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Huntington's disease

[Number of Patients]
Eestimated as 1000 patients in Japan

[Background]

Huntington disease (HD) is a neurodegenerative disorder transmitted as an autosomal
dominant trait. Clinical hallmarks of HD is clumsiness, chorea and dystonia as motor
symptoms, personality changes, obsessive—compulsive disorders as psychiatric symptoms and
dementia. Onset of age is variable, however mean age of onset is around thirty. Duration
of illness is 15720years. In juvenile cases of HD, these symptoms are severe and general ized

epilepsy is revealed occasionally.

[Cause]
Abnormal CAG repeat expansion of IT15 in 4p16.3 (HD gene product is huntingtin.)
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[Major symptoms]

(1)Motor system: clumsiness, chorea, dystonia, facial grimacing are cardinal symptoms of
motor system. In the advance stage, gait disturbance occurs due to both extrapyramidal and
cerebel lar degeneration. Dysphagia is also prominent at the advanced stage. (2)Pshychic
symptoms: Anxiety, depression, sleep disturbance, obsessive-compulsive disorders
behavioral changes are usually revealed. Sometimes suicidal attempts are occurred
(3)Cognitive disorders: Awide range of disorders of mental function. (4) MR imaging: Diffuse
brain atrophy and dilatation of the lateral ventricles. Widening of the anterior horn of
the lateral ventricles are usually observed.

[Major complications]

Dysarthria and dysphagia are the frequent feature of oro-lingual chorea/dystonia.
Sometimes patients with HD fall due to chorea, dystonia and other abnormal movements,
resulting in bone fracture

[Major treatments)
Anti-psychotic drugs (both of typical and atypical psychotropic drugs) are used, however,
their effects are insufficient. Anti-epileptic drugs are prescribed for patients with

epileptic seizure. Tetrabenazine is approved for chorea.

[Contact information] Nanbyou home page
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