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Discussion
1. The Committee had regard to its Decision Tree. The Committee noted that
the Centre is licensed to carry out PGD. The Committee was also satisfied
that the Centre has experience of carrying out PGD and that generic
patient information about its PGD programme and associated consent
forms had previously been received by the HFEA.
2. The Committee noted that the Centre’s proposed purpose of testing the
embryos was as set out in paragraph 1ZA(1)(b) of schedule 2 of the Act,
ie. ‘where there is a particular risk that the embryo may have any gene,
chromosome or mitochondrion abnormality, establishing whether it has
that abnormality or any other gene, chromosome or mitochondrion
abnormality’.
3. The Committee noted that Severe Combined Immunodeficiency –
autosomal recessive (OMIM #600802) is a disorder that is inherited in an
autosomal recessive manner. There is a 1 in 4 chance of an embryo being
affected by this condition where both parents are carriers.
4. The Committee noted that this form of Severe Combined
Immunodeficiency is associated with loss of JAK3.SCID is the result of an
immune system so highly compromised that it is considered almost
absent. The effects are typically present at birth and if untreated, affected
babies usually die before their first birthdays. Symptoms include diarrhoea,
ear infections and pneumonia, as well as severe mouth infections in
affected children.
5. The Committee noted bone marrow transplantation carried out within the
first 3 months of life can be an effective treatment, although there are
special challenges to the immune system if a fully-matched donor is
unavailable and it is not always effective for this particular SCID.
6. The Committee noted that the condition is serious because it is one of a
severely impaired, often functionally absent, immune system. It usually
presents soon after birth with failure to thrive, diarrhoea and recurrent
infections. Treatment is possible with bone marrow transplantation but this
is far from risk free and has associated long term complications. Roberts et
al (2004) concluded that bone marrow transplantation is an effective

means for reconstitution of T-cell immunity in this disorder, but is less
successful for restoration of B-cell and NK-cell functions. Affected
individuals may be isolated in order to protect them from succumbing to
infections from the normal environment. In most children the condition is
fully penetrant and severe. Without treatment most children die by one
year of age.
7. The Committee noted that the application is supported by the Peer
Reviewer as well as by Genetic Alliance UK.
8. The Committee was satisfied that there is a significant risk that a person
with the abnormality will have or develop a serious physical or mental
disability, a serious illness or any other serious medical condition.
Accordingly, it was appropriate to grant the application under paragraph
1ZA(1)(b) of Schedule 2 to the Act.
9. The Committee noted that while they may grant approval, the centre
providing PGD for the condition must also ensure that each individual case
treated fulfills the severity criteria of Schedule 2 paragraph 1ZA of the HFE
Act 1990 (as amended).
10. The Committee agreed to authorise the testing of embryos for Severe
Combined Immunodeficiency – autosomal recessive (OMIM #600802).
The Committee confirmed that this condition will be added to the published
list of conditions for which PGD may be carried out.

Signed:

David Archard (Chair)

Date: 27/06/2012

