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DISEASE:
Autosomal dominant dopa-responsive dystonia

NAME: Autosomal dominant dopa-responsive dystonia

DESCRIPTION:
A rare neurometabolic disorder characterized by childhood-onset dystonia that shows a dramatic and 
sustained response to low doses of levodopa (L-dopa) and that may be associated with parkinsonism at an 
older age.

ORPHACODE: 98808

SYNONYMS:

Autosomal dominant Segawa syndrome
DYT5a
GTPCH1-deficient DRD
GTPCH1-deficient dopa-responsive dystonia
HPD with marked diurnal fluctuation
Hereditary progressive dystonia with marked diurnal fluctuation

XREF(S):

Orphanet
OMIM
OMIM
ICD-10

ANALYTE(S):
GCH1
NR4A2
IMPDH2
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RELATED CONTENT

Related Genetic Tests 

Dystonia (gene panel)
Parkinson (gene panel)
Segawa syndrome (GCH1 gene)

Related Laboratories 

Centrum Medische Genetica - UZ Brussel VUB
Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

GTP cyclohydrolase 1
inosine monophosphate dehydrogenase 2
nuclear receptor subfamily 4 group A member 2

Related Gene Panels 

Dystonia (68 genes) - KUL
Parkinson (18 genes) - KUL
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