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Hereditary cancer: Germline testing practices across ERN GENTURIS member countries. 

Kiljańczyk M, Daneberga Z, Tooming M, Urbańczyk K, Pöyhönen M, Kahre T, Foretova L, Tham E, Milagre T, 
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The burden of TTN variants in the genomic era: Analysis of 18,462 individuals from the Solve-RD 
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Savarese M, Udd B. 

https://pubmed.ncbi.nlm.nih.gov/41277541/ 

Effect of a polygenic risk score in patients with late-onset, early-onset, familial, or hereditary colorectal 

cancer. 

Klinkhammer H, Spier I, Perne C, Hoffmann P, Büttner R, Schröck E, Redler S, Jahn A, Franke M, Möslein G, 

Kloor M, Schmidt B, Vangala D, Nguyen HP, Forstner AJ, Steinke-Lange V, Holinski-Feder E, Hüneburg R, Maj C, 

Engel C, Mayr A, Aretz S. 

https://pubmed.ncbi.nlm.nih.gov/41975491/ 

Validation structures for sequence variants of uncertain significance in hereditary cancer. 

Lucas MC, Keßler T, Benet-Pagès A, Holinski-Feder E, Laner A, Klink B. 
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Repeat-associated ataxias in a German patient cohort analysed by targeted parallel long-read sequencing. 

Erdmann H, Schaub A, Lucas MC, Scholz V, Benet-Pages A, Becker K, Dineiger C, Mayer V, van Buren I, 

Breithausen E, Akbari K, Cordts I, Sauer M, Schneider C, Krakowsky R, Schnabel F, Dunker K, Fabritius L, Gerb J, 

Grabova D, Möhwald K, Näher M, Steinmetz K, Thiessen F, Jäck A, Schneider-Gold C, Zittel S, Petersen C, 

Schreyer I, Mämecke L, Wilfling S, Wunderlich G, Brenner D, Hellenbroich Y, Muhle K, Huchtemann T, Claus I, 

Klopstock T, Strupp M, Levin J, Höglinger G, Huppert D, Becker-Bense S, Filippopulos F, Kilpert F, Leitão E, 

Kaya S, Depienne C, Schöberl F, Neuhann T, Holinski-Feder E, Zwergal A, Abicht A. 

https://pubmed.ncbi.nlm.nih.gov/40898875/ 

Mutational Landscape of Colorectal Tumors From Individuals With Unexplained Adenomatous or Serrated 

Colorectal Polyposis. 

Sommer AK, Te Paske IBAW, Jansen EAM, Gschwind A, Demidov G, Steinke-Lange V, Spier I, Steyaert W, 

Yaldiz B, Steehouwer M, Hommerding O, Dietrich D, Peters S, Garcia-Pelaez J, Laner A, Oliveira C, Capellá G, 

Nagtegaal ID, Bläker H, Ellwanger K, Hoischen A, Gilissen C, van der Post RS, Kristiansen G, Hoogerbrugge N, 

Ossowski S, Valle L, Holinski-Feder E, Ligtenberg MJL, Aretz S, de Voer RM. 

https://pubmed.ncbi.nlm.nih.gov/41524686/ 

Identifying Risk Factors for Metachronous Colorectal Cancer in Lynch Syndrome. 

Hüneburg R, Weber K, Aretz S, Steinke-Lange V, Holinski-Feder E, Kloor M, Redler S, Vangala DB, Schröck E, 

Block A, Ripperger T, van Beekum K, Link A, Schroeder C, Engel C, Nattermann J; German Consortium for Familial 

Intestinal Cancer. 
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Improving genetic diagnosis of hereditary tumor syndromes: From expanded gene panels to functional 

genomics. 

Sauer M, Lucas MC, Prokosch V, Keßler T, Risch T, Laner A, Henkel J, Benet-Pagès A, Hallermayr A, Steinke-

Lange V, Holinski-Feder E, Klink B. 
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Next-Generation Sequencing in Congenital Eye Malformations: Identification of Genetic Causes and 

Comparison of Different Panel-Based Diagnostic Strategies. 

