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An RCT of Rapid Genomic Sequencing among Seriously Ill Infants Results in High Clinical Utility,
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A Prospective Study of Parental Perceptions of Rapid Whole-Genome and -Exome Sequencing among
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Mortality in a neonate with molybdenum cofactor deficiency illustrates the need for a comprehensive
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Clinical utility of ultra-rapid whole-genome sequencing in an infant with atypical presentation of
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Diagnosis of genetic diseases in seriously ill children by rapid whole-genome sequencing and
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neurodevelopmental epileptic encephalopathy. Nature Communications, 2019, 10, 707.
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Paternally inherited cis-regulatory structural variants are associated with autism. Science, 2018, 360,
327-331. 6.0 174
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diagnosis of Coffina€“Siris syndrome in an infant with left congenital diaphragmatic hernia, congenital

heart disease, and recurrent infections. Journal of Physical Education and Sports Management, 2018,
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Novel Factor Xlll variant identified through whole-genome sequencing in a child with intracranial
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Whole exome sequencing reveals HSPALL as a genetic risk factor for spontaneous preterm birth. PLoS 15 35
Genetics, 2018, 14, e1007394. :
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Rapid whole-genome sequencing identifies a novel homozygous <i>NPC1</i> variant associated with
Niemanna€“Pick type C1 disease in a 7-week-old male with cholestasis. Journal of Physical Education and 0.5 15
Sports Management, 2017, 3, a001966.
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