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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 that multiple pterygium syndrome, lethal type is caused
by three distinct gene mutations all of which result in the same lethal condition
and all of which are classified under the same OMIM number, #253290. The
application submitted by centre 0119 references the variant with the gene
specific gene locus for only one of the mutations that cause the condition
(OMIM #100730): the centre has a patient with this form of the disorder
waiting for treatment. However, the centre has since confirmed to the
Executive by telephone and email that they wish to test for all three mutations
that result in the multiple pterygium syndrome, lethal phenotype (OMIM
#253290).
4. The Committee noted that multiple pterygium syndrome lethal form (LMPS,
OMIM #253290) is inherited in an autosomal recessive pattern. There is
therefore a 1 in 4 chance of the embryo being affected by this condition if both
parents are carriers.
5. The Committee noted that LMPS is usually fatal in the second or third
trimester of pregnancy and in those cases where an affected baby is born with
this condition, it will not survive. LPMS is characterized by webbing of the skin
at the joints (pterygium) and limited muscle movement (akinesia) in babies.
Affected babies will have a number of the following abnormalities: a build up
of excess fluid (hydrops fetalis) or a fluid-filled sac found on the back on the

neck (cystic hygroma); severe muscle weakness and multiple joint
contractures which limit the movement of joints; underdevelopment of the
heart, lungs, and brain; twisting of the intestines; kidney abnormalities; cleft
palate; and an under developed head (microcephaly). In many cases there is
a hole in the muscle between the abdomen and chest cavity of the baby. If an
affected baby is born, it will not survive with these abnormalities.

6. The Committee noted that treatments for less severe types of multiple
pterygium syndrome exist but there is no treatment offered for LMPS because
it has a lethal prognosis. It is not uncommon for women to seek the option of
termination of pregnancy when they receive a prenatal diagnosis for this
condition.
7. Although this application relates only to multiple pterygium syndrome lethal
type, the Committee noted the comments from the Peer Review that
mutations in one of the genes which causes the lethal variant of multiple
pterygium syndrome can also cause the nonlethal (Escobar) variant of this
phenotype (EVMPS; 265000).
8. The Committee considered that multiple pterygium syndrome lethal type is
serious because affected babies die either prenatally or shortly after birth.
9. The Committee noted that the application is supported by the Peer Reviewer
and the Genetic Alliance UK.
10. 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) of
Schedule 2 to the Act.
11. The Committee agreed to authorise the testing of embryos for multiple
pterygium syndrome lethal form (LMPS, OMIM #253290). The Committee
confirmed that this condition will be added to the published list of condition for
which PGD may be carried out.
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