SAPATHOLOGY

“increased risk of Trisomy 18 (Edwards syndrome)”
What does it mean?

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

Is there something wrong with my baby?

Everybody who receives a maternal serum screepingrt
saying Trisomy 18: increased ris&traight away asks “is
there something wrong with my baby?” At this staige
only answer that can be given is “probably not, et

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 Trisomy 18.

Your results indicate there is a small chanceybat baby
might have Trisomy 18. The calculated risk is given on
your report.

What does “increased risk” mean?

A report sayinglfrisomy 18: increased ristoesnot mean
that your babyefinitelyhas Trisomy 18. It is onlyguide
saying that the babmight have Trisomy 18. The chance
of this being so, that is thiesk, is shown on your report.

For example, if your report say&isomy 18: increased
risk (1:100) it means that in99 out of every 100
pregnancies reported like thisthe baby will not have

Trisomy 18. However, inl pregnancy out of every 100
reported aslrisomy 18: increased risk (1:100he baby

will actually have Trisomy 18 or some other
chromosomal problem.

All risk figures reported by SAMSAS are interpretad
this way.

What is Trisomy 187
Trisomy 18 is a chromosome abnormality. Babies with
Trisomy 18 have an extra chromosome 18. This happe

in about 1 in 6000 babies. It is not known whigappens.

Children with Trisomy 18 have severe intellectual,
developmental and physical disabilities.

They may have medical problems involving their hear
lungs and kidneys. Abnormalities in the bones, reratl
face development also occur.

Trisomy 18 is usually fatal - 90% of affected
pregnancies fail before term. Of the 10% reaching
term, half will not survive the first week and most
will not survive the first year.

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

In making your choice you should consider the figkre
given on your report. SAMSAS takes a risk of 1:280
time of screen as the cut off point for decidingaivs or is
not an increased risk. This figure is a guide pafydyou
should decide for yourselfwhat 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 Trisomy 18?”

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 Trisomy 18?"cisorion
villus sampling. Chorion villus sampling (or CVS)
involves inserting a needle into your womb and rigka
very small piece of your baby's placenta. The reésl
guided by ultrasound so as not to damage your baby.
Testing the piece of placenta will show whethenatryour
baby has Trisomy 18 or other chromosome abnormality
takes around 2 weeks to get the result.

There is a small risk of miscarriage as a resu@\d6
(about 1 in 100-200 tests performed).



If you are between 14 and 20 weeks pregnant:

the first test which follows a report which saygsomy 18:
increased riskis anultrasound scan This is best done
when you are around 18 weeks pregnant. Ultrasound
scanning is a way of seeing your unborn baby usigqd
waves. There are no known dangers to either yooor
baby from this type of ultrasound scan.

The ultrasound scan will check how many weeks magn
you are (the calculation of the risk of Trisomy ib8your
baby depends on knowing thésactly and will look for
any abnormalities in your baby. Unborn babies with
Trisomy 18 have characteristics which may be seen o
detailed ultrasound scanning. If seen, these featur
strengthen théncreased riskreport and you will need to
decide whether you want further testing. A normal
ultrasound scan doe®t mean your babyloes not have
Trisomy 18.

The test which can give you a definite yes/no ansaéhe
guestion “Does my baby have Trisomy 18?" is
amniocentesis Amniocentesis is a test which involves
inserting a needle into your womb to take a saroplne
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
Trisomy 18. This testing takes around 2 weekseotige
result.

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

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 havettaro
abnormality your doctor will explain what it is abell you
what it means.

What happens if my baby is shown to have Trisomy 18

If your unborn baby is shown to have Trisomy 18, ywll

be given information about the likely effects thidl have

on the rest of your pregnancy and on the baby whiak
be born. You should know that 90% of affected
pregnancies fail before the baby is due to be b¥ou
should ask advice about what medical problems paiby
might have if it is born, and what support serviege
available to 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
email samsas.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 Pathotmggrating at
the Women'’s & Children’s Hospital, Adelaide, SoAtrstralia. They do
not apply to other maternal serum testing centfBevised Aug 2009)