Neuhann L, Laner A, Holinski-Feder E, Neuhann T. 
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Block A, Ripperger T, van Beekum K, Link A, Schroeder C, Engel C, Nattermann J, German Consortium for Familial 

Intestinal Cancer(#). 

https://pubmed.ncbi.nlm.nih.gov/40749813/ 

Colonoscopy findings in CDH1 carriers from a multicenter international study. 

Chatterjee A, Hüneburg R, Yang Q, Morrison S, Bettzüge A, Marwitz T, Aretz S, Spier I, Ripperger T, Redler S, 

Kachanov M, Volk AE, Vangala DB, Daum S, Holinski-Feder E, Steinke-Lange V, Bahlke K, Strassburg CP, 

MejiaPerez LK, O'Malley MM, LaGuardia L, Liska D, Macaron C, Sommovilla J, Burke CA, Nattermann J. 

https://pubmed.ncbi.nlm.nih.gov/40323501/ 

A series of reviews in familial cancer: genetic cancer risk in context variants of uncertain significance in 

MMR genes: which procedures should be followed? 

Lucas MC, Keßler T, Scharf F, Steinke-Lange V, Klink B, Laner A, Holinski-Feder E. 

https://pubmed.ncbi.nlm.nih.gov/40317406/ 

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. 

Henkel J, Laner A, Locher M, Wohlfrom T, Neitzel B, Becker K, Neuhann T, Abicht A, Steinke-Lange V, Klink B, 

Eichhorn B, Schmidt W, Berner D, Teubert A, Holtorf A, Heinrich S, Wildhardt G, Schulze M, von der Heyden L, 

Hörtnagel K, Steinberger D, Kleier S, Lorenz P, Glaubitz R, Biskup S, Holinski-Feder E. 

https://pubmed.ncbi.nlm.nih.gov/39854808/ 

Metachronous colorectal cancer risks after extended or segmental resection in MLH1, MSH2, and MSH6 

Lynch syndrome: multicentre study from the Prospective Lynch Syndrome Database. 

Prospective Lynch Syndrome Database (u. a. Holinski-Feder E, Steinke-Lange V et al.).  

https://pubmed.ncbi.nlm.nih.gov/40231433/ 

Umfassende Charakterisierung des D4Z4-Repeatarrays mittels Long-Read-Sequenzierung für eine präzise 

Diagnostik der Fazioskapulohumeralen Muskeldystrophie. 

Scharf F, Erdmann H, Lucas MC, Gehling S, Benet-Pagès A, Schäfer J, Hallermayr A, Schönrock V, Köhler U, 

Neuhann T, Holinski-Feder E, Walter M, Schoser B, Abicht A. 

Nervenheilkunde 2025; 44(03): 168-169. DOI: 10.1055/s-0044-1801528 

Die Ränder des diagnostischen Spektrums der FSHD – Komplexe genetische Befunde in der Diagnostik 

der Fazioskapulohumeralen Muskeldystrophie (FSHD) und ihre Implikation für das molekulargenetische 

Modell der Erkrankung. 

Erdmann H, Gehling S, Scharf F, Lucas MC, Kleefeld F, Becker K, Schönrock V, Saak A, Schäfer J, Neuhoff S, 

Hagenacker T, Porrmann J, Rausch HW, Schirmer L, Berking AC, Neuhann T, Holinski-Feder E, Walter M, 

Schoser B, Abicht A. 

Nervenheilkunde 2025; 44(03): 143. DOI: 10.1055/s-0044-1801447 

Reclassification of VUS in BRCA1 and BRCA2 using the new BRCA1/ BRCA2 ENIGMA track set 

demonstrates the superiority of ClinGen ENIGMA Expert Panel specifications over the standard ACMG/AMP 

classification system. 

