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Clinical application of a scale to assess genomic healthcare empowerment (GEmS): Process and
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Expanding the phenotypic spectrum of ARCN1-related syndrome. Genetics in Medicine, 2022, 24, 11 5
1227-1237. :

Ancestry adjustment improves genome-wide estimates of regional intolerance. Genetics, 2022, , .
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De novo variants in SNAP25 cause an early-onset developmental and epileptic encephalopathy. Genetics
in Medicine, 2021, 23, 653-660.

Family genetic result communication in rare and undiagnosed disease communities: Understanding the
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Clinical sites of the Undiagnosed Diseases Network: unique contributions to genomic medicine and
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Rare deleterious <i>de novo</i> missense variants in <i>Rnf2/Ring2<[i> are associated with a
neurodevelopmental disorder with unique clinical features. Human Molecular Genetics, 2021, 30, 1.4 17
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Progressive cerebellar atrol)hy in a patient with complex Il and Ill deficiency and a novel deleterious
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De novo variants in <scp><i>TCF7L2<[i><[scp> are associated with a syndromic neurodevelopmental
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Integrative multi-omics identifies high risk multiple myeloma subgroup associated with significant
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<i>DYRK1A<[i> pathogenic variants in two patients with syndromic intellectual disability and a review
of the literature. Molecular Genetics &amp; Genomic Medicine, 2020, 8, e1544.

Alternative transcripts in variant interpretation: the potential for missed diagnoses and 11 30
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De novo EIF2AK1 and EIF2AK2 Variants Are Associated with Developmental Delay, Leukoencephalopathy,
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A pathogenic variant in the <scp><i>SETBP1<[i></scp> hotspot results in a formea€fruste
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Epileptic encephalopathy with features of rapida€enset dystonia Parkinsonism and alternating

hemiplegia of childhood: a novel combination phenotype associated with <i>ATP1A3<[i> mutation.
Epileptic Disorders, 2020, 22, 103-109.

A comprehensive iterative approach is highly effective in diagnosing individuals who are exome

negative. Genetics in Medicine, 2019, 21, 161-172. 11 60

De Novo Variants in WDR37 Are Associated with Epilepsy, Colobomas, Dysmorphism, Developmental
Delay, Intellectual Disability, and Cerebellar Hypoplasia. American Journal of Human Genetics, 2019, 105,
413-424.

Magnetic Resonance Imaging characteristics in case of TOR1AIP1 muscular dystrophy. Clinical Imaging,
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De Novo Pathogenic Variants in N-cadherin Cause a Syndromic Neurodevelopmental Disorder with
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Modification of the <i>PROM1</i> disease phenotype by a mutation in <i>ABCA4<[i>. Ophthalmic
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Whole-exome sequencing in the evaluation of fetal structural anomalies: a prospective cohort study.
Lancet, The, 2019, 393, 758-767.

Improved Pathogenic Variant Localization via a Hierarchical Model of Sub-regional Intolerance.
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Autism and developmental disability caused by <i>KCNQ3</i> gaind€efa€function variants. Annals of
Neurology, 2019, 86, 181-192.

Lysosomal Storage and Albinism Due to Effects of a De Novo CLCN7 Variant on Lysosomal

Acidification. American Journal of Human Genetics, 2019, 104, 1127-1138. 2:6 59

Heterozygous variants in <i>MYBPC1<[i> are associated with an expanded neuromuscular phenotype
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lgG44€related disease: Association with a rare gene variant expressed in cytotoxic T cells. Molecular
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Whole genome sequencing reveals novel <i>IGHMBP2<[i> variant leading to unique cryptic spliced€site
and Charcot&d€Maried€dooth phenotype with early onset symptoms. Molecular Genetics &amp; Genomic
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A cased€“control collaﬁsing analysis identifies retinal dystrophy genes associated with ophthalmic 11 97
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The Epilepsy Genetics Initiative: Systematic reanalysis of diagnostic exomes increases yield. Epilepsia,
2019, 60, 797-806.

Missense Variants in the Histone Acetyltransferase Complex Component Gene TRRAP Cause Autism and
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Bi-allelic Variants in TONSL Cause SPONASTRIME Dysplasia and a Spectrum of Skeletal Dysplasia
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Expanding the Spectrum of BAF-Related Disorders: De Novo Variants in SMARCC2 Cause a Syndrome
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Late-onset pattern macular dystrophy mimichin% <i>ABCA4<[i> and <i>PRPH2<[i> disease is caused by a
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homozygous frameshift mutation in <i>ROM1<
Management, 2019, 5, a003624.
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Heterozygous loss-of-function variants of MEIS2 cause a triad of palatal defects, congenital heart
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SSBP1 mutations cause mtDNA depletion underlying a complex optic atrophy disorder. Journal of
Clinical Investigation, 2019, 130, 108-125.
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De novo mutations in the GTP/GDP-binding region of RALA, a RAS-like small GTPase, cause intellectual
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Functional variants in TBX2 are associated with a syndromic cardiovascular and skeletal
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The Undiagnosed Diseases Network: Accelerating Discovery about Health and Disease. American
Journal of Human Genetics, 2017, 100, 185-192.
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Mapping H4K20me3 onto the chromatin landscape of senescent cells indicates a function in control

of cell senescence and tumor suppression through preservation of genetic and epigenetic stability.
Genome Biology, 2016, 17, 158.

De Novo Truncating Variants in ASXL2 Are Associated with a Unique and Recognizable Clinical 26 68
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Subtelomeric p53 binding prevents accumulation of <scp>DNA</scp> damage at human telomeres.
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Subtelomeric CTCF and cohesin binding site organization using improved subtelomere assemblies and a 0.4 64
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