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How to detect chromosome translocations?

Chromosome translocations can be detected by a
genetic test called karyotyping. It is a simple test
that examines the chromosomes inside the cells
from the blood or other specimens (like amniotic
fluid) to look at any unusual chromosomal
arrangement. The test can be performed to detect
the karyotype of an individual or fetus.

Balanced Robertsonian translocation carriers do not
have any physical signs or symptoms, so most of the
carrier are unaware of their conditions until
parental karyotyping or karyotyping of either
aborted fetus or affected newborn is performed.
Because balanced Robertsonian translocation
carriers are at higher risk of recurrent miscarriage,
therefore, karyotyping is recommended for couples
who have had three or more pregnancy losses to
detect whether they are carriers of balanced
Robertsonian translocation.

What can be done if you have a balanced
Robertsonian translocation?

Although a balanced Robertsonian translocation
cannot be corrected and does NOT affect the health
of the carriers, genetic counselling is recommended
for the carriers when planning for a pregnancy. The
results of genetic testing may help to clarify the risks
and the options for the next pregnancy.

Depending on the genetic test results, the couples

may consider:

e Prenatal diagnosis for the fetal chromosomal
analysis through chorionic villus sampling or
amniocentesis when the couples conceive again.

e In vitro fertilization with special genetic testing
called preimplantation genetic diagnosis (PGD)
may be done to select unaffected embryos.

Should I tell other family members if | am
a carrier?

As Robertsonian translocation is a genetic
condition, other family members may have
inherited the same conditions. They may benefit
from knowing whether they have a balanced
Robertsonian translocation, particularly if they
are likely to have children in the future. In this
instance, it is recommended for them to seek
medical advice from healthcare professionals.
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