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Ocular manifestations in Leigh syndrome
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Purpose : Leigh syndrome is a typical type of mitochondrial disease. This study was conducted to analyze the types of
ophthalmologic symptoms and results of funduscopy conducted in the ophthalmologic examination of patients with Leigh

syndrome.
Methods : Funduscopy was

conducted on 24 subjects, who were chosen among those diagnosed as having mitochondrial

respiratory chain complex defect and who were clinically suitable for the criteria of Leigh syndrome. Their clinical features,

ophthalmologic symptoms,

and ophthalmologic examination results were retrospectively analyzed.

Results : Of the 24 patients with Leigh syndrome, 11 developed ophthalmologic symptoms and no abnormal finding was
observed in 13. The most frequent abnormal finding was visual disturbance in 5 patients. Funduscopy revealed abnormal
findings in 17 patients; retinal pigmentation was the most frequent abnormality and was seen in 9 patients.

Conclusion : Funduscopy can be an important screening test to find ophthalmologic abnormalities among patients with
mitochondrial disease (MD), including those patients whose ophthalmologic symptoms are inconspicuous. It is predicted

that an improved screening

test can be made in the future that will identify risk factors related to ophthalmologic symptoms.

(Korean J Pediatr 2010;53:163-166)
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Table 1. Patient Demographics

Age (years, mean+SD) 5.2+3.7
Male:Female 13:11

Family history 2 ( 8.3%)
Birth history
Prematurity 4 (16.7%)
Perinatal asphyxia 4 (16.7%)
Intrauterine growth retardation 3 (12.5%)
Past history
Febrile convulsion 6 (25.0%)
Central nervous system infection 3 (12.5%)
Head trauma 1 (4.2%)
Mitochondrial respiratory chain complex defect
Complex T defect 14 (58.3%)
Complex IV defect 10 (41.7%)
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Table 2. Clinical Manifestations (n=24)

Systemic involvement No. of patients (%)

Neuromuscular symptom

Delayed development 24 (100.0)

Hyperspasticity 20 ( 83.3)

Epilepsy 17 (70.8)

Muscle weakness 3 (12.5)
Hepatobiliary symptom

Increased transaminase 7 (29.2)

Hepatomegaly 2 ( 83)
Cardiologic symptom

Hypertrophic Cardiomyopathy 1( 42

Heart failure 1( 42
Hematologic symptom

Anemia 8 (133.3)

Pancytopenia 1( 42

Pulmonary symptom
Recurrent pneumonia 13 (54.2)

Chronic cough 5 (20.8)
Frequent apnea event 3 (12.5)
Ventilator care 2 ( 83)
Gastrointestinal symptom
Frequent vomiting 10 ( 41.7)
Constipation 7 (29.2)
Regurgitation 6 (25.0)
Dysphagia 5 (20.8)

Table 3. Ophthalmologic Symptoms (n=24) (%)

Abnormal symptoms 11 (45.8)
Visual disturbance 5 (20.8)
Nystagmus 4 (16.7)
Strabismus 3 (12.5)
Ptosis 3 (12.5
Ophthalmoplegia 2 (83)
Nonspecific symptoms 13 (54.2)

Table 4. Ophthalmologic Fundus Examination Findings (n=24) (%)

Abnormal findings 17 (70.8)
Retinal pigmentation 9 (37.5
Pale disc 4 (16.7)

Vessel tortuosity 4 (16.7)
Optic nerve atrophy 1(42)
Hyperplastic macula 1(42)
Cataract 1 (4.2
Peripapillary atrophy 1(4.2)
Periretinal hemorrhage 1(4.2)

7 (29.2)

Normal findings
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