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(Exclude ataxia mimics)

ONSET/PRESENTATION ‘

* repeat expansions :FRDA,;SCAs,
FXTAS, CANVAS in late onset cases)

* Single-gene testing*
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(Sub) acute onset

Exclude Acquired ataxia

Chronic -progressive
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ASSESSMENT

1) Previous history including family history

2) Assessment of Inventory of Non-Ataxia Symptoms (INAS)
3) Neurophthalmological valuation

4) Grading of ataxia : clinical scale (e.g. SARA)
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Neurophysiology

LABORATORY & MRI
OTHER CLINICAL Brain-Spinal cord
ASSESSMENT

Skin/muscle
* NGS mitochondrial
*  WES/ WGS suspected

If negative, Consider:
mtDNA seq
aCGH/aSNP, karyotype
WES-WGS reanalysis
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(multi-system disease)

biopsy if
disorder s

Blood investigations:

Alpha-fetoprotein, vitamin E, albumin, cholesterol,
triglycerides, lactate, ceruloplasmin, phytanic acid, VLCF,
CK, lysosomal enzymes, cholestanol, oxysteroids,
acylcarnitines, transferrin electrophoresis

Urine investigations:

amino acids and organic acids, bile acid alcohol

’ Pontocerebellar hypoplasia ‘

’ Joubert syndrome ‘

Dandy walker malformation ‘

Rhomboencephalosynapsis

Pontocerebellar atrophy

»| Specific
genes

Cerebellar atrophy ‘

Cervical Spinal cord atrophy

Pons abnormalities (ARSACS)

N T2 MCP/ splenium cc (FXT|AS)

T2 dentate nuclei (CTX)

’/[\TZ thalami (POLG) ‘
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¢ NGS panel
* WES/WGS

* Specific gene testing

* NGS panel



