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ABSTRACT Objective: To understand the clinical and genetic features of Huntington disease ( HD).
Methods: The clinical data of HD cases from 2 Chinese families were analyzed and trinucleotide repeat
in the IT15 gene were investigated in 9 of the two families by polymerase chain reaction and GeneScan.
Results: Among the two pedigrees, 6 cases were ascertained as HD by genetic test. Genotypes of ITI15
were heterozygous in these HD patients. CAG repeat of the patients in the HD chromosome were 40 —78.
In the two pedigrees, the onset age was earlier in the subsequent generations than that of their fathers. In
pedigree 2, the onset age was inversely correlated with CAG repeat number. One out of the 6 cases was
juvenile-onset type of Huntington disease, whose clinical symptoms were different from those of the adult-
onset cases, especially the hypertonic manifestation. Conclusion: HD is an autosomal dominant neurode-
generative disorder with genetic anticipation caused by enlargement of CAG repeat in ITI15 gene. The
clinical manifestation is different between the juvenile-onset and the adult-onset. The number of CAG re-
peat is inversely correlated with the onset age and clinical severity.
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O Women; [J Man ;,@l Women dead probably not affected ; JZ[ Man dead probably not affected; @ Woman patient; Il Man patient; ,‘ Dead women
patient ; ' Dead men patient; 7 Proband; A ,the pedigree map of family 1, the proband presented the disease at 7 years old, and died at 15 years old,

her father presented the disease at 30 years old, now he is 38 years old, still alive; B, the pedigree map of family 2, there are 12 patients in the family

among 4 generations.
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Table 1 Patient’ s clinical manifestation and CAG trinucleotide repeat
Pedigree 1 Pedigree 2
Patient
I I Vi1 V2 Vi3 27 s
Onset (year) 30 7 35 23 41 49 50
Sex M F M F M M M
CAG repeats None 17/78 17/45 17/57 17741 17/40 None
Clinical manifestations
Chorea + - + + + + +
Psychiatric sympt + - + - - + +
Mental retardation + + + - - + +
Tone increased - + - - - - -
Seizure - - - - - - -
Speech disorder + + + - - + +
MRI/CT Brain atrophy  Basal ganglia atrophy Brain atrophy None None None None

M,male; F, female; None, not done.

A, Tl-weighted; B, T2-weighted ; C, T2 flair; All of them shows enlargement of anterior horn of lateral ventricles and atrophy of bilateral caudate nu-

cleus and putamen.
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Figure 2 MRI of the proband I 1 in pedigree 1
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