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DISEASE:
Dopa-responsive dystonia due to sepiapterin reductase deficiency
NAME: Dopa-responsive dystonia due to sepiapterin reductase deficiency
Dopa-responsive dystonia (DRD) due to sepiapterin reductase deficiency (SRD) is a very rare
DESCRIPTION: neurometabolic disorder characterized by dystonia with diurnal fluctuations, axial hypotonia, oculogyric
crises, and delays in motor and cognitive development.
ORPHACODE: 70594
Autosomal recessive sepiapterin reductase-deficient DRD
] DRD due to SRD
SYNONYMS: SPR deficiency
Sepiapterin reductase deficiency
Orphanet
XREF(S): OMIM
ICD-10
ANALYTE(S): SPR
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RELATED CONTENT

Related Genetic Tests

e Dystonia (gene panel)

Related Laboratories

e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

e sepiapterin reductase

Related Gene Panels

e Dystonia (68 genes) - KUL
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