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Discussion

DR C. E. PATERSON: In the mild dominant form of
Albers-Schonberg disease you mentioned that certain
symptoms were characteristic of particular families. Are
some of these symptoms normally related with each other,
e.g. deafness with fractures?

PROFESSOR P. BEIGHTON: We have not yet analysed the
cases carefully from this angle, but amongst our cases,
fractures and osteomyelitis tend to occur in the same
kindreds. Deafness has no obvious relationship with
fractures or osteomyelitis. The 'rugger jersey' spine is
certainly consistent within families.
DR D. C. SIGGERS: It has been the experience of some

people that patients with dominant osteopetrosis have
high blood acid phosphatase, have you found this?
PROFESSOR BEIGHTON: In some but not all of our cases,

the acid phosphatase is raised. I recall that a particular
family with the raised levels also had fractures and osteo-
myelitis.
DR T. J. DAVID: Could you give further information

about the sclerosteosis syndactyly, about the digits
concerned and whether the toes are involved; How often
it is bony and/or only soft tissue, how often unilateral or
bilateral ?
PROFESSOR BEIGHTON: Amongst our twenty-four living

patients with sclerosteosis the second and third fingers
were those usually affected. The syndactyly ranges from
complete bony union to soft tissue webbing and we find
this spectrum in affected siblings of the same kindred. The
diaphyses of the bones are misshapen and their cortices
are thickened. The terminal phalanges are radially
deviated; the finger nails are dysplastic, usually on the
abnormal digits. The syndactyly is always bilateral and
fairly symmetrical. The toes are usually spared, and
changes are minimal. If present in the feet the syndactyly
is of soft tissue only and reaches about halfway up the
second and third toes.
DR D. P. BRENTON: You have told us about the skull

and hands in sclerosteosis. What about the rest of
the skeleton?

PROFESSOR BEIGHTON: These people are giants; the

men may approach 2-1 m in height, some women are over
1-8 m. They are overweight, partly on account of their
large dense bones. The bones are tough and not liable to
fractures. It is stated that one of these men fell from a
roof on to a factory floor and cracked the concrete with
his head! This is what the Afrikaner popular press have
called 'dik kop' disease. There is widening of the long
bones and loss of diaphyseal modelling. The thickened
clavicles can be palpated. Radiographically there is
increased width and density of the cortices of the tubular
bones. The spine is relatively spared in a way similar to
that seen in van Buchem's disease, the main changes
being very narrow sclerosis of the end plates of the verte-
brae and with uniform density of the pedicles. The
pelvis is uniformly over-dense, maximally around the
acetabula, and the flare of the pelvis wings is altered,
the ilia being hypoplastic. In the appendicular skeleton,
involvement is more marked distally than proximally,
the hand changes being greater than those in the humerus.
The skull is the most severely affected area of all.

PROFESSOR J. J. PRITCHARD: Is it a constant finding that
the distal part of the distal phalanges is missing?

PROFESSOR BEIGHTON: No. They are not missing in
sclerosteosis: that was in pycnodysostosis, the 'Toulouse-
Lautrec' type of dwarfism. Individuals with pycnody-
sostosis have acro-osteolysis and the terminal parts of
their phalanges are deficient.

PROFESSOR PRITCHARD: As you know, the terminal
end of the distal phalanx develops from membrane-
there is no cartilage growth plate at that end, the sutures
are also of course derived from membrane bone.

PROFESSOR BEIGHTON: How about the angle of the jaw?
PROFESSOR PRITCHARD: The jaw is membrane bone

officially, but the primary cartilage from which it grows
may form certain areas. The jaw is a peculiar bone.

PROFESSOR BEIGHTON: I think this is an interesting
point, as the pathogenesis of pycnodysostosis is un-
known. You seem to have clarified the point-it is a
defect ofmembrane bone. This perhaps is where we should
be looking. This shows the benefit of a multidisciplinary
meeting.
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