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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 Surfactant Metabolism Dysfunction, Pulmonary 1
(SMDP1, OMIM #265120) 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 of the mutation.
4. The Committee noted that SMDP1 is a respiratory condition affecting the
lungs. Several genes encode surfactant proteins and this application concerns
the gene encoding surfactant protein B (SFTPB). The purpose of pulmonary
surfactant in the lungs is to regulate pulmonary activity and prevent the lung
from collapsing when one exhales (deflation stability). Dysfunctions of
surfactant metabolism lead to severe respiratory distress (breathing
difficulties) in the neonatal period and can be fatal within a year .
5. The Committee noted that the symptoms of the condition are severe and
respiratory failure usually occurs in the neonatal period. In addition lung
cavities can fill with a granular or foamy material which can cause lung
disease and result in death within three months of birth. Some patients with
disorders due to mutations in other surfactant proteins may have a later age
of onset.
6. The Committee considered that the condition is serious because respiratory
distress usually presents in the neonatal period. Severe respiratory
insufficiency in the neonatal period is associated with pulmonary alveolar
proteinosis (where the alveoli fill with a granular or foamy material). The
condition is fatal in early childhood. There has been one reported case of a

family with a milder phenotype, in which a child survived to age 6 and another
child had a lung transplant at 4 months of age. However in most cases the
affected children die within the first year of life. Children with SMDP1 have a
very short window to find a lung donor for transplant; the average waiting time
for a lung transplant is more than four times their median life expectancy.

7. The Committee noted that the application is supported by the Peer Reviewer
and the 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. The Committee was therefore satisfied
that the condition meets the criteria for testing under paragraph 1ZA(1)(b) of
Schedule 2 to the Act.
9. The Committee agreed to authorise the testing of embryos for Surfactant
Metabolism Dysfunction, Pulmonary 1 (SMDP1, OMIM #265120). 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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