fg The
O Information
|

Standard

Certified member

This organisation has been
certified as a producer of reliable
health and social care information.

Y,

... foremost in women & child health

www.theinformationstandard.org Informatlon for you Royal College of

Obstetricians

Chorionic villus sampling and Gynaecologists
and amniocentesis

Bringing to life the best
in women'’s health care

About this information

This information is intended for you if you are pregnant and considering having a
chorionic villus sampling (CVS) or an amniocentesis (‘amnio’). It aims to help
you work with your healthcare team to make the best decisions about your care.
It is not meant to replace discussions with an obstetrician, midwife or genetic
counsellor about your situation.

Some of the recommendations here may not apply to you and you may want to
talk about this with your obstetrician, midwife or genetic counsellor.

What are CVS and amniocentesis?

CVS and amniocentesis are tests carried out during pregnancy most commonly
to check your baby for disorders such as Down syndrome and, where
appropriate, rarer specific inherited disorders. Amniocentesis is also
occasionally done to test for other disorders in pregnancy such as fetal infection.

In CVS a small sample of the placenta (afterbirth) is taken for testing, whereas in
amniocentesis a small amount of amniotic fluid - the water around your baby inside
your uterus (womb) - is taken for testing. CVS is performed most commonly
between 11 and 13 weeks. Amniocentesis is performed after 15 weeks.

How is CVS performed?

CVS involves taking a tiny amount of the developing placenta, where it is
attached to the uterus. The placenta contains tissue that is genetically identical
to your baby. CVS may be performed in two ways (see below).

Most CVS are performed through the abdomen, but CVS may also be
performed through the cervix (neck of the womb). The obstetrician doing the
procedure will choose the method that he or she thinks is more appropriate for
you. This will depend upon the position of the placenta. You will have a scan to
check the positions of both your baby and placenta within the womb. You should
be asked to sign a consent form before the procedure is carried out.
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Through the abdomen (transabdominal)
The obstetrician may use some local anaesthetic to numb the area. Your skin is
then cleaned in the area where the needle will be inserted.

Probe

Placenta

Womb (uterus)

Entrance of womb {cervix)

Rectum

Transabdominal CVS

Using an ultrasound probe to guide the direction, a fine needle is pushed through
the abdomen and the wall of the womb into the placenta. A tiny amount of
placental tissue is sucked up into a syringe. The needle is then taken out and your
baby is observed for a short time on ultrasound.

Through the cervix (transcervical)

A speculum (a plastic or metal instrument used to separate the walls of the vagina)
Is inserted into your vagina to enable the doctor to see your cervix. The vagina and
cervix are cleaned. Using ultrasound as a guide, fine forceps or a small tube is
passed through the cervix to the placenta. A tiny amount of placental tissue is
removed, using either forceps or a fine suction catheter.
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The baby is observed on ultrasound after this. After each procedure, the placental
tissue, which contains some of your baby's cells, is sent to the laboratory for
testing (see section on ‘What are the laboratory tests?’).

Is CVS painful?

Most women say that having CVS, either transabdominal or transcervical, is
uncomfortable rather than painful. Some women say the transcervical method is
like having a cervical smear taken.

How is amniocentesis performed?

Using an ultrasound probe for accurate guidance and to ensure a safe distance
from your baby, a fine needle is pushed into your skin, through your abdomen and
uterus. The person doing the procedure will usually avoid the placenta. If the only
way to get to the fluid is to pass the needle through the placenta, this doesn't
appear to increase the risks of amniocentesis. You should be asked to sign a
consent form before the procedure is carried out.

A small sample of the fluid surrounding the baby is removed using a syringe. The
needle is then taken out and your baby is observed on ultrasound.

Womb (uterus)
Amniotic Suid

Entrance of womb (cervix)

Rectum

Amniocentesis

The amniotic fluid, which contains some of the baby'’s cells, is sent to the
laboratory for testing (see section on ‘What are the laboratory tests?’).

Occasionally, for fewer than 7 in every 100 women having amniocentesis, not
enough fluid can be taken at the first attempt and the needle has to be re-inserted.
This is usually due to the position of your baby. If a second attempt fails, you will
be offered an appointment to have the procedure again on another day.
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Is amniocentesis painful?
Women have said that having an amniocentesis gives a similar amount of discomfort
as having a blood test taken. You will not usually need a local anaesthetic.

What are the risks of CVS and amniocentesis?

