program@health.sa.gov.au
websitewww.wch.sa.gov.au/samsas.html

The figures quoted here are from the South Austnalilaternal Serum
Antenatal Screening (SAMSAS) Program, SA Patholmggrating at
the Women'’s & Children’s Hospital, Adelaide, SoAtfstralia. They do
not apply to other maternal serum testing centres.
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