Enzymatic testing sensitivity, variability, and practical diagnostic algorithm for
Pyruvate Dehydrogenase Complex (PDC) Deficiency
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children affected with PDC deficiency has not been
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AL L deficiency at CIDEM Rl 0 50 100 50 100 1. Assaying PDC in cultured fibroblasts in cases where the underlying genetic etiology is

Min %mean Min %mean PDHA1, was highly sensitive (>90%) irrespective of gender.

2. In contrast to fibroblast-based testing, lymphocyte- and muscle-based testing were not
sensitive for identifying known PDC deficient females with pathogenic PDHA1 mutations.
3. In males with known PDC deficiency with or without a known genetic etiology, the

Discordance of successive repeat PDC testing in fibroblasts. Plot of minimum vs maximum fibroblast
PDC activity noted as % control mean (%mean) for the All-CIDEM and PDHA1-Only groups. “Low” PDC
cutoff values (<52%, corresponding to <3rd percentile of the control range) noted as green lines along
with the area of discordance noted (green box). Y-axis (Max %mean) and X-axis (Min %mean)
represent maximum and minimum PDC activities for a subject as % control mean, respectively. ACkﬂOWlEdgementS
Control fibroblast activity (nmol/min/mg protein): 2.42 + 0.88, range 1.26-4.42, n = 329.
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sensitivity of the various cell/tissue assays were not statistically different.
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