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Supplementary Figure S1: Hematoxilin-eosin (H&E) staining and immunological detection of dysferlin in
muscle biopsies from LGMD R2. (A) H&E staining showing scattered splitting myofibers (black arrows) in
biopsies from LGMD R2 patients initially considered as IMNM (P1-P3, except P4). Prominent fat replacement or
fiber size variability existed in biopsies from patients timely diagnosed as LGMD R2 (P5-P8). (B)
Immunohistochemical staining for dysferlin. Images: original magnification 200 x. (C) Western blot analysis of
dysferlin protein.
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Supplementary Figure S2. Characterization of inflammatory infiltrates in IMNM and LGMD R2 biopsies. (A)
Representative immunohistochemical images of D68+ macrophages, CD4* T lymphocytes, CD8* T lymphocytes
and CD20* B cells. Images: original magnification 400 x. (B) Semi-quantitative analysis of inflammatory cells.
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Supplementary Figure S3. Thigh muscle MRI of patients with LGMD R2. (A) Slight or no fat replacement
observed on T1 images of LGMD R2 patients initially misdiagnosed as IMNM (except P3). (B) Extensive and
severe fat replacement observed on T1 images of patients timely diagnosed as LGMD R2. Muscle MRI of all
patients (P1-P8) showing light or no T2 hyperintensity, and the adductor magnus (AM) muscle rarely affected.