Benet-Pagès A, Laner A, Nassar LR, Wohlfrom T, Steinke-Lange V, Haeussler M, Holinski-Feder E. 

https://pubmed.ncbi.nlm.nih.gov/40027238/ 
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Parallel in-depth analysis of repeat expansions: an updated Clin-CATS workflow for nanopore R10 flow 

cells. 

Scholz V, Schönrock V, Erdmann H, Prokosch V, Schoedel M, Almus M, Sauer M, Mayer V, Breithausen E, van 

Buren I, Dineiger C, Heintz C, Hallermayr A, Neuhann T, Holinski-Feder E, Abicht A, Benet-Pagès A, Lucas MC. 

bioRxiv 2024.11.05.622099; doi: https://doi.org/10.1101/2024.11.05.622099 

Updated Structure of CNBP Repeat Expansions in Patients With Myotonic Dystrophy Type 2 and Its 

Implication for Standard Diagnostics. 

Wendlandt M, Erdmann H, Rost S, Lucas MC, Becker K, Kleinle S, Timmer M, Bier A, Wunderlich G, Wenninger S, 

Walter MC, Neuhann T, Schoser B, Holinski-Feder E, Abicht A. 

https://pubmed.ncbi.nlm.nih.gov/39703464/ 

Eccentric hypertrophy impairs outcome after TAVR. 
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Thalmann R, Obermeier V, Westphal DS, Diebold I, Trenkwalder T, Pellegrini C, Buglio G, Seoudy H, Hoppmann P, 

Bradaric C, Schön U, Holinski-Feder E, Lettmann N, Ruge H, Erlebach M, Fuetterer C, Laugwitz KL, Krane M, 

Frank D, Kupatt C. 

https://pubmed.ncbi.nlm.nih.gov/39652119/ 

Comprehensive reanalysis for CNVs in ES data from unsolved rare disease cases results in new diagnoses. 

Demidov G, Yaldiz B, Garcia-Pelaez J, de Boer E, Schuermans N, Van de Vondel L, Paramonov I, Johansson LF, 

Musacchia F, Benetti E, Bullich G, Sablauskas K, Beltran S, Gilissen C, Hoischen A, Ossowski S, de Voer R, 

Lohmann K, Oliveira C, Topf A, Vissers LELM, Solve-RD Consortium (u. a. Holinski-Feder E, Laner A, Steinke-

Lange V et al.), Laurie S. 

https://pubmed.ncbi.nlm.nih.gov/39461972/ 

[Lynch syndrome] 

Steinke-Lange V, Holinski-Feder E. 

https://pubmed.ncbi.nlm.nih.gov/38864870/ 

Optical Genome Mapping as a Potential Routine Clinical Diagnostic Method. 

Barseghyan H, Eisenreich D, Lindt E, Wendlandt M, Scharf F, Benet-Pages A, Sendelbach K, Neuhann T, Abicht A, 

Holinski-Feder E, Koehler U. 

https://pubmed.ncbi.nlm.nih.gov/38540401/ 

An interconnected data infrastructure to support large-scale rare disease research. 

Johansson LF, Laurie S, Spalding D, Gibson S, Ruvolo D, Thomas C, Piscia D, de Andrade F, Been G, Bijlsma M, 

Brunner H, Cimerman S, Dizjikan FY, Ellwanger K, Fernandez M, Freeberg M, van de Geijn GJ, Kanninga R, 

Maddi V, Mehtarizadeh M, Neerincx P, Ossowski S, Rath A, Roelofs-Prins D, Stok-Benjamins M, van der Velde KJ, 

Veal C, van der Vries G, Wadsley M, Warren G, Zurek B, Keane T, Graessner H, Beltran S, Swertz MA, Brookes AJ, 

Solve-RD consortium (u. a. Holinski-Feder E, Laner A, Steinke-Lange V et al.). 

https://pubmed.ncbi.nlm.nih.gov/39302238/ 

 

2023 

The utility of liquid biopsy in clinical genetic diagnosis of cancer and monogenic mosaic disorders. 

