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[57] ABSTRACT

The present invention provides an isolated DNA molecule of
the autosomal dominant spinocerebellar ataxia type 1 gene,
which is located within the short arm of chromosome 6. This
isolated DNA molecule is preferably located within a 3.36
kb EcoRI fragment, i.c., an EcoRI fragment containing
about 3360 base pairs, of the SCA1 gene. The isolated
sequences contain a CAG repeat region. The number of
CAG trinucleotide repeats (n) is =36, preferably n=19-36,
for normal individuals. For an affected individual n>36,
preferably n=43.

10 Claims, 22 Drawing Sheets

ﬂmﬂnﬂnnﬂnnﬂﬂnm .

[ o5 ] y [ Tos laslar [ 171751
921 2527293133353739414345474951535557596163658769717375777 B

UNAFFECTED RANGE

AFFECTED RANGE

REPEAT SIZE



