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Chromosomal analysis or karyotype: parents

What are chromosomes?
Chromosomes carry the genetic information for each individual. Everyone has
23 pairs of chromosomes, making 46 in all. All but one pair are identical in men
and women. The 23rd pair – the sex chromosomes – decide the individual’s
gender and are therefore different. Men normally have one X and one Y
chromosome and women have two X chromosomes. A baby inherits half of its
chromosomes from its mother and half from its father.

How can chromosomes cause a problem?
About half of all miscarriages occur as a result of a chromosomal abnormality
in the baby or fetus. In most cases where this abnormality causes miscarriage,
the problem is not passed on from a parent, but happens when the egg and
sperm meet, or early in the development of the fertilised egg.

Between three and five percent of couples with recurrent miscarriage have a
problem with a chromosomal abnormality called a balanced translocation. In
this situation, part of the information from one chromosome is replaced by that
of another chromosome. Although this doesn’t cause a problem to the affected
parent, it can be passed on to the baby and cause an unbalanced
translocation, where some genetic information is present twice and some is
missing. This can lead to miscarriage.
The Miscarriage Association can provide a leaflet on balanced translocation.

Testing
Chromosomal analysis involves taking a blood test from both the man and the
woman and sending the samples to a genetics laboratory. The results can take
between four and six weeks to obtain, as the cells have to be specially
processed before they can be examined under the microscope.

Treatment 
There is no treatment which can alter the chromosomes in an individual if they
are already abnormal. If the analysis shows that you or your partner carry an
abnormality, then you will be offered specialist genetic counselling to give you
more information and help you decide about future pregnancies.

Chromosomal analysis of the baby: fetal karyotype

Your clinic may offer to carry out chromosomal analysis of fetal tissue, although this
can depend on the laboratory facilities available. It involves sending tissue from the
miscarriage to the genetics laboratory where it undergoes the same process as for
blood. Unfortunately a result is obtained only in approximately half of cases.

It takes about six to eight weeks or more to obtain the results. If the result is
abnormal, but both parents have a normal chromosome pattern, then the
abnormality in the baby is unlikely to recur in a subsequent pregnancy.
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Tests for lupus anticoagulant and anticardiolipin
antibodies

What are these?

An antibody is part of the body’s defence mechanism. Lupus anticoagulant (LA)
and anticardiolipin antibodies (aCL) are part of a larger group of antibodies
called antiphospholipid antibodies. An abnormally high level of these antibodies
is found in about 15% of women who experience recurrent miscarriage, and is
called antiphospholipid syndrome (APS) or Hughes syndrome. (You may also
hear it called "sticky blood syndrome".) 

How can these antibodies cause a problem?

It may be that they affect the blood supply in the placenta or that they cause
abnormal implantation of the placenta in the wall of the uterus (womb). More
research is needed in order to identify exactly how these antibodies cause
pregnancy problems.

Testing
Investigations involve taking a blood sample from the female partner to identify
if the antibodies are present. In order to establish a clear diagnosis of
antiphospholipid syndrome it is essential to have two positive tests, taken at
least six weeks apart.

Treatment 
Treatment is usually with low dose aspirin (75mg daily), starting before
conception or early in pregnancy. Your doctor may also recommend injections
of low molecular weight heparin once you are pregnant and the baby’s
heartbeat has been seen on scan.

You may find it helpful to read The Miscarriage Association leaflet
Antiphospholipid syndrome and pregnancy loss.

Other immunological investigations
The following tests are less routine, but your doctor may suggest that they are
appropriate for you.

Antithrombin III, protein S, protein C, activated protein C resistance
(APCR), and factor V Leiden

It is still not clear whether these factors are linked to miscarriage, but some units
test for these at the same time as testing for lupus anticoagulant and
anticardiolipin antibodies. If you have an abnormal result, you may be advised
to take low dose aspirin. More research is still needed to identify whether this
treatment is helpful.
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Hormonal blood tests
Luteinising Hormone (LH)

What is this?
LH is a hormone produced by the pituitary gland in the brain. It stimulates a
follicle in the ovary containing the egg to burst and release the egg, which then
travels from the ovary to the uterus.

How can LH cause a problem?
In the condition called Polycystic Ovary Syndrome (PCOS), there are usually
many small cysts in the ovaries. It is not known why some women have this
condition. The incidence of polycystic ovaries is higher in women with recurrent
miscarriage and approximately half of these women will produce abnormal
amounts of luteinising hormone. Women with high LH levels may find it harder
to conceive and are more likely to miscarry when they do conceive. They may
also experience problems associated with polycystic ovaries, such as irregular
periods, greasy skin and increased body weight.

Testing

LH levels can be measured in the blood, with the test usually taken between
days 2 and 5 of the menstrual cycle. Polycystic ovaries can also be diagnosed
by an ultrasound scan.

Treatment 
Despite continuing research into high LH levels and PCOS, there is still no clear
and tested treatment for either condition. However, some women may be offered
treatment as part of a research trial.

Progesterone and hCG
Treatment with progesterone and hCG has been tried in an attempt to maintain
pregnancy by boosting hormone levels. The scientific evidence is mixed, but
your doctor may feel that this treatment is appropriate. More research is being
carried out in this area.

Other hormone and endocrine tests
Some tests performed as part of hospital protocols have never been
conclusively linked to miscarriage, unless the levels are very abnormal, and in
these cases you would have other symptoms. However, they may still be carried
out in some clinics.

Thyroid Function Test

What is this?
The thyroid gland is situated in the neck and produces essential hormones.

How can the thyroid cause a problem?
It used to be thought that a thyroid hormone imbalance could cause
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MRI scan 
Some units assess the shape of the uterus by MRI (Magnetic Resonance
Imaging) scan rather than the above investigations.

Investigation of the cervix

Cervical Resistance Test

This test is sometimes performed if the doctor thinks that there is a weakness
of the cervix. There has usually been a history of losing a pregnancy after the
first 14 weeks, with a rapid labour and rupture of the membranes. This condition
may be called cervical incompetence or cervical weakness.

Treatment
If the test indicates cervical weakness, a cervical stitch may be advised. This
procedure is usually carried out under general anaesthetic when a woman
reaches 13 or 14 weeks of pregnancy.
The Miscarriage Association publishes a leaflet on the cervical stitch.

Tests for infection

How can infection cause a problem?

In general, infection is not thought to be a cause of recurrent miscarriage, but
severe infection at the time of miscarriage may be the cause of the loss.

There is some evidence that a condition called bacterial vaginosis (BV) may
cause later miscarriage. In BV, the normal vaginal bacteria are replaced by other
bacteria and this causes a vaginal discharge with a ‘fishy’ smell. Bacterial
vaginosis has more recently been associated with early pregnancy loss.

Testing
Your doctor may take a vaginal swab to check for infection and a specific swab
for BV. S/he may also suggest blood tests which can indicate if there is an
infection.

Treatment
BV is treated with antibiotics.

Research investigations
There are many hospitals and clinics carrying out research to try to identify why
miscarriage occurs. Research may focus on male as well as female factors. If
you are asked to take part in a research study, you will be given full information
before deciding. Any decision must be yours, but if you feel that you wish to help
in the study, then it may benefit you or others who have also suffered from
miscarriage.
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