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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 is experienced in 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 Catecholaminergic Polymorphic Ventricular
Tachychardia 2 (CPVT2) (OMIM #611938) is an inherited arrhythmogenic
disorder of the heart, characterised by cardiac electrical instability in
individuals without structural cardiac abnormalities. It is the less common
form of CPVT.
4. The Committee noted that it is inherited in an autosomal recessive
manner. There is therefore a 1 in 4 chance of an embryo being affected
by this condition if both parents are carriers.
5. The Committee noted that penetrance of this condition is variable between
25-100%, the average is 70-80%. The condition presents in early
childhood with recurrent loss of consciousness, seizures or sudden death
due to cardiac arrythmia.
6. The Committee noted that treatment is available for CPVT2 and that it
requires either long term treatment with beta blockers or a surgical
procedure with insertion of an implantable defibrillator (ICD). Left untreated
the mortality rate is very high and even with treatment death may occur
due to cardiac arrest. Having an ICD impacts on the quality of life and

individuals are required to avoid competitive sports and all strenuous
exercise.
7. The Committee considered that the condition is serious because a child
with this condition will have a very restricted life in comparison to their
peers. Parents must live with the constant knowledge that their child is at
risk of sudden death and with the burdens of continuing hospital and clinic
visits.
8. The Committee noted that the application is supported by the Peer
Reviewer as well as by Genetic Alliance UK. The Genetic Alliance
statement is endorsed by the British Heart Foundation.
9. 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
10. The Committee agreed to authorise the testing of embryos for
Catecholaminergic Polymorphic Ventricular Tachychardia 2 (CPVT2)
(OMIM #611938). 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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