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DISEASE:
Spinocerebellar ataxia with axonal neuropathy type 1

NAME: Spinocerebellar ataxia with axonal neuropathy type 1

Spinocerebellar ataxia with axonal neuropathy type 1 is a rare, genetic neurological disorder characterized
by a late childhood onset of slowly progressive cerebellar ataxia. Initial manifestations include weakness and
atrophy of distal limb muscles, areflexia and loss of pain, vibration and touch sensations in upper and lower
DESCRIPTION: extremities. Gaze nystagmus, cerebellar dysarthria, peripheral neuropathy, stepagge gait and pes cavus
develop as disease progresses. Cerebellar atrophy (especially of the vermis) is present in all affected
individuals. Additional reported manifestations include seizures, mild brain atrophy, mild
hypercholesterolemia and borderline hypoalbuminemia.

ORPHACODE: 94124
SYNONYMS: SCAN1
Orphanet
XREF(S): OMIM
ICD-10
ANALYTE(S): TDP1
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RELATED CONTENT

Related Genetic Tests

e Neuropathy (gene panel)

Related Laboratories

e Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes

o tyrosyl-DNA phosphodiesterase 1

Related Gene Panels

e Neuropathy (148 genes) - IPG
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