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DISEASE:
Sensory ataxic neuropathy-dysarthria-ophthalmoparesis syndrome
NAME: Sensory ataxic neuropathy-dysarthria-ophthalmoparesis syndrome
A rare mitochondrial disease characterized by adult onset of the triad of sensory ataxic neuropathy,
. dysarthria, and ophthalmoparesis. Additional signs and symptoms are highly variable and include myopathy,
DESCRIPTION: . : 7 . : .
seizures, and hearing loss, among others. Brain imaging may show cerebellar white matter abnormalities
and/or bilateral thalamic lesions.
ORPHACODE: 70595
SYNONYMS: SANDO
Orphanet
. MeSH
XREF(S): OMIM
ICD-10
. POLG
ANALYTE(S): TWNK
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RELATED CONTENT

Related Genetic Tests

e Mitochondrial disorders (gene panel)

Related Laboratories

e Centrum Medische Genetica - UZ Brussel VUB

Related Analytes

e DNA polymerase gamma, catalytic subunit
e twinkle mtDNA helicase

Related Gene Panels

e mitochondrial disease, nuclear based (343 genes) - VUB
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