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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 Autosomal Dominant Retinitis Pigmentosa is one
form of a heterogeneous group of inherited ocular diseases known as Retinitis
Pigmentosa (RP – OMIM #268000). The condition can result from the
autosomal recessive, autosomal dominant, or X-linked inheritance of a
number of genetic mutations each of which is allocated an individual OMIM
number.
4. The Committee noted that Autosomal Dominant Retinitis Pigmentosa (OMIM
#180100) is inherited in an autosomal dominant manner. There is therefore a
1 in 2 chance of the embryo with an affected parent being affected by this
condition.
5. The Committee noted that most individuals with this diagnosis will have some
loss of vision by their 20s or 30s. However there is significant variability in the
age of onset, with some signs being visible to an ophthalmologist or on
electrical testing in the first decade of life.
6. The Committee noted that there is variability in the rate of progression of RP.
The first symptoms usually relate to problems with vision in dim light, meaning
that it can take longer to adjust to poor light, or it may not be possible to
adjust. Over time, slow progression of peripheral visual loss leads to
restrictedvision, which can deteriorate into tunnel vision. In some cases there
can be further deterioration so that central vision, which is used for detailed
vision, is either compromised or lost. Manypeople with RP also experience
discomfort with bright lights (photophobia) which can worsen over the course

of the progression of the condition. Some individuals with RP develop
cataracts and/or macular oedema (swelling of the retina caused by leaking
blood vessels).

7. The Committee considered that the condition is serious because at the most
extreme end of this disease spectrum a patient could be blind in the 2nd to 3rd
decade of life with subsequent significant impact on quality of life. Although
penetrance is incomplete and expression is variable it is difficult to predict
which patient will have the most severe symptoms. Treatment for this
condition is limited. RP is currently not curable. The effects of photophobia
can be managed using UV-blocking sunglasses. Cataracts can be removed
but this does not alter the course of the RP degeneration. Use of visual aids
such as magnifiers can help maximize useful vision.
8. 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.
9. The Committee noted that the application is supported by the Peer Reviewer
and the Genetic Alliance (supported by RP Fighting Blindness).
10. The Committee agreed to authorise the testing of embryos for Autosomal
Dominant Retinitis Pigmentosa (OMIM #180100). 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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