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A 69-year-old man with hereditary transthyretin (hATTR) Thr60Ala amyloid cardiomyopathy
presented with a 2-year history of proximal greater than distal weakness and pan-modality
sensation loss in the lower extremities. Nerve conduction studies/EMG revealed a proximal
myopathy and length-dependent axonal polyneuropathy. Muscle biopsy was diagnostic of
amyloid myopathy (figure) and skin biopsy showed large amyloid deposits but normal intra-
epidermal nerve fiber density (figure). Myopathy is rare in hATTR amyloidosis and con-
comitant polyneuropathy is always present.1 Skin biopsy is less invasive than nerve biopsy and
has good sensitivity for amyloid diagnosis.2 hATTR amyloidosis is treatable and should be
included in the differential diagnosis of a neuromyopathy.
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Figure Amyloid deposits in skeletal muscle and skin in a patient with hATTR amyloidosis

(A–C) Frozen sections of right gluteus medius muscle show (A) regenerating muscle fibers on hematoxylin & eosin stained-section and (B) extensive
congophilic amorphous deposits adjacent to a large perimysial vessel (arrowhead) and in the endomysium surrounding many muscle fibers (arrows) on
a Congo red–stained section (C) with red fluorescence viewed under rhodamine optics. (D–F) Skin punch biopsy of the right dorsal foot shows (D) numerous
epidermal nerve fibers (arrows) with a mean intraepidermal nerve fiber density of 2.0 fibers/mm (n > 0.2 fibers/mm) on PGP 9.5 and (E) large congophilic
amorphous deposits around a dermal vessel on Congo red preparation (F) with apple-green birefringence viewed under polarized light.
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