Every pregnancy carries a risk of miscarriage. As CVS and amniocentesis involve
putting a needle through the wall of the womb, there is a small additional risk of a
miscarriage due to injury or infection in the womb. The additional overall risk of
miscarriage from amniocentesis is approximately 1% (1 in 100). In other words,
about one extra woman in every 100 who have amniocentesis under ultrasound
guidance after 15 weeks will miscarry. The additional overall risk of miscarriage
from CVSis 1 t0 2% (1 to 2 in 100).

Your hospital should keep a record of their miscarriage rate following CVS and
amniocentesis to be sure that it is no higher than expected.

There is a small risk, less than 1 in 1000 women who have CVS or amniocentesis,
that the procedure will cause a serious infection. Infection can be caused by the
needle puncturing the bowel, by skin contamination or if the needle is
contaminated by the ultrasound gel or the ultrasound probe. These risks can be
minimised by standard procedures to reduce infection.

Clinicians who do CVS or amniocentesis often, rather than occasionally, seem to
be slightly better at getting enough placental tissue or amniotic fluid during the
procedure, and may also have a lower risk of miscarriage. The Royal College of
Obstetricians and Gynaecologists recommends that to maintain their skills,
clinicians doing CVS or amniocentesis should do at least 30 ultrasound guided
tests a year.

You may notice some ‘spotting’ of blood and cramping for a few hours afterwards.
This is normal and it is safe to take paracetamol. If you experience any unusual
symptoms immediately after the test, such as feeling shivery (as if you have flu),
fluid loss, bleeding or contractions, then you should seek advice immediately.

Can | have a CVS or amniocentesis if | am pregnant with twins?

You can have a CVS or amniocentesis if you are pregnant with twins. It is very
important to know which baby each sample of placenta or fluid has come from. If
the results show one of the babies has a disorder, you and your healthcare team
need to know which baby is affected. CVS or amniocentesis in multiple pregnancy
is usually carried out by doctors with a high level of expertise in ultrasound scanning
and this may mean you need to be referred to a specialist fetal medicine centre.

The doctor may need to insert the needle twice to get samples of placenta or fluid
from each baby.
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With CVS there is a small chance of getting two samples from the same baby
which could give misleading results.

The risk of miscarriage is slightly higher in amniocentesis with twins (1 in 56), and
if this occurs it may lead to loss of both babies.

Why might | consider CVS or amniocentesis?

You might consider CVS or amniocentesis if you:
e have had a high risk screening test for Down syndrome
e have had a previous pregnancy affected with a genetic disorder

e or your partner have one or more relatives affected with a genetic disorder,
which means you are at greater risk of having a child with a genetic
disorder, such as cystic fibrosis, thalassaemia or sickle cell disease

e have received a result from a scan which shows certain abnormal
ultrasound features, such as fluid collection at the back of the baby’s neck
(nuchal translucency), or a congenital heart defect which indicates the baby
may have a disorder such as Down syndrome. This may be suspected on a
scan at 18-22 weeks

e want to know for certain whether your baby has a genetic disorder or not.

Your age on its own is not a reason for having either test. You may decide not to
have CVS or amniocentesis - it's your choice.

What are the laboratory tests?

There are two types of laboratory tests that can be used to look at the baby’s
chromosomes. These are:

e a full karyotype which checks all the baby’s chromosomes. Results from
this test are usually ready in two weeks

e arapid test which checks for specific chromosomes. The disorders that
can be detected by the rapid test include Down syndrome (known as
‘Trisomy 21’ caused by an additional chromosome 21), Edwards syndrome
(known as ‘Trisomy 18’ caused by an additional chromosome 18), Patau
syndrome (known as ‘Trisomy 13’ caused by an additional chromosome
13) and if requested, sex chromosome disorders. Results from this test are
usually ready within four working days. There may be a charge for this test.

Occasionally more complex genetic tests are performed. The unit where you had
your CVS or amniocentesis will arrange with you how you will receive your results.
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How reliable are the laboratory tests?

For most women the laboratory test will give a definite ‘yes’ or ‘no’ answer. The
result will let you know, one way or the other, whether the baby has the disorder
the test was looking for.

With the full karyotype test there is small chance (about 1 in 100) that it will not
give a clear result. This could be because it was not possible to analyse the
sample in the laboratory (culture failure) or that the sample was analysed and the
test gave an uncertain result.

