Supplementary figure legends

Figure-S1: Pedigree of Glc-100. ■, ●: affected; □, ○: not affected. *, Individuals who were selected for further study pertaining to the effects of the p.Gly61Glu mutation on the ECM. All affected individuals are homozygous for this mutation.

Figure-S2: Fundus images of PCG and POAG patients, both homozygous for the p.Gly61Glu causing mutation in CYP1B1. A and B: respectively, right and left eye of PCG affected individual Glc-100-II4. C and D: right and left eye of POAG affected individual Glc-100-I1 who is father of Glc-100-II4. Advanced glaucomatous damage in the right eye of the PCG patient is evidenced by near total loss of the neural rim, exposed laminar pores, together with optic nerve atrophy and diffuse reduction of the retinal nerve fiber layer (RNFL). His left eye shows a better preserved neural rim, although a superior rim notch is apparent; better visibility of RNFL striations also reflects less damage of the left eye. Compared to his PCG son, the fundus images of the POAG father show significant less damage. The father’s right optic nerve shows no evidence of glaucomatous damage. His left eye shows neural rim loss (vertical cup-disc ratio = 0.75) and rim saucerization which is more obvious at the superior pole of the optic disc.
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