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IMAGES IN NEUROLOGY

STIR and diffusion-weighted MRl in
asymptomatic hyperCKemia caused
by ANO5-related myopathy

Sequéncias de difusao e STIR na ressonancia magnética em hiperCKemia assintomatica
causada por miopatia associada ao ANOS

André Macedo Serafim SILVA', Jalio Branddo GUIMARAES'?, Flavia Costa Nunes MACHADQ',
Edmar ZANOTEL|"?

A 16-year-old man presented with four years of per-
sistent hyperCKemia (20x the upper limit of the normal
level) without any symptoms. The neurological examina-
tion was normal. No relevant family history or consanguin-
ity were reported. A whole-body muscle MRI revealed nor-
mal T1 images, but it depicted hyperintensity in the medial
gastrocnemius muscles by short tau inversion recovery
(STIR) and diffusion-weighted imaging (DWI) sequences
(Figure 1). Next-generation sequencing showed two vari-
ants, c.191dupA and c¢.2294A>G, in the ANO5 that encodes
anoctamin-5, a chloride channel important for mus-
cle membrane repair'. Up to one-fourth of patients with
recessive ANO5 mutations present with isolated hyper-
CKemia? and STIR/DWI hyperintensity can be the only
relevant abnormality.
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