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Discussion

DR W. H. SCHUTT: Are there any changes in the teeth?
DR P. JACOBS: No, they are not described.
DR I. R. S. GORDON: Most of the cases of van Buchem

disease reported have presented in adults. Is it also seen
during childhood?
DR JACOBS: There is a misapprehension about this;

it has been said that the disease starts about puberty, but
it starts earlier. The youngest of the afflicted family I
described was 7 years of age. If a family was X-rayed
early enough, it might well be seen in very young children.
DR GORDON: This emphasizes one point not generally

realized-that it is important to have films of any bone
dysplasia over a sufficient length of time for study.
DR JACOBS: I couldn't agree more.
DR J. T. PATTON: It is interesting that your des-

cription of the changes in long bones and vertebrae
suggests that it is the oldest bone involved by the disease.
DR JACOBS: Yes, that is so.
CHAIRMAN: Is there any disturbance of eruption of the

teeth?
DR JACOBS: I don't know about this.
DR P. JENKINS: The cases ofCarmarthen I have seen have

presented on account of difficulties with tooth extraction.
CHAIRMAN: But the teeth appeared normal?
DR JENKINS: My dental colleague described that

clinically the difficulty arose from the tori which pro-
jected on the buccal margin of the alveoli, both of the
upper and lower jaws.
CHAIRMAN: In the buccal border of the alveoli! This is

quite different from the classic position which is dead
central.
PROFESSOR P. BEIGHTON: Van Buchem's patients seemed

to have an undoubted recessive inheritance. You have
produced at least one kindred with a very striking auto-
somal dominant pattern. I suggest that the disorder you
have described whilst similar to van Buchem disease, is
in fact a separate entity.

DR JACOBS: Professor Spranger in his recent book has
been into this, and has not been able to demonstrate any
significant difference between the dominant and recessive
modes of transmission. Generally speaking, the domi-
nants are milder cases than the recessives. This is all one
can say.
PROFESSOR BEIGHTON: I think we must try to distin-

guish in the mode of transmission, since this is vital to
meaningful genetic counselling.

PROFESSOR C. E. DENT: In a small restricted population,
very much inter-married, a recessive gene may appear in
three generations and so appear to be common in a
small community.
DR JACOBS: Dr Owen's patients at Chepstow were of

three generations, likewise the dominant family of
Maroteaux and Lamy in Paris, and the family reported in
Canada by Worth and Wollin were dominant. The only
recessive family tree was the original van Buchem one.
DR D. P. BRENTON: You mentioned Camurati-

Engelmann disease in the differential diagnosis, stressing
that it affects the diaphysis and that the bone ends are
normal.
DR JACOBS: Yes. In the usual description of Camurati-

Engelmann disease, it is stated that the disorder starts in
the middle of the bones and creeps upwards and down-
wards but sparing the bone ends. We of course also see
the characteristic diminution of the muscle mass.
DR BRENTON: But we had one patient in which the

changes did extend right to the ends.
DR JACOBS: Yes-this is so. I also showed you one

case where this occurred. The textbook descriptions are
not completely true. In the pelvis film I showed for
example, the changes had crept right up to the femoral
heads, and this spread was also seen in the hands.

PROFESSOR J. J. PRITCHARD: What sort of lesional bone
is it-cancellous or compact?
DR JACOBS: It's compact bone.
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