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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 much 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 L-2-Hydroxyglutaric aciduria (OMIM #236792) 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.
4. The Committee noted that this condition is fully penetrant. L-2Hydroxyglutaric aciduria is a neurometabolic which affects the brain,
particularly the region involved in coordinating movements (the
cerebellum). This is primarily associated with developmental delay,
unsteady walking, epilepsy and macrocephaly.
5. The Committee noted that there is no curative treatment for L-2Hydroxyglutaric aciduria. Symptoms usually present in early childhood. For
affected individuals age of onset and symptoms may vary, however the
progressive loss of function and neurological regression is likely to be
severe. Patients live well into adulthood but become progressively
dependant.
6. The Committee considered that the condition is serious because affected
individuals have a very poor quality of life. The condition is untreatable and
palliative management is the only option. The condition invariably leads to

severe progressive and neurological handicap, disability and requires lifelong care.
7. The Committee noted that the application is supported by the Peer
Reviewer as well as by Genetic Alliance UK.
8. The Committee had regard to its explanatory note and noted that on the
basis of the information presented, given the conditions 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. Accordingly, it was
appropriate to grant the application under paragraph 1ZA(1)(b) of
Schedule 2 to the Act.
Decision
9. The Committee agreed to authorise the testing of embryos for L-2Hydroxyglutaric aciduria (OMIM #236792). The Committee confirmed that
this condition will be added to the published list of conditions for which
PGD may be carried out.
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