
















Gene Associated MIM
AARS1 613287
ATL1 613708
ATL3 615632
ATP1A1 618036
ATP7A 300489
BAG3 612954
BICD2 618291
BSCL2 600794
CCT5 256840
COX6A1 616039
DCAF8 610100
DCTN1 607641
DHTKD1 615025
DNAJB2 614881
DNM2 606482
DNMT1 614116
DST 614653
DYNC1H1 614228
EGR2 607678
FBLN5 614434
FBXO38 615575
FGD4 609311
FIG4 611228
GAN 256850
GARS1 601472
GDAP1 608340
GJB1 302800
GNB4 615185
HARS1 616625
HINT1 137200
HK1 605285
HOXD10 192950
HSPB1 606595
HSPB3 613376
HSPB8 158590
IGHMBP2 604320
INF2 614455
KARS1 613641
KIF1A 614213
KIF1B 118210
LITAF 601098
LMNA 605588
LRSAM1 614436
MARS1 616280
MCM3AP 618124
MED25 605589
MFN2 601152
MME 617017
MORC2 616688
MPZ 607736
MTMR2 601382
MYH14 614369
NAGLU 616491
NDRG1 601455
NEFH 616924
NEFL 607734
NGF 608654
PDK3 300905
PLEKHG5 615376
PMP2 618279
PMP22 118300
POLG 613662
PRDM12 616488
PRPS1 311070
PRX 614895
RAB7A 600882
REEP1 614751
RETREG1 613115
SACS 270550
SBF1 615284
SBF2 604563
SCN11A 615548
SCN9A 133020
SETX 606002
SH3TC2 601596
SIGMAR1 605726
SLC25A46 616505
SLC5A7 158580
SPG11 616668
SPTLC1 162400
SPTLC2 613640
SURF1 616684
TFG 604484
TRIM2 615490
TRPV4 606071
VCP 616687
WARS1 617721
WNK1 201300
YARS1 608323

Supplementary Table 1: List of known CMT genes analyzed by whole-
exome sequence



Supplementary table 2. Fisher’s exact test statistic shows a value of p<0.01. 

Tyr172Cys alleles Wild-type 
chromosomes 

Total 

CMT chromosomes (GENESIS) 3 2,508 2,514 
Controls (GENESIS) 0 16,624 16,624 
Total 3 19,132 19,138 



Supplementary Table 3: Motor nerve studies 

Individual Age Side Ulnar Nerve Median Nerve Peroneal Nerve 

DML 
(ms) 
<3.4 

NCV1 
(m/s) 
>49 

NCV2 (m/s) 
>50 

CMAP (mV) 
>2.8 

DML 
(ms) 
<3.5 

NCV (m/s) 
>48 

CMAP 
(mV) 
>3.5 

DML (ms) 
<5.5 

NCV3 
(m/s) 
>40 

NCV4 
(m/s) 
>40 

CMAP 
(mV) 
>2.5 

Family 1-II:1 33 L 4.03 ND ND 0.96 6.00 ND 0.82 ND ND ND ND 

Family 2-II:1 7 L 2.3 36 ND 0.8 4.8 ND 0.4 4.1 30 ND 0.3 

Family 3-II:1 15 L 3.1 41 - 
(dispersion)  

0.3 
(dispersion) 

4.6 65 2.7 NR NR NR NR 

Family 3-I:2 50 L 2.4 61 40 9 3.6 57 7 7.2 55 44 0.4 

Normal values for each nerve in top row under DML, NCV and CMAP. DML – distal motor latency, NCV – Nerve Conduction Velocity; NCV1 – NCV between 
wrist/elbow; NCV2 – NCV around elbow; NCV3 – NCV between  ankle/knee; NCV4 – NCV around knee. CMAP – compound muscle action potential; “ND” 
indicates measurement was not done. Bold letters signify abnormal values. 



Supplementary Table 4: Sensory nerve studies 

Individual Side Median Nerve Ulnar Nerve Radial Nerve Su
Lat. 
(ms) 
<3.5 

NCV 
(m/s) 
>44 

SNAP 
(uV) 
>20 

Lat. (ms) 
<3.1 

NCV 
(m/s) 
>44 

SNAP 
(uV) 
>18 

Lat. (ms) 
- 

NCV 
(m/s) 
- 

SNAP 
(uV) 
>22 

Lat. (ms) 
<3.5 

N  
>

Family 1-II:1 L 2.93 47.7 13.04 3.17 44.2 13.02 ND ND ND ND N

Family 2-II:1 L ND ND ND ND ND ND ND ND ND ND N

Family 3-II:1 L 46 6 44 7 41 6 N

Family 3-I:2 L 56 26 57 21 56 36 4

Normal values listed for each nerve in top row under Lat., NCV, and SNAP., Lat. - latency, NCV – Nerve 
Conduction Velocity; SNAP-Sensory Nerve Amplitude Potential. “ND” indicates measurement was not done. Bold 
letters signify abnormal values. 




