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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 Catecholaminergic Polymorphic Ventricular
Tachycardia (CPVT1) (OMIM #604772) 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 CPVT1 is an arrhythmogenic disorder of the heart
characterised by a reproducible form of polymorphic ventricular tachycardia
induced by physical activity, stress, or catecholamine infusion, which can
deteriorate into ventricular fibrillation (heartbeat irregularity). Patients present
with recurring fainting, seizures or sudden death after physical activity or
emotional stress. Clinical penetrance in this disease ranges from 25% to
100%, with an average of between 70% and 80%.
5. The Committee noted that symptoms are likely to develop in affected
individuals aged under 10 years old, onset can occur in affected individuals
aged up to 30 years old.
6. The Committee noted that the treatments for CPVT1 include medication and
an automatic internal defibrillator is occasionally needed in patients with this
condition. When untreated, mortality from CPVT1 is high, reaching 30% to
50% by the age of 30 years.

7. The Committee noted that the application is supported by the Genetic Alliance
UK and the Peer Reviewer.
8. The Committee did not receive advice from an advisor at this meeting and
agreed that the information in paperwork was sufficient for them to consider
the item in their absence.
9. The Committee considered that the condition is serious because sudden
death can occur and the quality of life for affected individuals can be limited
physically and emotionally.
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
Catecholaminergic Polymorphic Ventricular Tachycardia (CPVT1) (OMIM
#604772).
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