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Supplementary material to article by M. El Hachem et al. ”Phenotypic Features of Epidermolysis Bullosa Simplex due to KLHL24 Mutations 
in 3 Italian Cases”

Fig. S2. Immunofluorescence antigen mapping and electron microscopy findings in cases 
1 and 2. Immunofluorescence labelling for keratin 14 shows basal keratinocyte vacuolization 
and initial blistering in the epidermal basal layer (a) in case 1 at 7 years of age and (b) in case 
2 at 2 weeks of age. Electron microscopy examination reveals reduced tonofilaments and initial 
vacuolization in basal keratinocytes in case 1 at 40 days of age (c, d), the reduction in tonofilaments 
persists at the age of 7 years in the same patient (e); cleavage within the epidermal basal layer 
in case 2 (f). Bars: (a, b) 200 µm, (c) 5 µm, (d) 1 µm, (e, f) 2 µm.


