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DISEASE:
Multiple sulfatase deficiency

NAME: Multiple sulfatase deficiency

Multiple sulfatase deficiency (MSD) is a very rare and fatal lysosomal storage disease characterized by a
clinical phenotype that combines the features of different sulfatase deficiencies (whether lysosomal or not)
DESCRIPTION: that can have neonatal (most severe), infantile (most common) and juvenile (rare) presentations with
manifestations including hypotonia, coarse facial features, mild deafness, skeletal anomalies, ichthyosis,
hepatomegaly, developmental delay, progressive neurologic deterioration and hydrocephalus.

ORPHACODE: 585

Juvenile sulfatidosis, Austin type
SYNONYMS: MSD
Mucosulfatidosis

Orphanet
XREF(S): ICD-10
OMIM
ANALYTE(S): SUMF1
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RELATED CONTENT

Related Genetic Tests

¢ |chthyosis (gene panel)

Related Laboratories

e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

¢ sulfatase modifying factor 1

Related Gene Panels

¢ Ichthyosis and erythroderma (98 genes) - KUL
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