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We thank Finsterer and Mehri [1] for their interest in our case report describing a 57-
year-old male patient with the m.13528A>G, p. (Thr398Ala) mutation at the ND5 gene di-
agnosed with Leber hereditary optic neuropathy (LHON). The CARE Checklist has been
completed for the case report, attached as online supplementary material (for all online suppl.
material, see https://doi.org/10.1159/000535021).

The assertion that “the variant reported by Batandier et al. [2] was m.13528G>A”" by the
authors is incorrect as the mutation was indeed described as 13528A>G by Batandier et al. [2],
consistent with what we reported in our case report. This mutation was present at 100%
homoplasmy in our patient, and moreover, McKenzie et al. [3] and Petruzzella et al. [4]
reported this mutation to be homoplasmic. Therefore, the assertion that “the heteroplasmy
rate is 100%” by Finsterer and Mehri [1] is inaccurate.

McKenzie et al. [3] analyzed the m.13528A>G mutation in a patient with mitochondrial
encephalomyopathy, lactic acidosis, and stroke-like episodes, and demonstrated (I) increased
lactate production and (II) decreased mitochondrial membrane potential, resulting in complex I
dysfunction. Petruzzella et al. [4] performed an elegant biochemical analysis in an LHON patient
with this mutation where they demonstrated (I) an increase in reactive oxygen species formation
and (II) complex I deficiency as characterized by a decrease in adenosine triphosphate production.
We acknowledge that neither study definitively implicates the m.13528A>G mutation in causing
LHON, but it is inaccurate to assert that there is “an absence of evidence of respiratory complex-I
deficiency” in the context of this mutation. We agree that further biochemical studies are warranted
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to confirm pathogenicity. We agree that the patient’s age is atypical for most LHON cases; however,
later onset of LHON still occurs, and smoking and alcohol consumption — both of which were
present in our patient — have been implicated as important risk factors for triggering LHON [5].

Finsterer and Mehri [1] are inaccurate in their clinical assessment of our patient. This
patient had slowly progressive vision loss over 3 months. This is not consistent with anterior
ischemic optic neuropathy, which presents with sudden vision loss and is usually unilateral.
Moreover, assessment of carotid stenosis is not useful in patients in anterior ischemic optic
neuropathy [6]. HbAlc values are irrelevant as this patient’s presentation is not consistent
with diabetic retinopathy or any other eye disease associated with diabetes. Furthermore, the
diagnosis of LHON is a clinical one and does not rely on OCT or IVFA. It is worth noting that the
fundus exam is normal in up to 50% of patients with LHON [7].
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