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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 much 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 Seathre-Chotzen (OMIM #101400) is a disorder
that is inherited in an autosomal dominant manner. There is a 1 in 2
chance of an embryo being affected by this condition.
4. The Committee noted that this condition is fully penetrant but has
considerable variation in expression. Seathre-Chotzen is caused by a
mutation in the TWIST gene. It is characterised by a premature fusion of
skull bones. This early fusion prevents the skull from growing normally,
which leads to irregular head shapes and progressive distortion of the
face. Other commonly observed symptoms include deviated septum,
vertebral abnormalities, fusion of the skin between the fingers and jaw
malformation and dental problems. In some cases sufferers can present
with moderate mental retardation, short stature, hearing loss, heart
defects, intestinal malformation, eye malformation and sight problems.
5. The Committee noted that there is no curative treatment for SeathreChotzen. Surgical interventions are required to correct the various
malformations caused by the condition, such as cranioplasty, mid facial
and othognathic surgery. Many of these are major procedures that are not
without risk. As some of the malformations are progressive and occur with
growth, surgery is required during the patient's childhood and teenage

years. They may also require ophthalmologic evaluation, orthodontic
treatment and treatment for hearing loss.
6. The Committee considered that the condition is serious because the
disease can have a significant effect on the quality of life due to the
prolonged hospital admissions for treatment, physical appearance and
functional limitations if the hands are significantly affected or of there is
intellectual disability. Whilst many complications are amenable to surgery,
the treatment may have to be staged involving multiple and prolonged
hospital admissions and the outcome can be sub-optimal with continuing
cosmetic deformity.
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 conditions 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.
Decision
9. The Committee agreed to authorise the testing of embryos for SeathreChotzen (OMIM #101400). 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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