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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 Spinocerebellar ataxia type 1 (SCA1)
(OMIM#164400) is a disorder that is inherited in an autosomal dominant
manner. There is a 1 in 2 chance of an embryo inheriting this condition
from an affected parent.
4. The Committee noted that Spinocerebellar ataxia type 1 (SCA1) is a
genetic condition which is caused by a gene change in the ATXN1 gene.
Within the ATXN1 gene, a number of triplet repeat sequences are normally
present. When the number of triplet repeat sequences is above 39, a
person is likely to develop symptoms of SCA1. SCA1 is a progressive
neurodegenerative disorder.
5. The Committee noted that the onset of symptoms is most commonly
between 30 and 40 years and the time frame from onset to death is
approximately 10 to 30 years.
6. The Committee noted that early symptoms include gait disturbance leading
to difficulty with balance, slurred speech, swallowing difficulties, eye
movement problems and brisk reflexes. With the progression of the
symptoms patients will experience difficulty with eye movements and poor
muscle tone leading to weakening of muscles. A number of patients will
have clinical depression. In the advanced stages affected individuals
develop rigidity, chorea (involuntary movements) and cognitive

impairments (in verbal skills, memory, executive function deterioration).
With advancing disease swallowing becomes more difficult leading to
choking and aspiration. Respiratory failure is the main cause of death.
Although rare, a juvenile form of SCA1 has been seen and there is a
relationship between the repeat size and the age of onset and severity of
symptoms. However it is not possible to predict on an individual basis what
the age of onset will be. Similar to other neurological “repeat” disorders
there is evidence of anticipation, which means that the onset of SCA1 can
be earlier in subsequent generations.
7. The Committee noted that the condition is serious because no curative
treatment is currently available and treatment is aimed only at relieving
symptoms. The disease progresses at a variable rate but usually leads to
death within an average of 20 years of onset. The rate of progression may
be faster in younger cases. The phenomenon of anticipation means that
the age of onset tends to decrease as the gene is passed on from
generation to generation so the child of an affected parent may be affected
at an earlier age.
8. 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 conditions 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.
9. The Committee noted that the application is supported by the Peer
Reviewer and the Genetic Alliance UK.
10. The Committee agreed to authorise the testing of embryos for
Spinocerebellar ataxia type 1 (SCA1) (OMIM#164400). 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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