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Gene panel diagnostics reveals new pathogenic variants in pulmonary arterial hypertension.
Respiratory Research, 2022, 23, 74.
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Activation of AKT/mammalian target of rapamycin signaling in the peripheral blood of women with
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Reduction of BMPR2 mRNA Expression in Peripheral Blood of Pulmonary Arterial Hypertension
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Lysozyme amyloidosis&€”a report on a large German cohort and the characterisation of a novel
amyloidogenic lysozyme gene variant. Amyloid: the International Journal of Experimental and Clinical
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Real-world outcomes in non-endemic hereditary transthyretin amyloidosis with polyneuropathy: a
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Quantitative retrospective natural history modeling for orphan drug development. Journal of
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Germ cell mosaicism for AUTS2 exon 6 deletion. American Journal of Medical Genetics, Part A, 2021, 185,
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Evidence That Non-Syndromic Familial Tall Stature Has an Oligogenic Origin Including Ciliary Genes.
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BMPR2 Promoter Variants Effect Gene Expression in Pulmonary Arterial Hypertension Patients. Genes,
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Myeloproliferative Diseases as Possible Risk Factor for Development of Chronic Thromboembolic

Pulmonary Hypertensiond€”A Genetic Study. International Journal of Molecular Sciences, 2020, 21, 3339. 41 13

NADPH oxidase subunit NOXO1 is a target for emphysema treatment in COPD. Nature Metabolism, 2020,
2,532-546.

Genetic Predisposition to High-Altitude Pulmonary Edema. High Altitude Medicine and Biology, 2020, 21,
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New sequence variants in patients affected by amyloidosis show transthyretin instability by
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Heterozygous Variants in PIBF1. Frontiers in Physiology, 2019, 10, 134. 2.8 13

Mutually reinforcing effects of genetic variants and interferona€#2 1a therapy for pulmonary arterial

hypertension development in multiple sclerosis patients. Pulmonary Circulation, 2019, 9, 1-6.

FMR1 expression in human granulosa cells increases with exon 1 CGG repeat length depending on
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First identification of <i>KrAV4ppel-like factor 2</i> mutation in heritable pulmonary arterial
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Expanding Phenotype of De Novo Mutations in GNAO1: Four New Cases and Review of Literature.
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De Novo Mutations in Protein Kinase Genes CAMK2A and CAMK2B Cause Intellectual Disability.
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Exome sequencing reveals a novel <i>CWF19L1</i> mutation associated with intellectual disability and
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