Hallermayr A, Keßler T, Steinke-Lange V, Heitzer E, Holinski-Feder E, Speicher M. 

https://pubmed.ncbi.nlm.nih.gov/38835734/ 

Reply: An epigenetic basis for genetic anticipation in facioscapulohumeral muscular dystrophy type 1. 

Erdmann H, Scharf F, Hallermayr A, Barseghyan H, Walter MC, Holinski-Feder E, Schoser B, Abicht A. 

https://pubmed.ncbi.nlm.nih.gov/37348868/8 

Impact of cfDNA Reference Materials on Clinical Performance of Liquid Biopsy NGS Assays. 

Hallermayr A, Keßler T, Fujera M, Liesfeld B, Bernstein S, von Ameln S, Schanze D, Steinke-Lange V, Pickl JMA, 

Neuhann TM, Holinski-Feder E. 

https://pubmed.ncbi.nlm.nih.gov/37894392/ 

Dominantly inherited micro-satellite instable cancer - the four Lynch syndromes - an EHTG, PLSD position 

statement. 

Møller P, Seppälä TT, Ahadova A, Crosbie EJ, Holinski-Feder E, Scott R, Haupt S, Möslein G, Winship I, Broeke 

SWB, Kohut KE, Ryan N, Bauerfeind P, Thomas LE, Evans DG, Aretz S, Sijmons RH, Half E, Heinimann K, 

Horisberger K, Monahan K, Engel C, Cavestro GM, Fruscio R, Abu-Freha N, Zohar L, Laghi L, Bertario L, Bonanni 

B, Tibiletti MG, Lino-Silva LS, Vaccaro C, Valle AD, Rossi BM, da Silva LA, de Oliveira Nascimento IL, Rossi NT, 

Dębniak T, Mecklin JP, Bernstein I, Lindblom A, Sunde L, Nakken S, Heuveline V, Burn J, Hovig E, Kloor M, 

Sampson JR, Dominguez-Valentin M; Prospective Lynch Syndrome Database (www.plsd.eu) and The European 

Hereditary Tumour Group (www.ehtg.org). 

https://pubmed.ncbi.nlm.nih.gov/37821984/ 

Closing the Gap - Detection of 5q-Spinal Muscular Atrophy by Short-Read Next-Generation Sequencing and 

Unexpected Results in a Diagnostic Patient Cohort. 

Kleinle S, Scholz V, Benet-Pagès A, Wohlfrom T, Gehling S, Scharf F, Rost S, Prott EC, Grinzinger S, Hotter A, 

Haug V, Niemeier S, Wiethoff-Ubrig L, Hagenacker T, Goldhahn K, von Moers A, Walter MC, Reilich P, Eggermann 

K, Kraft F, Kurth I, Erdmann H, Holinski-Feder E, Neuhann T, Abicht A. 

https://pubmed.ncbi.nlm.nih.gov/37424474/ 

Wnt genes in colonic polyposis predisposition.  

Quintana I, Terradas M, Mur P, Te Paske IBAW, Peters S, Spier I, Steinke-Lange V, Maestro C, Torrents D, 
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Valle L.  

https://pubmed.ncbi.nlm.nih.gov/37396538/ 

Reply: An epigenetic basis for genetic anticipation in facioscapulohumeral muscular dystrophy type 1.  

Erdmann H, Scharf F, Hallermayr A, Barsegehyan H, Walter MC, Holinski-Feder E, Schoser B, Abicht A. 

https://pubmed.ncbi.nlm.nih.gov/37348868/ 

Germline mutations in WNK2 could be associated with serrated polyposis syndrome. 

Yasmin Soares de Lima, Coral Arnau-Collell, Jenifer Muñoz, Cristina Herrera-Pariente, Leticia Moreira, Teresa 
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https://pubmed.ncbi.nlm.nih.gov/36270769/ 

Diagnostic yield and clinical relevance of expanded germline genetic testing for nearly 7000 suspected 

HBOC patients. 

