Supplementary Files

Supplementary Table S1: 92-gene panel used for NGS. It includes the 44 known CMT genes, 27 genes
involved in HSN (Hereditary Sensitive Neuropathy) and HMN (Hereditary Motor Neuropathy) and
21 other genes of interest involved in neuropathies of differential diagnosis [R = recessively-inherited;

D = dominantly-inherited].
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Supplementary Table S2: All genes included in the detected chromosome 16 duplication (from
chr16:70185757 to chr16:70416579) (bp: base pair).

le 1D
Gene stable ID Gen:esrt:;:: Gene name Gene start (bp) Gene end (bp) Gene description

pyruvate dehydrogenase phosphatase
ENSG00000090857 [ENSG00000090857.9 PDPR 70147529 70195203 |regulatory subunit

C-type lectin domain family 18,
ENSG00000157335 [ENSG00000157335.15 CLEC18C 70207225 70221264 |member C
ENSG00000223496 |ENSG00000223496.1 EXOSC6 70284134 70285833 [exosome component 6
ENSG00000090861 |ENSG00000090861.11 AARS1 70286198 70323446 |alanyl-tRNA synthetase

DEAD (Asp-Glu-Ala-Asp) box
ENSG00000157349 |ENSG00000157349.11 DDX19B 70323566 70369186 |polypeptide 19B

DEAD (Asp-Glu-Ala-Asp) box
ENSG00000168872 |ENSG00000168872.11 DDX19A 70380732 70407286 |polypeptide 19A

ST3 beta-galactoside alpha-2,3-
ENSG00000157350 |ENSG00000157350.8 ST3GAL2 70413338 70473140|sialyltransferase 2
ENSG00000157353 |ENSG00000157353.12 FUK 70488324 70514177 |fucokinase

component of oligomeric golgi complex
ENSG00000103051 |ENSG00000103051.14 COG4 70514471 705574684
ENSG00000189091 |ENSG00000189091.8 SF3B3 70557691 70608820|splicing factor 3b, subunit 3, 130kDa
ENSG00000157368 |ENSG00000157368.6 L34 70613798 70694585 |interleukin 34
ENSG00000132613 |ENSG00000132613.10 MTSS1L 70695107 70719969 | metastasis suppressor 1-like




