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[ Abstract]
progressive myoclonic epilepsy (PME). Methods and Results

Objective  To investigate the features of clinical phenotype and gene mutation of
The main clinical features of a 43-year-old
man were photosensitive seizures, progressive cerebellar ataxia and peripheral neuropathy. Skeletal muscle
biopsy showed typical ragged - red fibers (RRF), large amount of mitochondria accumulating under the
muscular membrane, and tubular or concentric mitochondrial cristae. A heterozygous ¢.8344A > G mutation
of mitochondrial DNA (mtDNA) was identified from peripheral whole blood cells. The final diagnosis was
myoclonic epilepsy with ragged-red fibers (MERRF). Conclusions PMEs are a group of disorders with

similar clinical presentations and individual characteristics. The diagnosis of PME should be considered by

analyzing the clinical features, pathological results and gene detection. MERREF presents highly clinical

heterogeneous features.
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1 VEEG SR, NG 1k 5 75 AT 5 Sk S 18 52 43 ¢ (1L 50wV, IS TA] 1000 ms)
Figure 1 VEEG findings showed that spike and slow waves complex discharge in occiput could be seen after
intermittent photic stimulation (voltage 50 wV, time 1000 ms).
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Figure 2 Optical microscopy findings x 400 Scattered atrophic muscle fibers could be seen (Panel 2a). HE staining Typical
ragged-red fibers were shown (arrow indicates, Panel 2b). MGT staining
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Figure 3 Transmission electron microscopy findings Lead citrate and uranyl acetate double staining Tubular (white arrow
indicates) and concentric (black arrow indicates) mitochondrial cristae were seen (Panel 3a). x 50000 Large amount of mitochondria
(white arrow indicates) and lysosomes (black arrow indicates) accumulated under muscular membrane (Panel 3b). x 10000
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Figure 4 Sanger sequencing of the mitochondrial genome showed heterozygous mtDNA ¢.8344A > G mutation (arrow indicates).
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Unified Parkinson’s Disease Rating Scale( UPDRS)



