
Autosomal Dominant Family History Autosomal Recessive Family History

Test Code 6901 
Ataxia,  

Common 
Repeat 

Expansion 
Evaluation

SCA1 (ATXN1)
SCA2 (ATXN2)
SCA3 (ATXN3)

SCA6 (CACNA1A)
SCA7 (ATXN7)
SCA17 (TBP)

SCA8 (ATXN8OS)
SCA10 (ATXN10)

Test Code 677

SCA7 
(ATXN7)

Individual 
Test Codes 

371, 672, 105

SCA1 (ATXN1)
SCA2 (ATXN2)
SCA3 (ATXN3)

Test Code 401 

DRPLA 
(ATN1)

Test Code 373 

SCA6 
(CACNA1A)

Test Code 6920 
Episodic Ataxia 

Evaluation

EA5 (CACNB4)
EA1 (KCNA1)
EA6 (SLC1A3)

EA2 (CACNA1A)

Test Code 349 
Ataxia, 

Friedrich (FXN) 
Evaluation

FRDA (FXN)
Repeat 

Expansion & 
Sequencing

Test Code 6912 
Oculomotor 

Apraxia Ataxia 
Evaluation

AOA1 (APTX)
AOA2 (SETX)

Test Code 283 

 AVED (TTPA)

Test Code 353 
Ataxia- 

Telangiectasia 
(ATM) 

Evaluation

AT (ATM) 
Seq & Del

Test Code 6911 
Ataxia, Supplemental Recessive Evaluation

AOA1 (APTX) Seq
AT (ATM) Seq
AT (ATM) Del

AOA2 (SETX) Seq
AVED (TTPA) Seq

COQ10D4 (ADCK3) Seq
SPAX5 (AFG3L2) Seq
SCAR10 (ANO10) Seq
AXPC1 (FLVCR1) Seq

SCAR13 (GRM1) Seq
ATLD (MRE11A) Seq
SPAX4 (MTPAP) Seq

SACS (SACS) Seq
SCAR8 (SYNE1) Seq
SCAR11 (SYT14) Seq

SCAN1 (TDP1) Seq
MSS (SIL1) Seq

POLG (POLG) Seq

Test Code 6903 
Ataxia, Supplemental Dominant Evaluation

SCA28 (AFG3L2) Seq
SCA13 (KCNC3) Seq
SCA14 (PRKCG) Seq
SCA5 (SPTBN2) Seq
SCA26 (EEF2) Seq

SCA27 (FGF14) Seq
SCA29 (ITPR1) Seq

SCA19 (KCND3) Seq

SCA23 (PDYN) Seq
SCA35 (TGM6) Seq
SCA11 (TTBK2) Seq
SPAX1 (VAMP1) Seq

EA1 (KCNA1) Seq
EA5 (CACNB4) Seq
EA6 (SLC1A3) Seq

EA2 (CACNA1A) Seq

Associated Clinical Features

None
Retinal  

degeneration

Pyramidal, 
extra - 

pyramidal,  
or peripheral 
neuropathy

Chorea, 
dementia, 

myoclonus, 
seizures 

Pure 
cerebellar 

ataxia

Episodic  
ataxia

None or
normal MRI,
peripheral

sensory
neuropathy

Oculomotor
apraxia, 

low albumin, 
high

cholesterol

Low
vitamin E

levels

High
α-fetoprotein

Associated Clinical Features

Single Repeat Expansions

285 – SCA12 (PPP2R2B)
401 – DRPLA (ATN1)

Test Code 6900 
Ataxia, Complete Dominant Evaluation

Includes Tests 6901, 6903, 285 and 401

Test Code 6910 
Ataxia, Complete Recessive Evaluation

Includes Tests 349 and 6911

Test Code 6930 
Ataxia, Comprehensive Evaluation

Includes Tests 6901, 6903, 285, 401, 349 and 6911

No Family History

Test Ordering Algorithm for Hereditary Ataxias

Abbreviations: Seq, DNA sequence analysis; Del, deletion detection; SCA, spinocerebellar Ataxia.
*Tier 1 is derived from: 
a van de Warrenburg BPC, van Gaalen J, Boesch S, et al. EFNS/ENS consensus on the diagnosis and management of chronic ataxias in adulthood. Eur J Neurol. 2014;21:552–562.
b Gasser T, Finsterer J, Baets J, et al. EFNS guidelines on the molecular diagnosis of ataxias and spastic paraplegias. Eur J Neurol. 2010;17:179–188.
c Jayadev S, Bird TD. Hereditary ataxias: overview. Genet Med. 2013;15:673–683.
d Fogel BL, Lee H, Deignan JL, et al. Exome sequencing in the clinical diagnosis of sporadic or familial cerebellar ataxia. JAMA neurology 2014;71:1237–46
†Consider the following if Tier 1 is negative.
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