MAYO CLINIC | Targeted Genes and Methodology Details
LABORATORIES | for Inherited Motor and Sensory Neuropathy
Gene Panel

The following applies to IMSNP / Inherited Motor and Sensory Neuropathy Gene Panel. Testing is performed to evaluate for the presence
of variants in coding regions and extending to +/- 10 base pairs of adjacent intronic sequence on either side of the coding exons of the
genes analyzed. In addition, the analysis will cover select non-coding variants. Next-generation sequencing and/or a polymerase chain
reaction-based quantitative method is performed to test for the presence of copy number variants in the genes analyzed. Confirmation of
select reportable variants may be performed by alternate methodologies based on internal laboratory criteria.

This list is current from December 2022 to the present. This document is intended to highlight additional evaluations for variants of high
clinical interest as well as technical limitations. However, this document does not comprehensively reflect all genomic regions covered

by this test. For questions regarding transcripts, or genes or regions covered, contact the laboratory at 800-533-1710.

Genomic Build: GRCh37 (hg19) unless otherwise specified

Gene Reference Transcript Additional Evaluations Technical Limitations
AARST1 NM_001605.2 - -
ABCD1 NM_000033.4 c-16_10del -
AIFM1 NM_004208.4 ¢.697-44T>G -
ARSA NM_000487.6 - -
ATP1A1 NM_000701.8 - -
ATP7A NM_000052.7 - -
BAG3 NM_004281.3 - -
BSCL2 NM_032667.6 - -
Clorf194 NM_001122961.2 - -
CHCHD10 NM_213720.3 - -
CNTNAP1 NM_003632.3 - -
COX10 NM_001303.4 - CNVin exon 6 may not be detected or reported
COX6A1 NM_004373.4 - -
CTDP1 NM_004715.4 ¢.863+389C>T -
DGAT2 NM_032564.5 - -
DHH NM_021044.4 - -
DNM2 NM_001005360.2 - -
DYNC1H1 NM_001376.5 - -
EGR2 NM_000399.5 - -
ERCCS8 NM_000082.3 - CNVin exon 5 may not be detected or reported
FAM126A NM_032581.4 - -
FBLN5 NM_006329.3 - -
FGD4 NM_139241.3 - -
FIG4 NM_014845.5 - CNVin exon 17 may not be detected or reported
FMR1 NM_002024.5 - CNVin exon 2 may not be detected or reported
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Targeted Genes and Methodology Details

for Inherited Motor and Sensory Neuropathy

Gene Panel (continued)

Gene Reference Transcript Additional Evaluations Technical Limitations

GALC NM_000153.4 c-66G>C CNV in exon 6 may not be detected or reported

GAN NM_022041.3 - CNV in exon 2 may not be detected or reported
GARS1 NM_002047.4 - -
GBF1 NM_004193.3 - -
GDAP1 NM_018972.4 - -

c-103C>T
- >
GJBI NM_000166.6 cfix?e fT -
c-17+2T7>C

GLA NM_000169.2 O senn .
GNB4 NM_021629.4 - -
HARS1 NM_002109.6 - -
HINT1 NM_005340.7 - -
HK1 NM_000188.2 Jpothigs .
HSPB1 NM_001540.5 - -
HSPB8 NM_014365.2 - -
IGHMBP2 NM_002180.2 - -
INF2 NM_022489.4 - -
KARS1 NM_001130089.1 - -
LAMAZ2 NM_000426.3 ¢.3556-13T>A -
LITAF NM_004862.3 - -
LMNA NM_170707.4 c1698+13C>A -
LRSAM1 NM_138361.5 - -
MARS1 NM_004990.4 - -
MCM3AP NM_003906.5 - -
MFN2 NM_014874.4 - -
MORC2 NM_001303256.3 - -
MPV17 NM_002437.5 - -
MPZ NM_000530.8 - -
MTMR2 NM_016156.5 - -
NDRG1 NM_006096.4 - -
NEFH NM_021076.4 - -
NEFL NM_006158.4 - -
PEX7 NM_000288.4 c-45C>T -
PHYH NM_006214.4 - -
PLEKHG5 NM_020631.5 - -
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Targeted Genes and Methodology Details
for Inherited Motor and Sensory Neuropathy
Gene Panel (continued)

Gene Reference Transcript Additional Evaluations Technical Limitations
c.453+28_453+46del
c.453+159G>A
+ >
PLP1 NM_000533.5 ‘;jgi_;gg& AA
c.454-314T>A/G
¢.454-312C>G
PMP2 NM_002677.5 - -
PMP22 NM_000304.4 - -
PNKP NM_007254.4 c.1386+49_1387-33del -
POLG NM_002693.2 - -
PRPS1 NM_002764.4 - -
PRX NM_181882.3 - -
RAB7A NM_004637.6 - -
SACS NM_014363.6 - -
SBF1 NM_002972.4 - -
SBF2 NM_030962.3 - CNVin exon 10 may not be detected or reported
SCo02 NM_005138.2 - -
SH3TC2 NM_024577.4 - -
SLC12A6 NM_1336471 - CNVin exon 3 may not be detected or reported
SLC25A46 NM_138773.4 - -
Sequence variants in exons 3 and 9 will not be
SORD NM_003104.6 - detected or reported, CNV in exons 3 and 8-9 will
not be detected or reported
SOX10 NM_006941.4 - -
SURF1 NM_003172.4 - -
TDP1 NM_018319.4 - -
TFG NM_006070.6 - -
TRIM2 NM_001130067.2 - -
TRPV4 NM_021625.5 - -
TSFM NM_001172696.2 - CNV in exon 5 may not be detected or reported
TTR NM_000371.3 - -
TUBB3 NM_006086.4 - -
TWNK NM_021830.5 - -
TYMP NM_001953.5 - -
VPS13D NM_015378.4 - -
YARST1 NM_003680.3 - -
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