Jan Henkel, Andreas Laner, Melanie Locher, Tobias Wohlfrom, Birgit Neitzel, Kerstin Becker, Teresa Neuhann, 

Angela Abicht, Verena Steinke-Lange, Elke Holinski-Feder. 

https://pubmed.ncbi.nlm.nih.gov/37188824/ 

Mortality by age, gene and gender in carriers of pathogenic mismatch repair gene variants receiving 

surveillance for early cancer diagnosis and treatment: a report from the prospective Lynch syndrome 

database. 

Mev Dominguez-Valentin, Saskia Haupt, Toni T Seppälä, Julian R Sampson, Lone Sunde, Inge Bernstein, Mark A 

Jenkins, Christoph Engel, Stefan Aretz, Maartje Nielsen, Gabriel Capella, Francesc Balaguer, Dafydd Gareth 
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Tjandra, Sanne W Ten Broeke, Revital Kariv, Guy Rosner, Suresh H Advani, Lidiya Thomas, Pankaj Shah, Mithun 

Shah, Florencia Neffa, Patricia Esperon, Walter Pavicic, Giovana Tardin Torrezan, Thiago Bassaneze, Claudia 

Alejandra Martin, Gabriela Moslein, Pål Moller. 

https://pubmed.ncbi.nlm.nih.gov/37181409/ 

Twist exome capture allows for lower average sequence coverage in clinical exome sequencing 

Burcu Yaldiz, Erdi Kucuk, Juliet Hampstead, Tom Hofste, Rolph Pfundt, Jordi Corominas Galbany, Tuula Rinne, 

Helger G Yntema, Alexander Hoischen, Marcel Nelen, Christian Gilissen; Solve-RD consortium. 

https://pubmed.ncbi.nlm.nih.gov/37138343/ 

Parallel in-depth analysis of repeat expansions in ataxia patients by long-read sequencing 

Hannes Erdmann, Florian Schöberl, Mădălina Giurgiu, Rafaela Magalhaes Leal Silva, Veronika Scholz, Florentine 

Scharf, Martin Wendlandt, Stephanie Kleinle, Marcus Deschauer, Georg Nübling, Wolfgang Heide, Sait Seymen 

Babacan, Christine Schneider, Teresa Neuhann, Katrin Hahn, Benedikt Schoser, Elke Holinski-Feder, Dieter A 

Wolf, Angela Abicht. 

https://pubmed.ncbi.nlm.nih.gov/36227727/  

Methylation of the 4q35 D4Z4 repeat defines disease status in facioscapulohumeral muscular dystrophy 

Hannes Erdmann, Florentine Scharf, Stefanie Gehling, Anna Benet-Pagès, Sibylle Jakubiczka, Kerstin Becker, 
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Clinical, genetic, epidemiologic, evolutionary, and functional delineation of TSPEAR-related autosomal 

recessive ectodermal dysplasia 14 

Adam Jackson, Sheng-Jia Lin, Elizabeth A Jones , Kate E Chandler, David Orr, Celia Moss, Zahra Haider, Gavin 

Ryan, Simon Holden, Mike Harrison, Nigel Burrows, Wendy D Jones, Mary Loveless, Cassidy Petree, Helen 

Stewart, Karen Low, Deirdre Donnelly, Simon Lovell, Konstantina Drosou; Genomics England Research 

Consortium; Solve-RD consortium; Gaurav K Varshney, Siddharth Banka. 

https://pubmed.ncbi.nlm.nih.gov/37009414/  

A Solve-RD ClinVar-based reanalysis of 1522 index cases from ERN-ITHACA reveals common pitfalls and 
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Denommé-Pichon AS, Matalonga L, de Boer E, Jackson A, Benetti E, Banka S, Bruel AL, Ciolfi A, Clayton-Smith 
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Vitobello A, Vissers LELM, Faivre L.                                                                                 
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Highly sensitive liquid biopsy Duplex sequencing complements tissue biopsy to enhance detection of 
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a multicentre study by the European Reference Network on Genetic Tumour Risk Syndromes.                                                                                                                                                                     
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