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Abstract: Objective To investigate the clinical and genetic features of patients with Huntingtons disease (HD) and the association
between genotype and clinical phenotype. Methods Related clinical data were collected from 45 families with HD, and the Mini-men-
tal State Examination (MMSE) was used to determine the scores of mental state of HD patients and their family members. PCR was
used to amplify exon 1 of the HTT gene and then capillary electrophoresis was used for fragment analysis. The data obtained were ana-
lyzed. Results A total of 56 individuals were found to have positive HTT gene ( CAG repeats >39 times), among whom 35 had al-
ready developed HD and 21 were in the presymptomatic state. The mean age of onset was 39.34 +10. 93 years. The initial symptom
was involuntary dance-like movements in all patients, and some patients also had mental and behavioral disorders and cognitive impair-
ment. There was a significant difference in cognitive function assessment between the groups of patients with different durations of dis-
ease (P <0.05). Age of onset was negatively correlated with the number of CAG repeats in the HTT gene (r= -0.769, P =0.000).
Conclusions HD is a neurodegenerative disease with high clinical and genetic heterogeneity. Age of onset is negatively correlated with
the number of CAG repeats in the HTT gene. The patient$ cognitive function is closely associated with the course of the disease. Pa-
tients with a longer course of disease are more likely to develop cognitive impairment. Irritability is the most common mental and behav-

ioral disorder.
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