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Late diagnosis of Alstrom syndrome in a Yemenite-Jewish child

THE ISRAELI INHERITED RETINAL DISEASES CONSORTIUM (IIRDC)- CLINICAL-GENETIC MAPPING AND]
[FUTURE PERSPECTIVES

A novel intronic mutation of PDE6B is a major cause of autosomal recessive retinitis pigmentosa among
Caucasus Jews

Chromatic pupilloperimetry for objective diagnosis of Best vitelliform macular dystrophy

A nationwide genetic analysis of inherited retinal diseases in Israel as assessed by the Israeli inherited
retinal disease consortium (IIRDC)
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C124A>G, p.K42E:
Kld | c228C>T, p.RTG*:
c12575G>A, p.R419ZH:
€.9349_9358del, pV3117LIs*2E:
C.O93ET>C, pM313
10| €.1028_1030dup, p.L343dup:
C1843G=A, p.ABIST:
€.1355_1356del, p.T4525fs*3:
c311A>C, p.D104A:
C3TOA=T, p.R1Z4W:
C.1895G~C, p.R63IZP: 1%
C.2802T=G, p.C934W:
c511CT, p.P1715:
C.53G=A, p.G1ED:
C.2T>C, p.M1
€.3096_3097del, p.E1033Rfs*45:
C.2167G>T, p.GT23*:
1333946, p.M444TV: |
€.1615_1624del, p.ES39Qfs*2:
COHRT | €.2522_252Bdel, p.1B415fs%119:
c133C-T, p.R45W: O
C.3804G>A, p.R19235H
Exldel:
CO0-7G>A, IV54-TG>A: O
CITC=A, p.PI04H:

Ex4del
(LHLY | ExGdel: ©
ExE-11del:
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Proteomic and epi-transcriptomic signatures as biomarkers for corneal limbal
stem cell deficiency
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Development of a combination therapy for simultaneous multidimensional
treatment of retinal vascular diseases
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> Genes (Basel). 2024 Jun 18;15(6):804. doi: 10.3390/genes15060804.

Genetic and Clinical Analyses of the KIZ-c.226C>T
Variant Resulting in a Dual Mutational Mechanism

Yogapriya Sundaresan 1, Antonio Rivera 1, Alexey Obolensky 1, Prakadeeswari Gopalakrishnan 1,
Hanit Ohayon Hadad 7, Aya Shemesh 1, Samer Khateb 1, Maya Ross 2, Ron Ofri 2,

Sharon Durst 7, Hadas Newman 2, Rina Leibu #, Shiri Soudry ®, Dinah Zur 2, Tamar Ben-Yosef ¢,
Eyal Banin 1, Dror Sharon
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