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Supp. Figure S1. Frozen muscle - 400 X. A. H&E stain Variation in fiber size with isolated small 

atrophic fibers and hypereosinophilic fibers. B. COX Positive coarse granular pattern. C. PAS 

stain: Variation in fiber size with scattered atrophic small fibers. D. SDH Positive coarse 

granular pattern. 
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Supp. Table S1. Mitochondrial Respiratory Chain Enzymes analysis [RCA] in Muscle 

Enzyme Patient [% of mean] Controls [+/- SD ] Interpretation 

NADH: ferricyanide 
dehydrogenase [CoI] 

421 [150] 280+/-91 Normal 

NADH: cytochrome c reductase 
[Co I+III] 

70.1 [137] 51.2+/-8.6 Normal 

NADH: cytochrome c reductase, 
rotenone sensitive [Co I+III] 

22.8 [96] 23.6+/-4.6 Normal 

Succinate dehydrogenase 
[CoII] 

10.93 [135] 8.1+/-2.5 Normal 

Succinate cytochrome C 
reductase [CoII +III] 

3.85 [91] 4.2+/-1.9 Normal 

Cytochrome C oxydase 
[Co IV] 

64 [219] 29.2+/-9.1 Normal 

Citrate Synthetase 
 

360 [129] 280+/-95 Normal 

 

As per clinical request on frozen portion of muscle, RCA was performed by BaylorCollege of Medicine 

Genetics Laboratory in Houston, TX.  

 

Interpretation: Deficiencies in mitochondrial electron chains enzymes were not detected using 

spectrophotometer. The interpretation of the results is done on the assumption that the specimen has 

been handled properly. This result cannot confirm or exclude the diagnosis of a mitochondrial 

respiratory chain disorder. 
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          Supp. Table S2. Peptides corresponding to the 110kDa band identified by LC-MS/MS

 


