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At the last meeting of the Editorial Committee, it was
agreed to start a 'Question and Answer' series in the
Journal. The following query was submitted by the
Editor and answered by Dr M. Baraitser. Further
questions will be welcomed.

Question

Many neurologists are unwilling to make a diagnosis
of Huntington's chorea (HC) unless there is a relevant
family history. If this is the case, new mutants will be
missed.
Are there reliable clinical features which enable a

diagnosis of HC to be made without reference to the
family history? Is it possible, for example, to dis-
tinguish HC from Alzheimer's disease?

C. A. CLARKE

Answer

Published case reports of fresh mutations in Hun-
tington's chorea are scarce. The mutation rate is low,
but the strict criteria suggested for the acceptance of
fresh mutations have resulted in the publication of few
verified cases. Both parents should have lived long
enough and yet remained free from the disease; there
must be adequate information about the parents, as a
family history of Huntington's chorea is often hidden;
and paternity needs to be proved. Preferably, fresh
mutants should be shown to have had affected
offspring.

Heathfield (1967) noted in his study of Hun-
tington's chorea that 50% of the cases seen at the
National Hospital, Queen Square, London had been
diagnosed without a positive family history. In Caro's
analysis of 300 patients (Caro, 1977), there were
2.6% who, after an extensive search, were without a
relevant family history. In typical cases, the diagnosis
is therefore made on clinical grounds alone. The
typical clinical picture of progressive dementia and
chorea with onset in middle life is seldom mimicked by
other disorders.

The most diagnostic feature of the disease is the
gait. This is characterised by a wide base, an
accentuation of the choreiform movements of the head,
trunk, and limbs during ambulation, and a disturbance
of rhythm with a lurching from side to side. If the face
is observed during walking, the sudden movements of
eyebrows and mouth become particularly evident.
Heathfield (1967) found among his series of 66 cases 4
wrongly diagnosed; one had a cerebellar ataxia, one
Parkinson's disease with arteriosclerotic dementia,
one with multiple tics and a mild spastic paraparesis,
and a fourth with spasmodic torticollis and a person-
ality disorder. It is unusual to confuse Alzheimer's
disease with Huntington's chorea, but where the pre-
senile dementias are accompanied by severe
myoclonus (mostly present, if at all, in the late stages
of the disease), differentiation from Huntington's
chorea could be difficult. In practice, mistakes are
probably unusual. (One such case is reported by Caro,
1977.)

It is possible that, because of the general reluctance
to diagnose the disorder without relevant family
history, cases of Huntington's chorea are being
diagnosed as presenile dementia, Parkinson's disease,
or senile chorea. It is especially in those cases with an
age of onset late in life, and where the choreiform
movements and not the dementia predominate, that
diagnostic difficulties occur. The precise differentiation
between senile chorea and atypical Huntington's
chorea is difficult in the absence of diagnostic
biochemical tests, and those at risk should be
counselled with caution.

M. BARAITSER
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