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Journal of Clinical Immunology, 2021, 41, 1633-1647.
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Investigation, 2021, 131, . 3.9 3
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Loss-of-function mutation in <i>IKZF2<[i> leads to immunodeficiency with dysregulated germinal
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mimicking Escobar variant multiple pterygium syndrome. American Journal of Medical Genetics, Part A,
2020, 182, 2605-2610.

Heterozygous TLR3 Mutation in Patients with Hantavirus Encephalitis. Journal of Clinical Immunology, 2.0 19
2020, 40, 1156-1162. :

Somatic mutations and T-cell clonality in patients with immunodeficiency. Haematologica, 2020, 105,
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Novel Hemizygous IL2RG p.(Pro58Ser) Mutation Impairs IL-2 Receptor Complex Expression on
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A nearly fatal |arimary Epstein-Barr virus infection associated with low NK-cell counts in a patient
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receiving azathioprine: a case report and review of literature. BMC Infectious Diseases, 2019, 19, 404. 1.3 13

Novel TMEM173 Mutation and the Role of Disease Modifying Alleles. Frontiers in Immunology, 2019, 10,
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Germline alterations in a consecutive series of acute myeloid leukemia. Leukemia, 2018, 32, 2282-2285. 3.3 24
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Haploinsufficiency of A20 impairs proteind€“protein interactome and leads into caspase-8-dependent 18 2
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Genetic Association and Altered Gene Expression of CYBB in Multiple Sclerosis Patients. Biomedicines,
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Diagnostics of rare disorders: whole-exome sequencing deciphering locus heterogeneity in telomere
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Damaging heterozygous mutations in NFKB1 lead to diverse immunologic phenotypes. Journal of
Allergy and Clinical Immunology, 2017, 140, 782-796.
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Constant B cell lymphocytosis since early age in a patient with CARD11 mutation: A 20-year follow-up.
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Association study of MMP8 gene in osteoarthritis. Connective Tissue Research, 2016, 57, 44-52.

A Novel Homozygous CTC1 Germline Mutation Associated with Bone Marrow Failure. Blood, 2016, 128, 0.6
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Autoimmunity, hypogammaglobulinemia, lymphoproliferation, and mycobacterial disease in patients
with activating mutations in STAT3. Blood, 2015, 125, 639-648.
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together. Trends in Molecular Medicine, 2015, 21, 525-527. 35 5
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Large Granular Lymphocyte Infiltration in the Bone Marrow in Children and Young Adults May
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Dominant NFKB1 Mutations Cause Antibody Deficiency and Autoinflammatory Episodes. Blood, 2015, 126, 0.6 1
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Functional variations modulating PRKCA expression and alternative splicing predispose to multiple
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Analysis of immune-related loci identifies 48 new susceptibility variants for multiple sclerosis. Nature
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