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Genetic heterogeneity of neuronal intranuclear inclusion disease: What about the infantile variant?.
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Alu d€mediated Xq24 deletion encompassing CUL4B , LAMP2 , ATP1B4 , TMEM255A , and ZBTB33 genes causes
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Danon disease is an underdiagnosed cause of advanced heart failure in young female patients: a LAMP2
flow cytometric study. ESC Heart Failure, 2020, 7, 2534-2543.

An international cohort study of autosomal dominant tubulointerstitial kidney disease due to

mutations identifies distinct clinical subtypes. Kidney International, 2020, 98, 1589-1604. 5.2 27

NOTCH2NLC CGG Repeats Are Not Expanded and Skin Biopsy Was Negative in an Infantile Patient With
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Transcript, protein, metabolite and cellular studies in skin fibroblasts demonstrate variable

pathogenic impacts of NPC1 mutations. Orphanet Journal of Rare Diseases, 2020, 15, 85. 27 5

Hepatic pathology and altered gene transcription in a murine model of acid ceramidase deficiency.
Laboratory Investigation, 2019, 99, 1572-1592.

Acid Ceramidase Deficiency in Mice Leads to Severe Ocular Pathology and Visual Impairment. American 2.8 16
Journal of Pathology, 2019, 189, 320-338. :

Specific storage of glycoconjugates with terminal I+-galactosyl moieties in the exocrine pancreas of
Fabry disease patients with blood group B. Glycobiology, 2018, 28, 382-391.

Neural cells generated from human induced pluripotent stem cells as a model of CNS involvement in
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Chronic lung injury and impaired pulmonary function in a mouse model of acid ceramidase deficiency.

American Journal of Physiology - Lung Cellular and Molecular Physiology, 2018, 314, L406-L420.

<i>LAMP2<[i> exon&€eopy number variations in Danon disease heterozygote female probands: Infrequent
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Late diagnosis of mucopolysaccharidosis type IVB and successful aortic valve replacement in a
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Quantitation of plasmatic lysosphingomyelin and lysosphingomyelin-509 for differential screening of
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Acid Ceramidase Deficiency in Mice Results in a Broad Range of Central Nervous System Abnormalities.
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N-butyldeoxynojirimycin delays motor deficits, cerebellar microgliosis, and Purkinje cell loss in a
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Efficacy and ototoxicity of different cyclodextrins in Niemanna€“Pick C disease. Annals of Clinical and
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X-linked Christianson syndrome: heterozygous female <i>Slc9a6</i> knockout mice develop mosaic
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A Murine Niemann-Pick C1 11061T Knock-In Model Recapitulates the Pathological Features of the Most
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Mosaic tissue distribution of the tandem duplication of <i>LAMP2<[i> exons 4 and 5 demonstrates the
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Lysosomal Membrane Permeability Stimulates Protein Aggregate Formation in Neurons of a Lysosomal p a7
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Mutations of ATIC and ADSL affect purinosome assembly in cultured skin fibroblasts from patients
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Danon disease: A focus on processing of the novel LAMP2 mutation and comments on the beneficial
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Lysosomal compromise and brain dysfunction: examining the role of neuroaxonal dystrophy.
Biochemical Society Transactions, 2010, 38, 1436-1441.

Bioinformatic and biochemical studies point to AAGR-1 as the ortholog of human acid Ix-glucosidase in
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Cystathionine beta-synthase null homocystinuric mice fail to exhibit altered hemostasis or lowering
of plasma homocysteine in response to betaine treatment. Molecular Genetics and Metabolism, 2010,
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A novel transgenic mouse model of CBS-deficient homocystinuria does not incur hepatic steatosis or
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Clinical and molecular characterization of a family with a dominant renin gene mutation and
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Neurolysosomal pathology in human prosaposin deficiency suggests essential neurotrophic function

of prosaposin. Acta Neuropathologica, 2007, 113, 163-175. w7 80
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