Mutations in PNPLAZ2 in patients with NLSD-M
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Global Distribution of Patients with NLSD-M

(Hirano K, et al. Human Pathobiochemistry 2018, updated)



Simple diagnostic algorithm for NLSD-M

Patients with disabling, uncertain myopathy, or hyperCKemia

!

Jordans’ anomaly,
ﬂ detected in blood smear
& or automated hematology analyzers

!

Genetic test for PNPLAZ2




