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Genetically programmed alternative splicing of NEMO mediates an autoinflammatory disease
phenotype. Journal of Clinical Investigation, 2022, 132, .

Epithelial phenotype restoring drugs suppress macular degeneration phenotypes in an iPSC model. 12.8 39
Nature Communications, 2021, 12, 7293. :

Somatic <i>SMAD3«/[i>-activating mutations cause melorheostosis by up-regulating the TGF-2/SMAD
pathway. Journal of Experimental Medicine, 2020, 217, .

NEMO disease spectrum including NEMO-deleted exon 5 autoinflammatory syndrome (NDAS) and o
NEMO-Delta C-terminus (NEMO-DCT)., 2020, , 1-4.

NEMO Disease Spectrum Including NEMO-Deleted Exon 5 Autoinflammatory Syndrome (NDAS) and
NEMO-Delta C-Terminus (NEMO-DCT). , 2020, , 493-496.

Other Rare Monogenic Autoinflammatory Diseases. , 2019, , 515-538. 0

Somatic activating mutations in MAP2K1 cause melorheostosis. Nature Communications, 2018, 9, 1390.

Recruitment of A20 by the C-terminal domain of NEMO suppresses NF-*B activation and
autoinflammatory disease. Proceedings of the National Academy of Sciences of the United States of 7.1 65
America, 2016, 113, 1612-1617.

Loss-of-function mutations in TNFAIP3 leading to A20 haploinsufficiency cause an early-onset
autoinflammatory disease. Nature Genetics, 2016, 48, 67-73.

A Method for the Quantitative Analysis of Stimulation-Induced Nuclear Translocation of the p65
Subunit of NF-{B from Patient-Derived Dermal Fibroblasts. Methods in Molecular Biology, 2015, 1280, 0.9 12
413-426.

Congenital alterations of NEMO glutamic acid 223 result in hypohidrotic ectodermal dysplasia and
immunodeficiency with normal serum IgG levels. Annals of Allergy, Asthma and Immunology, 2011, 107,
50-56.

Hypohidrotic Ectodermal Dysplasia and Immunodeficiency with Coincident NEMO and EDA Mutations.

Frontiers in lmmunology, 2011, 2,61. 4.8 32

A Novel Missense Mutation in the Nuclear Factor-2B Essential Modulator (NEMO) Gene Resulting in
Impaired Activation of the NF-{2B Pathway and a Unique Clinical Phenotype Presenting as MRSA Subdural
Empyema. Journal of Clinical Inmunology, 2010, 30, 881-885.

Cutting Edge: Association with 1B Kinase 12 Regulates the Subcellular Localization of Homer3. Journal of 0.8 ;
Immunology, 2010, 185, 2665-2669. :

IKBKG (nuclear factor-1B essential modulator) mutation can be associated with opportunistic infection

without impairing Toll-like receptor function. Journal of Allergy and Clinical Immunology, 2008, 121,
976-982.

Hypomorphic nuclear factor-12B essential modulator mutation database and reconstitution system
identifies phenotypic and immunologic diversity. Journal of Allergy and Clinical Immunology, 2008, 2.9 240
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