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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 supporting documents with this application did
not contain a Genetic Alliance Opinion. The Committee were satisfied that
they had, in any event, sufficient information before them on which to make a
decision.
3. The Committee noted that the Centre’s proposed purpose of testing the
embryos was as set out in paragraph 1ZA(1)(c) of schedule 2 of the Act, ie. ‘to
establish the sex of the embryo in case where there is a particular risk that
any resulting child will have or develop a gender-related serious physical or
mental disability, serious illness or serious medical condition’ and also
paragraph 1ZA(1)(b) of Schedule 2 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’.
4. The Committee noted Fried Syndrome, OMIM #300630 is a rare condition
caused by mutations in the AP1S2 gene. Fried Syndrome is inherited in an Xlinked recessive manner. This means for male embryos there is a 1 in 2
chance of the embryo being affected where the mother is a carrier of the
condition..
5. The Committee noted that Fried syndrome is a rare X-linked condition leading
to intellectual disability, which is usually severe. Other features that have been
described in affected individuals have included: low muscle tone in childhood
with delayed walking and motor development, spastic diplegia (a form of
cerebral palsy), poor language skills, difficult and aggressive behaviour,
hydrocephalus, calcification of the basal ganglia (a brain finding visible on
MRI scan), and mild facial dysmorphism (unusual facial appearance).
6. The Committee considered that the condition is serious because the quality of
life for affected males is reduced by both mental and physical impairment. At
worst, affected individuals will require full time care for their health and social
wellbeing - some individuals use a wheelchair and will be fully dependant
requiring help with toilet and dressing. The only treatments available are

supportive- speech, physical, educational and occupational therapy may be
appropriate.

7. The Committee noted that the purpose for the proposed testing is to establish
whether the embryo has an X-linked condition. It had regard to its explanatory
note and noted that on the basis of the information presented, given the
condition's worst symptoms, it was satisfied that there is a significant risk that
a male person with the abnormality will have or develop a serious physical or
mental disability, a serious illness or any other serious medical condition. The
Committee was therefore satisfied that the condition meets the criteria for
testing for either and both of the purposes specified under paragraph
1ZA(1)(b) and (c) of Schedule 2 to the Act.
8. The Committee noted that the application is supported by the Peer Reviewer.
9. The Committee agreed to authorise the testing of embryos for Fried
Syndrome (OMIM #300630). The Committee confirmed that this authorisation
will be added to the published list of conditions for which PGD may be carried
out.

Signed:

Sue Price (Chair)

Date: 15/04/2013

