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Muscle biopsy with dystrophic pattern
and rimmed vacuoles: GNE myopathy in a

Brazilian patient

Biépsia de misculo mostrando padrao distréfico e vactiolos marginados: um caso de

miopatia GNE em uma paciente brasileira

Eduardo de Paula Estephan’, Cristiane Aradjo Martins Moreno’, André Macedo Serafim da Silva’, Rodrigo de
Holanda Mendonga’, Osério Abath Neto', Patricia Yoshi Nishimura?, Layla Testa Galindo? Edmar Zanoteli’

GNE myopathy (MIM#605820) is a rare autosomal re-
cessive disorder with a higher prevalence in individuals
with Middle Eastern or Japanese ancestries'. We present
a 23-year-old Brazilian female, without such ancestries,
with slowly progressive distal and proximal weakness
in her lower limbs since the age of 18. Within five years,
weakness progressed to her upper limbs and led to loss

of ambulation (sparing the quadriceps somewhat). The
muscle biopsy is shown in the Figure. Exome analysis re-
vealed compound heterozygous variants on GNE gene
(p-Arg193Cys, known? and p.Arg132Cys, novel). This is the
first South American patient report, which illustrates the
utility of high-throughput sequencing to diagnose rare and
potentially treatable disorders'?.

>

Figure. Dystrophic pattern with rimmed vacuoles with autophagic aspect (arrows) on muscle biopsy. A) H&E (bar= 50 um). B)
Gomori’s trichrome (bar= 50 pm). C) Acid phosphatase (bar= 50 pum). D) Electron microscopy (bar = 1000 nm).
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