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Next-Generation Sequencing in Congenital Eye Malformations: Identification of Genetic Causes and 

Comparison of Different Panel-Based Diagnostic Strategies. 
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Angeborene Fehlbildungen der Linse [Congenital lens malformations]. 
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Joint analysis of germline genetic data from over 29,000 cases with suspected hereditary breast and ovarian 

cancer (HBOC) as part of the NASGE initiative. 
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Umfassende Charakterisierung des D4Z4-Repeatarrays mittels Long-Read-Sequenzierung für eine präzise 
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Parallel in-depth analysis of repeat expansions: an updated Clin-CATS workflow for nanopore R10 flow cells. 
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Impact of cfDNA Reference Materials on Clinical Performance of Liquid Biopsy NGS Assays. 
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Closing the Gap - Detection of 5q-Spinal Muscular Atrophy by Short-Read Next-Generation Sequencing and 

Unexpected Results in a Diagnostic Patient Cohort.  
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Diagnostic yield and clinical relevance of expanded germline genetic testing for nearly 7000 suspected HBOC 
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Long-term chemoprevention in patients with adenomatous polyposis coli: an observational study 
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Holinski-Feder 

https://pubmed.ncbi.nlm.nih.gov/35570229/ 
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Elucidating the clinical spectrum and molecular basis of HYAL2 deficiency 
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Posey, Siddharth Banka, James R Lupski, Sarah E Sheppard, Marco Tartaglia, Barbara Triggs-Raine, Andrew H 
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Mutation spectrum of the OPA1 gene in a large cohort of patients with suspected dominant optic atrophy: 

Identification and classification of 48 novel variants.  
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Autosomal dominant frontometaphyseal dysplasia: Delineation of the clinical phenotype. 
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