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granted
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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 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’.
3. The Committee noted that Diarrhoea 5 with tufting enteropathy, congenital
(OMIM #613217) is inherited in an autosomal recessive pattern and there is a
1 in 4 chance of an embryo being affected with the condition where both
parents are carriers.
4. The Committee noted that the condition causes severe chronic diarrhoea
characterized by large amounts of watery stools which contain a high level of
chloride salts. This results in dehydration, low levels of potassium and a
higher level than normal of alkalis in the tissues. It is caused by diseased villi
in the gut with characteristic 'tufts' on the surface of the gut lining.
5. The Committee noted that Diarrhoea 5 is fully penetrant and that affected
children need total care day and night. They have a severely limited oral diet,
need total parenteral nutrition, daily medication and care of their central line.
They will suffer impaired growth and failure to thrive caused by an electrolyte
imbalance.
6. The Committee noted that the only treatments available are total parenteral
nutrition (TPN) and / or a bowel transplant.
7. The Committee noted that in cases where TPN is tolerated by the baby they
can survive for some time although nutrition is rarely sufficient to meet full
growth and developmental expectations. They may never eat food. They will

spend the majority of their time having nutrients pumped slowly into their
blood stream. This method of feeding brings many risks. Infection of the intravenous access point is the primary cause of death in patients using parenteral
feeding. Blood clots developing at the point of access may also result in death
when they travel to the lungs. Liver failure is a major cause of death in these
babies too.
8. The Committee noted that the application is supported by the Genetic Alliance
UK and the Peer Reviewer.
9. The Committee welcomed the advice of its Advisor, Ed Blair, who confirmed
that the condition was as described in the papers.
10. The Committee considered that the condition is serious because although
growth development may be normal with TPN feeding this is not a
straightforward option and leads to serious risk of infection and in some cases
death.
11. 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.
12. The Committee agreed to authorise the testing of embryos for Diarrhoea 5
with tufting enteropathy, congenital (OMIM #613217).
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