Some samples may not be suitable for the rapid test. Even if the rapid test does
not detect a problem, the full karyotype may show an abnormality when that result
becomes available about two weeks later.

If the test gives an uncertain result, you may be offered another diagnostic
procedure, usually an amniocentesis.

What will the results tell me?

The laboratory tests that look at the baby's chromosomes are able to detect a
range of disorders, but not all.

e Most women who have CVS or amniocentesis will have a ‘normal’ result. In
other words, their baby will be born without the disorder(s) that the test
was looking for.

e Some women will be informed that the baby has the disorder the test was
looking for.

e Very occasionally women have CVS or amniocentesis to detect Down
syndrome and a different disorder is detected by the test.

e In afew cases women will have a ‘normal’ result and yet in spite of this
they will have a baby born with another chromosomal or genetic condition.
A normal result does not exclude every disorder.

What are my choices if the results are abnormal?

If the results are abnormal, these will be discussed fully with you. For the majority
of disorders, there is no treatment or cure. You will need to consider what is best
for you and your baby.

If you decide to continue with your pregnancy, you will have appropriate support
from healthcare professionals to help you and your family prepare for the birth and
aftercare of your baby.
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If you decide to end your pregnancy, you will be given information about what this
involves. It will depend upon how many weeks pregnant you are when you make
the decision.

If you decide to end your pregnancy you should be given the opportunity to talk
with a counsellor afterwards about your experience.

Making a decision about CVS/amniocentesis

Making a decision about having a diagnostic procedure during pregnancy, such as
CVS or amniocentesis, can be difficult. You may be making this decision alone or
with your partner. It may be helpful to talk through all the options with your doctor
or midwife before you make your decision. You should also be able to talk through
your options with a paediatrician (a doctor who specialises in the care of infants
and children) and consultant geneticist or genetic nurse counsellor. You may also
want to know more about what is involved in ending a pregnancy and how you may
feel afterwards.

Your obstetrician or midwife should discuss the following information with you:

the disorders that can be detected by CVS or amniocentesis

which test (CVS or amniocentesis) would be recommended in your
situation

the types of laboratory tests available and what the results will tell you
the reliability of the laboratory test(s)
the risk of having an uncertain result and being offered a repeat procedure

the risk of miscarriage from CVS (both transabdominal and transcervical)
or amniocentesis including the risk in your own unit at this time

how long the results will take
how you will get the results
e your options if the baby is found to have a genetic disorder.

What is the difference between CVS and amniocentesis?

In making a decision about having a diagnostic test such as CVS or
amniocentesis, it is important that you have enough time and that you feel
supported in your final decision. You should be given time to talk through your
options and be able to request any further information.

The final decision is yours. Only you can weigh up how much you want early
information about a disorder against the slight risk that the procedure may lead to
miscarrying a baby who may, or may not, have a genetic disorder.
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Amniocentesis

What does it involve?

Taking a small sample
of placenta under
ultrasound guidance

Taking a small sample
of amniotic fluid that
surrounds the baby in
the uterus under
ultrasound guidance

When is the procedure
usually performed?

Between 10 and 14
weeks of pregnancy

After 15 weeks of
pregnancy

What is the risk of
miscarriage?

About 1 to 2 in 100
women (1-2%) will
miscarry following the
procedure

About 1ina 100
women (1%) will
miscarry following the
procedure

men & child health

At this stage, it may
involve a small operation
to empty your womb or
tablets to bring on
miscarriage

Ending a pregnancy
later on may involve
going into labour

What is involved in
ending the pregnancy?

Is there anything else | should know?

e If your blood group is Rh (sometimes called rhesus) negative, you will be
recommended an injection of anti-D immunoglobulin after the procedure to
prevent you from developing antibodies against the baby’s blood cells. You
can find more information about this in Guidance on the routine use of anti-
D prophylaxis for RhD negative women: information for patients, by the
National Institute for Health and Clinical Excellence (NICE).

e If you are are HIV positive and you decide to have CVS or amniocentesis,
this might increase the risk of passing HIV on to your baby. You may be
offered treatment with HAART (highly active antiretroviral therapy) if you are
not already taking it. This reduces the risk of the HIV virus infecting the
baby.

e If you carry hepatitis B or hepatitis C viruses, there is in theory a possibility
that CVS or amniocentesis might increase the risk that you pass this on to
your baby. There is not enough information to be sure about whether this
risk is real or not.
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