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CHONDRODYSPLASIA PUNCTATA

Chondrodysplasia Punctata (CDP)
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*Published Data

**In-house data (19/35 positive)

A= Alkyl-Dihydroxyacetonephosphate Synthase deficiency
b = Acyl-CoA:dihydroacetonephosphate acyltransferase deficiency

€= Deficiency of plasmalogens in red blood cells, increased plasma concentration of
phytanic acid and normal plasma concentration of very long chain fatty acids.

UNIVERSITY OF

EXETER MEDICAL ( (‘I’A ; Royal Devon and Exeter [\Vz&Y

S C H O O I_ NHS Foundation Trust

Accredited Mcdlcal Laboratory
Reference No: 2645



