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Cardiac Arrest as the Initial Presentation of
Leigh Syndrome Associated with Novel
NDUFS1 Mutation
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Leigh syndrome is a rare progressive neurodegenerative mitochondrial disorder.
Over 75 pathogenic mutations have been identified in both the mitochondrial and
nuclear genomes. Leigh syndrome can be diagnosed based on clinical manifesta-
tions, physical and biochemical examinations, and brain magnetic resonance imag-
ing results. Patients with Leigh syndrome classically present in early childhood with
developmental regression, ataxia, and hypotonia with subsequent respiratory and
brainstem dysfunction. However, the clinical course of Leigh syndrome is heteroge-
neous with significant differences in age of onset, symptom severity and prognosis.
Here, we report a case of Leigh syndrome with cardiac arrest as initial presentation,
and identified the novel mutation of NDUFSI gene.
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Case description
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Fig. 1. Brain magnetic resonance imaging (MRI). (A) Axial T2-weighted and (B) sagittal T1-weighted brain MRI showing the progressive
encephalomalacic change with severe atrophy involving as follows; deep gray matters (both basal ganglia, thalami, periaquaductal gray
matter, midbrain), subcortical white matters of paracentral lobule, both hippocampi and corpus callosum.
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Q e Predicted ! 3 :
N Gene DNA change AA change Zygosity OMIM Disease Inherit Class
NDUFS1 C419A>G p.GIn140Arg Het MCIDNTS AR vuUS
c419A>G (+) c.419A>G (_) NDUFS1 C.548T>G p.lle183Ser Het MCIDNTS AR vus
c.548T>G () c.548T>G (+) 0 Gene DNA change :;eclﬂ::;de Zygosity Class Result
| NDUFS1 NM_005006.7:c.419A>G p.GIn140Arg het - Detected
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: >/< i q r _E 1.8 .8 T
cA19A>G (-) c419A>G (-) d. 7wk /" c.419A>G (+)
c.548T>G (-) ¢.548T>G (-) c.548T>G (+)
Gene DNA change Predicted Zygosity Class Result
AA change
NDUFS1 NM_005006.7:c.419A>G p.GIn140Arg wild Not Detected
= ” L - -

Fig. 2. Results of the familial genetic tests. (A) Pedigree of the family. (B) Diagnostic whole-exome sequencing test result of proband. (C)
Sanger sequencing revealed heterozygous NM_005006.7:c.419A>G from proband's father. (D) Sanger sequencing revealed heterozygous

NM_005006.7:c.548T>G from proband's mother.
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