38

papers

39

all docs

567281

1,188 15
citations h-index
39 39
docs citations times ranked

395702
33

g-index

2593

citing authors



10

12

14

16

18

ARTICLE IF CITATIONS

BMPR2 mutations and survival in pulmonary arterial hypertension: an individual participant data
meta-analysis. Lancet Respiratory Medicine,the, 2016, 4, 129-137.

Pulmonary Arterial Hypertension: A Current Perspective on Established and Emerging Molecular 05 185
Genetic Defects. Human Mutation, 2015, 36, 1113-1127. :

De Novo Mutations in Protein Kinase Genes CAMK2A and CAMK2B Cause Intellectual Disability.
American Journal of Human Genetics, 2017, 101, 768-788.

Noninvasive Risk Stratification of Patients With Transthyretin Amyloidosis. JACC: Cardiovascular 5.3 54
Imaging, 2014, 7, 502-510. :

<i>DDX3X<[i> mutations in two girls with a phenotype overlapping Toriellod€“Carey syndrome.
American Journal of Medical Genetics, Part A, 2017, 173, 1369-1373.

Diagnosis of CoOPAN by whole exome sequencing: Waking up a sleeping tiger's eye. American Journal of

Medical Genetics, Part A, 2017, 173, 1878-1886, 1.2 40

First identification of <i>KrAV4ppel-like factor 2<[i> mutation in heritable pulmonary arterial
hypertension. Clinical Science, 2017, 131, 689-698.

EIF2AK4 mutation as &€cesecond hitd€«in hereditary pulmonary arterial hypertension. Respiratory Research,

2016, 17, 141. 3.6 33

Expanding Phenotype of De Novo Mutations in GNAO1: Four New Cases and Review of Literature.
Neuropediatrics, 2017, 48, 371-377.

Mutation in BMPR2 Promoter: A 4€ Second Hita€™ for Manifestation of Pulmonary Arterial Hypertension?. 95 2
PLoS ONE, 2015, 10, e0133042. :

Identification of genetic defects in pulmonary arterial hypertension by a new gene panel diagnostic
tool. Clinical Science, 2016, 130, 2043-2052.

NADPH oxidase subunit NOXOL1 is a target for emphysema treatment in COPD. Nature Metabolism, 2020,

2, 532-546. 11.9 23

Genetic Predisposition to High-Altitude Pulmonary Edema. High Altitude Medicine and Biology, 2020, 21,
28-36.

FMR1 and AKT/mTOR signalling pathways: potential functional interactions controlling

folliculogenesis in human granulosa cells. Reproductive BioMedicine Online, 2017, 35, 485-493. 2.4 18
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