Supplemental Material

Methods

Electronic Medical Record (EMR) (“OpenEyes®”) search strategy:

1. Date of last appointment >1/1/2016 & <1/1/2021
2. Age <=16 at the time of the clinical interaction
3. Clinic letter containing the following words:
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(“optic” AND “disc” AND “pallor”) OR

(“optic” AND “disc” AND “pale”) OR

(“optic” AND “neuropathy”) OR

(“optic” AND “atrophy”) OR

(“Leber” AND “Optic” AND “Neuropathy”) OR
(“LHON”) OR

(“Dominant” AND “Optic” AND “Atrophy”) OR
(“DOA”) OR

(“OPA1”)



Supplementary Table S1 — Details of individual patients. BCVA — best corrected visual acuity at last visit (LogMAR); D — Dioptres, SE — Spherical

equivalent; OCT — optical coherence tomography, EDT — electrodiagnostic testing, MRl — Magnetic resonance imaging (of the brain & orbits).
Patients 1 to 9 — clinical details, no molecular diagnosis; Patients A-F - clinical details, genetic testing details in Table 1 in the main manuscript.
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