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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 Leber Congenital Amaurosis (OMIM #204000/ 204100)
is a disorder that is inherited in an autosomal recessive manner. Therefore
there is a 1 in 4 chance that an embryo will inherit the condition.
4. The Committee noted that symptoms result from poorly formed retinae and
retinal degeneration. Leber Congenital Amaurosis is also associated with
other vision signs including nystagmus (involuntary eye movement), sluggish
or near-absent pupillary responses (pupils normally adjust to the amount of
light), photophobia (extreme sensitivity to light), severe hyperopia
(farsightedness) and keratoconus (abnormally shaped and thin cornea which
causes substantial distortion of vision, with multiple images, streaking and
sensitivity to light). Visual acuity is very poor and vision allows, at best, seeing
light/dark or to detect some motion. Virtually all patients are registered blind.
5. The Committee noted that there is no curative treatment for Leber Congenital
Amaurosis. Management is supportive; individuals may have correction of
refractive errors and use of low vision aids. The life-long complete visual
impairment reduces the quality of life, with difficulties at different levels:
education, professional career and, in general, daily activities
6. The Committee considered the condition is serious because it is a very severe
form of photoreceptor degeneration, with infants born blind or with a very
limited visual function that worsens with age as a result of progressive retinal
degeneration. This genetic condition is fully penetrant and has no cure, with

the consequent limitations in daily life activities, during the educational period
and also in the professional career.

7. The Committee noted that the application is supported by the Peer Reviewer
and the Genetic Alliance UK.
8. The Committee agreed to authorise the testing of embryos for Leber
Congenital Amaurosis (OMIM #204000/ 204100). 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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