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Discussion

PROFESSOR P. BEIGHTON: Patients with this condition all
look very much alike facially: this one should emphasize.
One sees this feature in other ostedchondrodysplasias,
and it is very consistent in cartilage hair hypoplasia in
my experience. You mention the variation in gene ex-
pression and, in this context, refer to the hair. If the
clinical features and brachydactyly are present, but the
hair is microscopically normal, would you make a firm
diagnosis of the condition? We believe we have seen such
patients with normal hair.
DR D. C. SIGGERS: No, I would not be able to do this.
PROFESSOR J. SPRANGER: I would be inclined to make a

firm diagnosis, thinking of the case reported by Maro-
teaux et al. (1963).
DR SIGGERS: Was that the Algerian case?
PROFESSOR SPRANGER: Yes.
DR J. JANCAR: Did you notice any abnormality of the

skin around the hair?
DR SIGGERS: No, I don't know of any.
PROFESSOR J. J. PRITCHARD. Did you say there was a

histological fault in the cartilage?
DR SIGGERS: Yes, I was quoting McKusick et al. (1965),

who stated that the number of cartilage cells is diminished
and that they fail to form orderly columns in the epi-
physeal plate.
DR I. R. S. GORDON: You expressed some dissatis-

faction with the sitting to standing height ratio to estimate
shortlimbed dwarfism. Have you tried using the relative
bone lengths, i.e. expressing the lengths of the long bones
of the limbs as a percentage of total height? Standards
for this were published by Maresh (1959).

DR SIGGERS: Yes, Tanner did that on the two sibs, and
found it was very close to the ratio of sitting height versus
stature. It didn't alter anything.
DRW. D. JEANS: Do you know why thereis metaphyseal

sclerosis of the distal end of the femur? If this is some-
thing to do with interruption of growth, it is interesting
that there were no Harris' lines further up the bone.
DR SIGGERS: I don't know the answer-Professor

Spranger ... ?
PROFESSOR SPRANGER: Neither do I!
CHAIRMAN: Did I understand you to say that the spinal

changes regress and revert to normal?
DR SIGGERS: No. Certainly in the few cases I have

studied the Schmorl's nodes and changes in the end plates
of the vertebrae seem only to be present in older children,
McKusick et al. (1965) did not refer to these changes, but
other papers mention that they become apparent in the
adolescent and in adults, but not in the young child. But
I don't know why. I think the condition can be very dif-
ficult to diagnose radiologically in the adult.
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