Test Ordering Algorithm for
Hereditary Spastic Paraplegia

Autosomal Dominant Family History Autosomal Recessive Family History

Radiological findings

X-linked Spastic Paraplegia

athena diagnostics
®

No Family History

Thin corpus Cerebellar
None
callosum atrophy
. *
Tier 1 Test Code 6611
H.SP' GG . Individual festCodeezd Test Code 6631
Dominant Evaluation HSP, Common .
e e Test Code 632 Recessive Evaluation IRELR, B
SPG4 (SPAST) Seq 633,614 Evaluation
SPG4 (SPAST) Del SPG11(SPG11) SPG7 (SPG7) SPG11 (SPG11) L1CAM Seq
SPG3A (ATLN) Seq SPG15 (ZFYVEZ6) SPG15 (ZFYVEZ26) PLP1 Se
SPG31 (REEP1) Seq SPG7 (SPG7) q
SPG10 (KIF5A) Seq
Tier 2f
Test Code 6622
Test Code 6612 Recessive Evaustion
HSP, Supplemental
Dominant Evaluation SPGS5 (CYP7B1) Seq
SPG6 (NIPAT) Seq Infantile onset ascending SP (ALS2) Seq
SPG48 (AP5Z1) Seq
SPG8 (KIAA0196) Seq
SPG35 (FA2H) Seq
SPG17 (BSCL2) Seq
SPG30 (KIF1A) Seq
SPG13 (HSPD1) Seq
SPG39 (PNPLA6) Seq
SPG12 (RTN2) Seq . .
SPG42 (SLC33AT) S Spastic Ataxia (SACS) Seq
eq SPG20 (SPG20) Seq
SPG21(SPG21) Seq
Test Code 6610 Test Code 6620

HSP, Complete
Dominant Evaluation

Includes Tests
6611 and 6612

HSP, Complete
Recessive Evaluation

Includes Tests
6621 and 6622

To download a test requisition visit us on our website at AthenaDiagnostics.com

Abbreviations: Seq, DNA sequence analysis; Del, deletion detection.

“Tier 1is derived from:

@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.

Test Code 6601
HSP, Common
Sporadic Evaluation

SPG4 (SPAST) Seq & Del
SPG7 (SPG7) Seq

Test Code 6602
HSP, Supplemental Sporadic Evaluation

SPG3A (ATLN) Seq
SPG31 (REEP1) Seq
SPG10 (KIF5A) Seq
SPG6 (NIPA1) Seq
SPG8 (KIAA0196) Seq
SPG17 (BSCL2) Seq
SPG13 (HSPD1) Seq
SPG12 (RTN2) Seq
SPG42 (SLC33A1) Seq
SPG11(SPG11) Seq
SPG5 (CYP7B1) Seq
SPG15 (ZFYVEZ26) Seq
Infantile onset ascending SP (ALS2) Seq
SPG48 (AP5Z1) Seq
SPG35 (FA2H) Seq
SPG30 (KIF1A) Seq
SPG39 (PNPLA6) Seq
Spastic Ataxia (SACS) Seq
SPG20 (SPG20) Seq
SPG21 (SPG21) Seq
X-linked (L1CAM) Seq
X-linked (PLP1) Seq

Test Code 6630
HSP, Comprehensive Evaluation

Includes Tests
6601 and 6602

®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.

°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
fConsider the following if Tier 1 is negative.
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