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Genetic mechanism of PMD

06 of Patients

Genetic Mechanism

Duplication (and possibly

70% o
triplication) of PLP
15-20% Point mutations of PLP
May have mutations in PLP remote
5-10% from those regions that are examined

routinely in testing laboratories

J.Y.Garbern, Pelizaeus-Merzbacher Disease (2002), on www.emedicine.com;
J.Y.Garbern, PLP-Related disorders (2002), on www.genetests.org.
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