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Background
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 Townes-Brock Syndrome (OMIM #107480) is a
disorder that is inherited in an autosomal dominant manner. Only one
mutated copy of the affected gene is required to cause the disorder. An
embryo produced using gametes from an affected parent and an
unaffected parent will have a 50% chance of inheriting the condition.
4. The Committee noted that although the degree of penetrance is 100%,
expression can be highly variable, but at its most serious, patients born
with Townes-Brock Syndrome are diagnosed with a triad of imperforate
anus, dysplastic ears and typical thumb malformation. In addition to the
triad symptoms affected individuals may also exhibit congenital heart
disease, renal impairment, hearing impairment, foot malformation,
genitourinary malformations and in some cases mental retardation.
5. The Committee noted that there is no curative treatment for Townes-Brock
Syndrome. The malformations that result from this gene mutation will be
present at birth. Some problems may however develop or be detected later

– there is a significant risk that renal function may deteriorate in those with
involvement until the affected individual enters chronic renal failure;
learning and behavioural problems can occur and be detected later in
childhood.
6. The Committee considered that the condition is serious because there is a
significant risk of congenital abnormalities, including congenital heart
defects, imperforate anus, dysplastic ears and typical thumb malformation,
requiring invasive surgery at an early stage of life. If detected at birth, an
imperforate anus would require immediate surgical intervention. Renal
function needs to be regularly monitored with a significant risk that those
affected will suffer chronic renal failure and need a renal transplant.
7. The Committee noted that the application is supported by the Peer
Reviewer as well as by Genetic Alliance UK.
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. Accordingly, it was
appropriate to grant the application under paragraph 1ZA(1)(b) of
Schedule 2 to the Act.
9. The Committee agreed to authorise the testing of embryos for TownesBrock Syndrome (OMIM #107480). 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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