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The committee welcomed the advice of its Specialist Adviser, Dr Jenny Carmichael who confirmed
that the condition was as described in the papers.
The committee noted that the description in the application for PGD for Bailey-Bloch Congenital
Myopathy (BBCM), OMIM #255995 is consistent with the peer review.
The committee noted that the OMIM website lists the condition as Myopathy, Congenital, BaileyBloch and Native American Myopathy is listed as an alternative name. However, the condition is no
longer considered limited to the Lumbee Native American population.
The committee noted that the condition being applied for is not on the list of conditions approved for
PGD.
The committee noted that the Genetic Alliance opinion provided a patient perspective and supported
the application.
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.
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'.
The committee noted that the condition is inherited in an autosomal recessive pattern which means
there is a 25% chance of an embryo being affected with the condition in each pregnancy, if both
parents have a relevant mutation. The condition is completely penetrant.
The committee noted that BBCM is a rare condition, caused by mutations in the STAC3 gene. The
condition is characterised by congenital muscle weakness, arthrogryposis, cleft palate, ptosis,
myopathic facies, short stature, kyphoscoliosis, clubfoot malformation, susceptibility to malignant
hyperthermia provoked by anaesthesia, oral hypotonia and poor feeding, which has led to a
tracheostomy and feeding problems. A small case series study in 2008 (Stamm et al) suggested
premature death, before the age of 18 years in 36% of those affected, and for those living with the
condition it may have a major effect on the quality of life due to complex musculoskeletal issues,
progressive muscle weakness and feeding problems.
The committee noted that treatment to manage some of the symptoms of the condition is available
but there is no curative treatment. Management of symptoms may include mobility aids, a
tracheostomy, feeding tubes, and cleft palate repair.
The committee noted the inspectorate’s request to consider whether Bailey-Bloch Congenital
Myopathy (BBCM), OMIM #255995 should be approved for inclusion on the list of conditions
approved for PGD. The committee agreed to consider the application on this basis.
The inspectorate also suggested that the condition is referred to as Myopathy, Congenital, BaileyBloch, OMIM #255995, as per the OMIM website, or Bailey-Bloch Congenital Myopathy (BBCM),
OMIM #255995.

The committee considered that, in the worst case scenario Bailey-Bloch Congenital Myopathy
(BBCM), OMIM #255995 is a serious progressive disabling disease. The condition is present from
birth and causes muscle weakness, feeding difficulties, breathing problems and developmental delay
affecting motor skills. Affected individuals have joint contractures presenting as clubfoot, abnormal
positioning of the hands and abnormal curve of the spine. Hearing may be affected too. Some
individuals may be tube fed through to teenage years. The condition requires invasive treatment
including surgery to correct the congenital anomalies or to insert a feeding tube and affected
individuals may have a severe reaction to particular medications used during general anaesthesia
which could be life-threatening. There is no cure for this condition and death could occur during
infancy.
The committee had regard to its explanatory note and confirmed that, on the basis of the information
presented, it was satisfied that there is a particular risk that an embryo may have the abnormality in
question and that there is a significant risk, given the condition’s worst symptoms, 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 Bailey-Bloch Congenital
Myopathy (BBCM), OMIM #255995 meets the criteria for testing under paragraph 1ZA(1)(b) and (2)
of Schedule 2 of the Act and agreed to authorise testing.
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