Left hand dystonia as a recurring feature of a family
carrying C90RF72 mutation.
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Objectives

The clinical phenotype associated with mutations in the C90RF72 gene is known to

be variable. We report an unusual and previously unreported association between
CO90RF72 and the presence of left-hand dystonia.

We describe the presenting symptoms and progression of members of a native
Italian family carrying the C90RF72 mutation.
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In three family members behavioural problems developed consistent with
frontotemporal dementia followed, a few years after disease onset, by a left hand
dystonia. In two of these family members neurological and neuropsychological
evaluations excluded more widespread signs of corticobasal syndrome such as
apraxia and extrapyramidal signs.

The present cases add further evidence of the puzzling and

challenging  phenotypic  variability  associated  with
frontotemporal dementia.
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