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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 Dentatorubral-Pallidoluysian Atrophy (DRPLA)
(OMIM#125370) is a disorder that is inherited in an autosomal dominant
manner. This means that any offspring of a person with an ATN1 mutation
will be at 50% risk of inheriting an ATN1 mutation.
4. The Committee noted that, except for rare cases with a Mall expansion
within the ATNI gene, DRPLA is considered to be fully penetrant.
5. The Committee noted that Dentatorubral-Pallidoluysian Atrophy (DRPLA is
a progressive genetic disorder with onset of symptoms ranging from 1 year
of age to the sixth decade. The average age of onset is 30 years. The age
of onset strongly correlates with the size of the expanded CAG repeat
within the ATN1 gene. Affected offspring typically have symptoms 26 to 29
years earlier than affected fathers and 14 to 15 years earlier than affected
mothers.
6. The Committee noted that clinical presentation varies, depending on age
of onset. Adult-onset symptoms typically include ataxia (poor muscle
coordination), choreoathetosis (involuntary and uncontrollable movements)
and dementia. Childhood-onset symptoms typically include ataxia
(unstable balance), myoclonus (involuntary contraction of muscles),
seizures and intellectual deterioration. DRPLA is sometimes initially
misdiagnosed as Huntington‟s disease, owing to a number of similar
progressive features

7. The Committee noted that treatment is limited to supportive care only.
Treatments include prescribing standard antiepileptic drugs for seizures;
appropriate psychotropic medications for psychiatric manifestations.
Adaptation of environment and care to the level of dementia is required.
Affected children will require special education. As the condition
progresses, affected individuals‟ quality of life becomes increasingly
compromised and they lose their independence and life expectancy is
reduced. Because there is no cure for DRPLA, this may entail signifcant
life decisions.
8. The Committee considered the condition is serious because there is no
cure for this condition and it results in premature death (on average 13
years after symptom onset).
9. The Committee noted that the application is supported by the Peer
Reviewer and the Genetic Alliance UK.
10. The Committee had regard to its explanatory note, in particular paragraph
5.5 „Where a condition has variable symptoms, the Licence Committee will
base its determination of how serious the disability, illness or condition is,
on the worst possible symptoms’, and noted that on the basis of the
information presented, given the condition‟s worst symptoms, it was also
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.
11. The Committee agreed to authorise the testing of embryos for
Dentatorubral-Pallidoluysian Atrophy (DRPLA) (OMIM#125370). 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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