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L-Carnitine (umol/kg body wt/d)
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Mean free carnitine, micromol/L
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Summary of symptoms and characteristics.

Subject # 1 2 3 4 5 6
Age at death (years) Alive 26 43 1 3,5 30
SLCI245 mutati c.95A>G/ ¢ 95A>G/ ¢ 95A>G/ e 95A>G/ c.95A>G/ c95A>G/

raitations c95A>G  ¢95A>G  c95A>G  c95A>G  c95A>G  c95A>G
Pivalic acid exposure before + N N + + N
symptoms

: : Not

Documented cardiac arrthythmia + + + + monitored +
Encephalopathy + + + + + +
Phys.lcal activity .Wh':n So i Rest Rest Rest Rest N.Ot Rest
cardiac arrhythmia monitored
In-hospital death Survived + + + + +
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Fig.1. The authors’ hypothesis of the effects of pivalic acid exposure in patients suffering
from PCD who develop symptoms of encephalopathy and cardiac arrhythmia.
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