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Genetic Analysis of Consanguineous Pakistani Families with Congenital Stationary Night Blindness.
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Whole genome sequencing data of multiple individuals of Pakistani descent. Scientific Data, 2020, 7, 5.3 1
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Mutations in CERKL and RP1 cause retinitis pigmentosa in Pakistani families. Human Genome Variation,
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A founder RDHS5 splice site mutation leads to retinitis punctata albescens in two inbred Pakistani

kindreds. Ophthalmic Genetics, 2020, 41, 7-12. 1.2 0

Novel mutations in identified in familial cases of primary congenital glaucoma. Molecular Vision,
2020, 26, 14-25.

Mutations in identified in families with congenital cataracts. Molecular Vision, 2020, 26, 334-344. 11 7

Autosomal recessive congenital cataracts linked to HSF4 in a consanguineous Pakistani family. PLoS
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Whole-Exome Sequencing Identifies Novel Variants that Co-segregates with Autosomal Recessive
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A mutation in IFT43 causes non-syndromic recessive retinal degeneration. Human Molecular Genetics,
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<b>Molecular Genetic Analysis of Pakistani Families With Autosomal Recessive Congenital Cataracts
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Homozygosity Mapping and Genetic Analysis of Autosomal Recessive Retinal Dystrophies in 144
Consanguineous Pakistani Families. , 2017, 58, 2218.

Mutation in LIM2 Is Responsible for Autosomal Recessive Congenital Cataracts. PLoS ONE, 2016, 11,
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A spectrum of CYP1B1 mutations associated with primary congenital glaucoma in families of Pakistani

descent. Human Genome Variation, 2016, 3, 16021.

Mutations in phosphodiesterase 6 identified in familial cases of retinitis pigmentosa. Human Genome

Variation, 2016, 3, 16036. 0.7 8
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A missense mutation inASRGL1is involved in causing autosomal recessive retinal degeneration. Human

Molecular Genetics, 2016, 25, ddw113.

Deletion at the GCNT2 Locus Causes Autosomal Recessive Congenital Cataracts. PLoS ONE, 2016, 11,
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Loss of function mutations in RP1 are responsible for retinitis pigmentosa in consanguineous familial
cases. Molecular Vision, 2016, 22, 610-25.

Pathogenic mutations in TULP1 responsible for retinitis pigmentosa identified in consanguineous

familial cases. Molecular Vision, 2016, 22, 797-815. 11 12

Investigating the Molecular Basis of Retinal Degeneration in a Familial Cohort of Pakistani Decent by
Exome Sequencing. PLoS ONE, 2015, 10, e0136561.
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Splice-site mutations identified in PDE6A responsible for retinitis pigmentosa in consanguineous
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AIPL1 implicated in the pathogenesis of two cases of autosomal recessive retinal degeneration. 11 6
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Perrault Syndrome Is Caused by Recessive Mutations in CLPP, Encoding a Mitochondrial ATP-Dependent
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Novel mutations in RPE65 identified in consanguineous Pakistani families with retinal dystrophy.
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