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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 proposed purpose of testing the embryos was
as set out in paragraph 1ZA(1)(b) of schedule 2 of the Act, i.e. ‘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 Autosomal Dominant Acute Necrotizing
Encephalopathy (OMIM #608033) is inherited in an autosomal dominant
pattern and there is a 1 in 2 chance of an embryo being affected with the
condition where one parent is affected.
4. The Committee noted that Autosomal Dominant Acute Necrotizing
Encephalopathy is a rapidly progressive encephalopathy that can occur in
otherwise healthy children after common viral infections such as influenza and
parainfluenza. Affected children become comatose after onset of a febrile
illness. Outcomes include full recovery, permanent neurologic impairment,
and death. Recurrences produce more severe impairments.
5. The Committee noted that the mutation in gene RANBP2 (2q12.1) provides a
genetic predisposition to Acute Necrotizing Encephalopathy and it is
considered as a likely causative for the disease. Disease penetrance was
estimated at 40%, and recurrent episodes occurred in half of affected
individuals. Mortality rate can be as high as 25% and 25% of survivors
develop severe neurological sequels.
6. The Committee noted that the only symptomatic treatment is available with
steroid therapy and this treatment is not always successful.
7. The Committee noted that the application is supported by the Peer Reviewer.

8. The Committee welcomed the advice of its Advisor, Mary Porteous, who
confirmed that the condition was as described in the papers. She also clarified
for the Committee that this disorder is also caused by mutations on the CPT2
gene and that this application captures those patients as well.
9. The Committee considered that the condition is serious because although it
can resolve itself it has a substantial mortality rate with a very substantial
chance of moderate to severe residual neurological impairments in those who
survive.
10. The Committee 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 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 under paragraph 1ZA(1)(b) and
(2) of Schedule 2 to the Act.
11. The Committee agreed to authorise the testing of embryos for Autosomal
Dominant Acute Necrotizing Encephalopathy (OMIM #608033).
Signed:

David Archard (Chair)

Date: 11/03/2014

