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Whole Exome Sequencing detects PYGM variants in two adults with McArdle disease. Journal of
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Compound heterozygous inheritance of two novel COQ2 variants results in familial coenzyme Q
deficiency. Orphanet Journal of Rare Diseases, 2020, 15, 320.
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Copy number variant and runs of homozygosity detection by microarrays enabled more precise
molecular diagnoses in 11,020 clinical exome cases. Genome Medicine, 2019, 11, 30.

Truncating Variants in NAA15 Are Associated with Variable Levels of Intellectual Disability, Autism
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Clinical exome sequencing for fetuses with ultrasound abnormalities and a suspected Mendelian
disorder. Genome Medicine, 2018, 10, 74.

Use of Exome Sequencing for Infants in Intensive Care Units. JAMA Pediatrics, 2017, 171, e173438. 6.2 348

Pathogenetics of alveolar capillary dysplasia with misalignment of pulmonary veins. Human Genetics,
2016, 135, 569-586.

Lethal lung hypoplasia and vascular defects in mice with conditional<i>Foxf1</i>overexpression.
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unstable large minisatellite. BMC Medical Genetics, 2014, 15, 128.
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Novel<i>FOXF1</i>Mutations in Sporadic and Familial Cases of Alveolar Capillary Dysplasia with

Misaligned Pulmonary Veins Imply a Role for its DNA Binding Domain. Human Mutation, 2013, 34, 801-811.

Small rare recurrent deletions and reciprocal duplications in 2g21.1, including brain-specific ARHGEF4 2.9 29
and GPR148. Human Molecular Genetics, 2012, 21, 3345-3355. :
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Chromosome Catastrophes Involve Replication Mechanisms Generating Complex Genomic 28.9 301
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