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DISEASE:
Machado-Joseph disease type 2

NAME: Machado-Joseph disease type 2

Machado-Joseph disease type 2 is a subtype of Machado-Joseph disease (SCA3/MJD, see this term) with
DESCRIPTION: intermediate severity characterized by an intermediate age of onset, cerebellar ataxia and external
progressive ophthalmoplegia, with variable pyramidal and extrapyramidal signs.

ORPHACODE: 276241

SYNONYMS: SQAB, Thomas type.
Spinocerebellar ataxia, Thomas type
. Orphanet

XREF(S): 1CD-10

ANALYTE(S): ATXN3
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RELATED CONTENT

Related Genetic Tests

e Spinocerebellar ataxia (types 1, 2, 3, 6, 7) - CAG repeat expansion

Related Laboratories

e Centrum Menselijke Erfelijkheid - KUL

Related Analytes
e ataxin 3
Related Gene Panels

e Spinocerebellar ataxia (types 1, 2, 3, 6, 7) (5 genes) - KUL
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