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The committee welcomed the advice of its specialist adviser, Dr Jenny Carmichael, who
confirmed that the condition was as described in the papers.

The committee noted that the description in the PGD application for Allan-Herndon-Dudley
Syndrome, OMIM #300523 is consistent with the peer review.
The committee noted that the condition being applied for is not on the list of approved PGD
conditions.
The committee noted that the Genetic Alliance UK statement provided a perspective on the
impact of the condition on patients, their families and carers.
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 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 Allan-Herndon-Dudley Syndrome, OMIM #300523 is inherited in an
X-linked recessive manner, which means there is a 25% chance of having an affected male
child and a 25% risk of a carrier female child in each pregnancy, if the mother has a relevant
mutation.
The committee noted the penetrance of the condition is 100%.
Allan-Herndon-Dudley Syndrome, OMIM #300523 is characterised by physical and cognitive
developmental delays leading to moderate to severe intellectual disability, difficulty with
speech, joint contractures and muscle weakness which may result in severe pain, which
cannot be communicated. Some children never gain the ability to hold their heads up or walk
and most affected males will be wheelchair bound by the time they reach adulthood. Although
rare, early deaths in childhood have been reported. As the condition is X-linked it will affect
males, although girls, if carriers of the condition, can be affected with thyroid problems and
intellectual disability.
There is no cure for this condition and limited options are available to manage symptoms.
The committee noted the executive’s request to consider Allan-Herndon-Dudley Syndrome,
OMIM #300523 for inclusion on the list of conditions approved for PGD. The committee
agreed to consider the application on this basis.

The committee considered that, in the worst-case scenario Allan-Herndon-Dudley Syndrome,
OMIM #300523 is a devastating and intensely painful progressive condition resulting in
profound physical and intellectual disability. Individuals are likely to have limited movement
and develop little or no speech. The condition presents during infancy and there is no cure or
treatment that can mitigate against this disease. Death may occur in early childhood.
The committee had regard to its explanatory note and confirmed that, on the basis of the
information presented, it was satisfied that there is a particular risk that an embryo may have
the abnormalities in question and that there is a significant risk, that a person with such an
abnormality will, given the condition’s worst symptoms, have or develop a serious physical
disability, a serious illness or any other serious medical condition.
The committee was therefore satisfied that the following conditions meet the criteria for testing
under paragraph 1ZA(1)(b) and (2) of Schedule 2 of the Act. The committee agreed to
authorise testing for:
•

Allan-Herndon-Dudley Syndrome, OMIM #300523
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