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Photoreceptor degeneration in ABCA4-associated retinopathy and its genetic correlates. JCl Insight,
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Characterization of the Spectrum of Ophthalmic Changes in Patients With Alagille Syndrome. , 2021,
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Expanding the clinical phenotype in patients with disease causing variants associated with atypical 12 14
Usher syndrome. Ophthalmic Genetics, 2021, 42, 664-673. )

Active Cell Appearance Model Induced Generative Adversarial Networks for Annotation-Efficient Cell
Segmentation and ldentification on Adaptive Optics Retinal Images. IEEE Transactions on Medical
Imaging, 2021, 40, 2820-2831.

Proposed therapy, developed in a Pcdh15-deficient mouse, for progressive loss of vision in human 6.0 1o
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Healthcare recommendations for Joubert syndrome. American Journal of Medical Genetics, Part A,
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A genetic and clinical study of individuals with nonsyndromic retinopathy consequent upon sequence
variants in <scp><i>HGSNAT</i><[scp>, the gene associated with Sanfilippo C mucopolysaccharidosis. 1.6 12
American Journal of Medical Genetics, Part C: Seminars in Medical Genetics, 2020, 184, 631-643.

The peroxisomal disorder spectrum and Heimler syndrome: Deep phenotyping and review of the
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<i>DYRK1A<[i> pathogenic variants in two patients with syndromic intellectual disability and a review
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Ocular and Systemic Findings in Adults with Uveal Coloboma. Ophthalmology, 2020, 127, 1772-1774.
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Genotypea€“phenotype associations in a large <i>PRPH2<[i> 4€¥elated retinopathy cohort. Human

Mutation, 2020, 41, 1528-1539.

Defining the clinical phenotype of Saul&€“Wilson syndrome. Genetics in Medicine, 2020, 22, 857-866. 2.4 11

Lysosomal Storage and Albinism Due to Effects of a De Novo CLCN7 Variant on Lysosomal
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Longitudinal adaptive optics fluorescence microscopy reveals cellular mosaicism in patients. JCl
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Joubert Syndrome: Ophthalmological Findings in Correlation with Genotype and Hepatorenal Disease
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Molecular genetic findings and clinical correlations in 100 patients with Joubert syndrome and
related disorders prospectively evaluated at a single center. Genetics in Medicine, 2017, 19, 875-882.

Neuropsychological phenotypes of 76 individuals with Joubert syndrome evaluated at a single center.
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Applying next generation sequencing with microdroplet PCR to determine the disease-causing
mutations in retinal dystrophies. BMC Ophthalmology, 2017, 17, 157.

Identification of a novel mutation in HPS6 in a patient with hemophilia B and oculocutaneous
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Cystic cerebellar dysplasia and biallelic<i>LAMA1 </i>mutations: a lamininopathy associated with tics,
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Ophthalmic Manifestations and Long-Term Visual Outcomes in Patients with Cobalamin C Deficiency. 5.9 34
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Expanding the clinical and molecular characteristics of PIGT-CDG, a disorder of
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