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Figure S2. Clinical phenotype and pathogenic mutations of ALMS1 identified in patient 2016101713. (a) 

The pedigree of the family. Arrow indicated the patient 2016101713; (b) Representative sequence 

chromatograms for the proband and her parents; (c) The initial symptom of this patient was 

progressive central vision loss, her BCVA was found to be 0.1 and 0.15 in the right and left eye 

respectively. Fundus examination showed the symptoms of CORD, consisting of waxy pallor of the 

optic discs, retinal arteriolar attenuation, scattered bone-spicule pigmentation in the mid-peripheral 

retina, with macular was also involved. 

 


