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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 Familial Hypertrophic Cardiomyopathy 4
(CMH4OMIM #115197) is inherited in an autosomal dominant pattern. There
is therefore a 1 in 2 chance of the embryo being affected by this condition
where a parent is affected.
4. The Committee noted the symptoms of CMH4 include dyspnoea (shortness of
breath), chest pain, palpitations, light-headedness, fatigue, and fainting. There
is a risk of sudden cardiac death. Symptoms can be readily provoked by
exercise. Sudden cardiac death may be the first manifestation of the disease.
5. The Committee noted that there are no treatments that modify the underlying
disease process. Individuals with CMH4 have an increased risk of sudden
cardiac death and their lifestyle choices are restricted by the disease. The
condition is progressive and affected individuals will need regular hospital
appointments, medication and may require surgery.
6. The Committee noted the comments from the Peer Review which highlight the
incomplete penetrance of this disorder but that, based on current literature, an
estimate of >70% lifetime penetrance is suggested. There are insufficient
studies to give a more reliable figure for lifetime penetrance.

7. The Committee considered that the condition is serious because CMH4 is a
significant cause of sudden, unexpected cardiac death. Although sudden
death occurs most often in young adults and adolescents it may occur at any
age.
8. The Committee noted that the application is supported by the Peer Reviewer
and the Genetic Alliance UK.
9. The Committee noted the patient comment received. It was very helpful and
moving.
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) of
Schedule 2 to the Act.
11. The Committee agreed to authorise the testing of embryos for Familial
Hypertrophic Cardiomyopathy 4 (CMH4 4, OMIM #115197). The Committee
confirmed that this condition will be added to the published list of condition for
which PGD may be carried out.
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