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ABP  Abductor pollicis brevis muscle
AD  Autosomal dominant
ADQ Abductor digiti quinti muscle
AHB  Abductor hallucis brevis muscle
ALDS Academic Medical Centre linear disability score
AMC  Academic Medical Centre
ANCOVA  Analysis of covariance
ANOVA Analysis of variance
AR  Autosomal recessive
AT  Anterior tibial muscle
BSCL2 Bernardinelli-Seip congenital lipodystrophy 2 (seipin)
CCFDN Congenital cataracts facial dysmorphism neuropathy
CHN Congenital hypomyelinating neuropathy
CI  Confidence interval
CMAP Compound muscle action potential
CMT Charcot-Marie-Tooth
CMT1 Charcot-Marie-Tooth type 1
CMT2 Charcot-Marie-Tooth type 2
CMT4 Charcot-Marie-Tooth type 4
CMTX X-linked CMT
CMTNS Charcot-Marie-tooth neuropathy score 
CNAP Compound nerve action potential
CTDP1 C-terminal-domain phosphatase of RNA polymerase II, subunit 1
Cx32 Connexin 32
C22 Mice carrying 7 copies of the human PMP22 gene
C3-PMP Mice carrying 3 to 4 copies of the human PMP22 gene
DI  Autosomal dominant intermediate
DNM2 Dynamin 2
DSS Dejerine-Sottas syndrome
EDB Extensor digitorum brevis muscle
EGR2 Early growth response 2
EMG Electromyography
FGD4 FYVE, RhoGEF and PH domain containing 4, coding for fabrin
FIG4 Sac (suppressor of actin) domain-containing inositol phosphatase 3 
GARS Glycyl-tRNA synthetase
GDAP1 Ganglioside-induced differentiation associated protein-1
GJB1 Gap junction protein β1
g-ratio  Ratio of the axon diameter to the total fibre - axon plus myelin - diameter
HMSN Ia  Hereditary motor and sensory neuropathy type Ia
HMSNR Hereditary motor and sensory neuropathy/Russe
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 Abbreviations

HNPP Hereditary neuropathy with liability to pressure palsies
HSP22 Small heat shock protein 22
HSP27 Small heat shock protein 27
INCAT  Inflammatory neuropathy cause and treatment
ISS  Inflammatory neuropathy cause and treatment sensory sum score
LITAF  Lipopolysaccharide-induced TNF: factor, small integral 

membrane protein of lysosome/late endosome
LLN Lower limit of normal
LMNA Lamin A/C 
MFN2 Mitofusin  
MNCV Motor nerve conduction velocity
MPZ Myelin protein zero 
MRC Medical Research Council
MTMR2 Myotubularin-related protein-2 
MTMR13 Myotubularin-related protein-13 
MUP Motor unit potential
NCV  Nerve conduction velocity
NDRG1 N-myc downstream regulated gene 1
NEFL Neurofilament-light chain 
NS  Not significant
ODSS  Overall disability sum score 
PMP22 Peripheral myelin protein 22
PRX Periaxin 
r   Pearson’s product moment correlation coefficient
rpb   Point biserial correlation coefficient
rs   Spearman’s rank correlation coefficients 
RAB7  Member RAS oncogene family - small, RAS-related GTP-binding 

proteins
SD  Standard deviaton
SH3TC2 SH3 domain and tetratricopeptide repeats 2
SIP  Sickness Impact Profile 
SNAP Sensory nerve action potentials
SNCV  Sensory nerve conduction velocity
Summated CMAP   Summated compound muscle action potential amplitude for the 

abductor pollicis brevis, abductor digiti quinti, abductor hallucis, 
extensor digitorum brevis, and anterior tibial muscles at one side

SWM  Semmes-Weinstein monofilaments 
TRPV Transient receptor potential cation channel, subfamily V, member 4
ULN Upper limit of normal
WT Wild type




