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Objective: To analyze the clinical characters and identify the genetic cause of primary open-angle glaucoma (POAG)
in a four-generation Chinese family. Methods: The proband underwent comprehensive clinical examinations,
including the best vision acuity, interocular pressure, slit-lamp microscopy, gonioscopy, optical coherence tomography
and visual field measurement. Whole exome sequencing (WES) was employed to detect potential mutation in the
proband. Suspected mutations were validated by the result of Sanger sequencing in the proband and her family

members. Results: Clinical phenotype in this pedigree was inherited POAG, and the mode of inheritance was
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autosomal dominant. Eight subjects (3 male, S female) of eighteen descendants had POAG. A heterozygous missense

mutation c.754G>A (p.Gly252Arg) was detected in the proband. The brother and the daughter of the proband who

were not affected did not carry the mutation. Conclusion: The MYOC ¢.754G>A (p.Gly252Arg) mutation was

probably the mutation in this POAG family. This mutation was reported to be a juvenile-onset primary open angel

glaucoma (J-POAG) phenotype, which has not been reported in Chinese POAG family.
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Figure 1 Optic disc appearance, optical coherence tomography and visual field findings of the proband at the initial and final visits
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Figure 2 OCT revealing RNFL changes in 3-year follow-up
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Figure 4 Principal individuals from this pedigree
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Figure S Sequencing results in the proband (I1114) and her family members (IV18, III11)
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