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•
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The following papers were considered by the committee:
•

executive summary

•

PGD application form

•

redacted peer review

•

Genetic Alliance opinion
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1.7.

Consideration of application
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.
The committee noted that the condition being applied for is not on the approved PGD condition
list.
The committee noted that the proposed purpose of testing the embryos was as set out in
paragraph 1ZA(1)(b) of schedule 2 of the Act, i.e. ‘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’.
The committee noted that the condition is inherited in an autosomal dominant pattern and there is
a 1 in 2 chance of an embryo being affected with the condition where one parent is affected.
The committee noted that the condition is a visual disorder presenting with dense congenital
cataracts which need to be removed soon after birth as they impair vision by their presence and
also interfere with the normal development of vision which is occurring in the early part of life.
The committee noted in its most severe form, congenital cataract can cause complete blindness
from birth or early childhood due to impairment of vision. This is particularly true where there have
been secondary complications such as glaucoma, an increase of pressure within the eye.
Glaucoma is painful and disabling for children and may be difficult to manage, requiring lifelong
treatment with drugs or multiple surgical procedures.
The committee noted that congenital cataracts can be removed surgically, following which
children will need either an artificial lens implant or to be fitted with lenses or glasses. In cases
where surgery is undertaken early and without complications, the outcome is not always
guaranteed to be good and blindness may still result.

1.8.

The committee noted that the condition demonstrates a high penetrance.

1.9.

The committee noted that the application is consistent with the Peer Review.

1.10. The committee welcomed the advice of its specialist advisor, Dr Jenny Carmichael, who
confirmed that the condition is as described in the papers and added that even with treatment
only a small percent of patients would achieve normal vision.

2.
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2.3.

Decision
The committee considered that the condition is serious due to affect the condition has on a
patient’s vision and the need for multiple surgical intervention which has further associated risk.
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) and (2) of Schedule 2 to the
Act.
The committee agreed to authorise the testing of embryos for congenital cataracts caused by
mutations within the GJA3 gene OMIM #601885.
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