










Episodic
symptoms

Exclusion of acquired causes in case of (sub)acute onset, specific medical history or MRI findings. Common acquired causes include: 
autoimmune diseases, toxins, head trauma, hypoxia, tumor, stroke, infections, vitamine deficiency, paraneoplastic syndromes

N.B.: For early-onset ataxias please consult the dedicated ERN-RND flowchart.

Autosomal DominantAutosomal Recessive Sporadic
(non-informative family history)

abnormal

Candidate
gene

analysis

Check:
• Alpha-fetoprotein, vitamin E, albumin, 

cholesterol, lactate, ceruloplasmin, 
phytanic acid, VLCFA, creatin kinase

• urine organic acids, plasma amino
acids, lysosomal enzymes, 
cholestanol, oxysterols

• Red flags for specific diseases in MRI
• Optic atrophy, Cataract
• Ocular Telangiectasia

FRDA 
CANVAS/RFC1

FRDA,SCA1,2,3,6,7,17,DRPLA, 
CANVAS/RFC1, SCA27b/FGF14

FXTAS*

SCA1,2,3,6,7,17,DRPLA, 
SCA27b/FGF14

Diagnostic flowchart –Ataxias

IF AVAILABLE 
NGS Panel, WES, WGS 

negative and
MSA-C unlikelyif

NGS not
available

CHECK for presence/absence: (1) peripheral neuropathy-sensory neuronopathy; (2) Cerebellar /brainstem/ cerebral MRI findings

if it helps
interpreting
NGS results

negative negative

if
NGS not
available

if
NGS not
available

if
NGS not
available

Test for 
CACNA1A**, 

SCA27b/FGF14, 
EA1-KCNA1

Test for rare repeats/
rearrangements

(SCA10,12,37,15) and
frequent SCAs caused

by conventional
mutations



Notes:
* Consider FXTAS if tremor-ataxia syndrome and age of onset >50 years
** Test for both conventional mutations (episodic ataxia type 2 and overlap syndromes hemiplegic
migraine/episodic ataxia) and CAG expansions (SCA6 with early episodic symptoms)

Abbrevations:
CANVAS - Cerebellar Ataxia, Neuropathy, Vestibular Areflexia Syndrome
DRPLA - Dentatorubral-pallidoluysian Atrophy
EA1 - Episodic Ataxia type 1
FRDA - Friedreich´s Ataxia
FXTAS - Fragile X-associated Tremor/Ataxia Syndrome
MRI - Magnetic Resonance Imaging
MSA-C - Multiple System Atrophy Cerebellar type
NGS - Next Generation Sequencing
SCA - Spinocerebellar Ataxia
VLCFA - Very Long Chain Fatty Acids
WES - Whole Exome Sequencing
WGS - Whole Genome Sequencing




