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A 58-year-old man presented with slowly progressive weakness involving proximal arm, distal
leg, and finger extensor muscles. His history included embolic stroke, cardiomyopathy, di-
abetes, and triglyceridemia. Family history of myopathy was absent, but consanguinity was
present. Muscle biopsy and carnitine/acylcarnitine testing were deferred. Heterozygous mu-
tation in GNE p.V727L (VUS) and homozygous mutations in PNPLA2 p.R221P (pathogenic)
were present. PNPLA2 mutations cause neutral lipid storage disease with myopathy
(NLSDM1) and associated cardiomyopathy, metabolic disorders, and leucocyte vacuoles
(figure). Jordan anomaly2 (leukocytic triglyceride containing vacuoles) on peripheral blood
smear confirmed NLSDM. This is a unique abnormality documenting the pathologic basis for
NLSDM.
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Figure Unstained vacuoles with Giemsa and stained vacuoles with oil red O

Jordan anomaly can be seen on a peripheral blood smear using the Giemsa method (A) or oil red O (B) staining
showing lipid accumulation of neutral triglycerides in vacuoles in leukocytes (pictures were both taken at 100×). All
patients reported with neutral lipid storage diseases have this finding. The same is seen in myocytes.
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