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Pre-implantation genetic diagnosis (PGD) is a treatment option for couples who 
are at risk of having a child affected by a genetic condition. Couples may consider 
PGD for conditions such as cystic fibrosis, haemophilia, and sickle-cell anaemia to 
name but a few. PGD can also be used where an individual has a ‘translocation’ (a 
chromosomal rearrangement) to reduce their risk of miscarriage or having a child 
with a severe disability.

There are several other alternative reproductive options for such couples: they may 
decide to not have children, they may get pregnant naturally and have no genetic 
test, they may delay testing until they are pregnant (prenatal diagnosis) and have 
an amniocentesis or chorionic villus sampling, they may use egg, sperm or embryo 
donation, or they may adopt.

For PGD, couples have to go through IVF to collect and fertilise eggs which then 
form embryos. These embryos, which to begin with are essentially a ball of cells, 
can then be genetically tested by removing a small number of the cells. The 
results of these tests are generally reported within 24 to 48 hours. The genetically 
abnormal embryos can then be selected out leaving the normal ones which can be 
transferred in the same cycle or frozen for later use.

It is technically very difficult to make a diagnosis from the small number of cells 
that are sampled (biopsied) from each embryo and very rarely the diagnosis can be 
wrong (usually less than 5%). Pre-natal diagnosis during pregnancy is available and 
recommended to confirm that the diagnosis was indeed correct.

The disadvantages of PGD are the cost, although in certain circumstances the NHS 
may fund 1 to 3 cycles, and the need to go through IVF which may be difficult for 
fertile couples who could get pregnant naturally. The success rates of IVF after PGD 
are comparable with those seen in IVF for subfertile couples and as such are very 
much dependent on female age.

PGD offers couples the knowledge and reassurance that the baby is highly unlikely 
to be affected with the genetic condition they have or that they carry. It gives them 
a choice and in most circumstances prevents them having to make a decision to 
terminate an affected pregnancy. It remains a difficult and emotive decision and all 
patients undergoing PGD should have specialised genetic counselling as part of 
their treatment.


