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Application of full-genome analysis to diagnose rare monogenic
disorders
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University of California - San Francisco
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Optical genome mapping enables constitutional chromosomal °
aberration detection

El Khattabi and Hoischen Labs
Université de Paris, Hopital Cochin
Radboud University Medical Center

Am J Hum Genet. 2021 Aug 5;108:1409-1422.
doi: https://doi.org/10.1016/j.ajhg.2021.05.012
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16p13.11p11.2 triplication syndrome: a new recognizable genomic .
disorder characterized by optical genome mapping and whole

genome sequencing .
Malan Lab

Hopital Necker-Enfants Malades

Eur J Hum Genet. 2022 Apr;30:712-720.
doi: https://doi.org/10.1038/s41431-022-01094-x
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Optical genome mapping improves genetic diagnosis in chronic
granulomatous diseases

Xiaochuan Wang Lab
Children’s Hospital of Fudan University

Preprint: Research Square. 2022 Feb 22.
doi: https://doi.org/10.21203/rs.3.rs-1290086/Vv1
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Marfan syndrome caused by disruption of the FBN7 gene due to a
reciprocal chromosome translocation

Glaser Lab
University of Freiburg

Genes. 2021 Nov 21;12(11):1836.
doi: https://doi.org/10.3390/genes12111836
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Optical genome mapping identifies a germline retrotransposon
insertion in SMARCBI in two siblings with atypical teratoid rhabdoid
tumors

Sabatella and Kuiper Labs
Princess Maxima Centre for Pediatric Oncology
Radboud University Medical Center

J Pathol. 2021 Oct;255:202-211.
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Detection of a mosaic CDKLS deletion and inversion by optical
genome mapping ends an exhaustive diagnostic odyssey

Shashi Lab
Duke University Medical Center
(part of the Undiagnosed Diseases Network)

Mol Genet Genomic Med. 2021 Jul;9(7):e1665.
doi: https://doi.org/10.1002/mgg3.1665
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