Supplementary Material
Case Report: Charcot-Marie-Tooth Disease Caused by a De Novo MORC2 Gene Mutation-Novel Insights into Pathogenicity and Treatment
1 Supplementary Figures
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Supplementary Figure 1. The timeline of CMT disease progression.
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Supplementary Figure 2. Differentially transcribed genes (DEGs) in iPSCs and MNPs carrying the MORC2 p.Q400R. The transcriptomic data are acquired from the published literature Zeng S, et al (1). Employing the DESeq2 method, as introduced in the published study (Zeng S, et al) and facilitated by OmicShare Tools(2), we identified 189 DEGs in iPSCs (A, B) and 643 DEGs in MNPs (C, D) when comparing healthy controls and p.Q400R. Significantly differentially expressed genes were defined as those having an adjusted P-value < 0.05 and |log2(fold change)| ≥ 1.
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[bookmark: _GoBack]Supplementary Figure 3. Kyoto Encyclopedia of Genes and Genomes (KEGG) analysis of DEGs in iPSCs (A) and MNPs (B). (A, B) KEGG pathway terms enriched in DEGs between healthy controls and MORC p.Q400R.
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Phenotype:
« Poor physical achievement
and a slower running speed

Phenotype:
+ Lower limb weakness
+ An unsteady gait

Phenotype:
+ Hand tremulousness

« Bilateral call muscle atrophy

« Distal lower limbs muscle weakness
- Higharch

+ Decreased tendon reflex

« EMG: peripheral nerve axonopathy
«  Serum CK: 539 U/L (50~310 U/1)
© WES: MORC2 ¢.1199A>G
Treatment:

+ Methylcobalamin: 0.5 mg *3/day

« Coenzyme Q10: 10 mg*3/day

Phenotype:
+ Serum CK: 227 U/L

Continue to follow up...
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(B) Top 15 of KEGG Enrichment
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