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Effect of a polygenic risk score in patients with late-onset, early-onset, familial, or hereditary colorectal cancer. 
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Cancer prognosis and treatment results in patients with PTEN Hamartoma Tumour Syndrome (PHTS)-a Euro-
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The risk of a second primary cancer in PTEN Hamartoma Tumor Syndrome (PHTS). 
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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, Eich-

horn 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. 
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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.).  
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Genomic reanalysis of a pan-European rare-disease resource yields new diagnoses. 

Laurie S, Steyaert W, de Boer E, Polavarapu K, Schuermans N, Sommer AK, Demidov G, Ellwanger K, Paramonov I, 

Thomas C, Aretz S, Baets J, Benetti E, Bullich G, Chinnery PF, Clayton-Smith J, Cohen E, Danis D, de Sainte 
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Pelaez J, Guillot-Noel L, Haack TB, Hanna M, Hengel H, Horvath R, Houlden H, Jackson A, Johansson L, Johari M, 

Kamsteeg EJ, Kellner M, Kleefstra T, Lacombe D, Lochmüller H, López-Martín E, Macaya A, Marcé-Grau A, Maver A, 

Morsy H, Muntoni F, Musacchia F, Nelson I, Nigro V, Olimpio C, Oliveira C, Paulasová Schwabová J, Pauly MG, Peter-

lin B, Peters S, Pfundt R, Piluso G, Piscia D, Posada M, Reich S, Renieri A, Ryba L, Šablauskas K, Savarese M, 
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Solve-RD DITF-ITHACA, Solve-RD DITF-EURO-NMD, Solve-RD DITF-RND, Solve-RD consortium, Brookes AJ, Evan-

gelista T, Gilissen C, Graessner H, Hoogerbrugge N, Ossowski S, Riess O, Schüle R, Synofzik M, Verloes A, Mata-
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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. 
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High amount of fertility reducing tumors and procedures, but no evidence for premature ovarian failure in fe-

male Lynch syndrome patients. 

Biermann S, Knapp M, Wieacker P, Aretz S, Steinke-Lange V. 
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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 (Steinke-Lange et al.), Laurie S. 
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[Lynch syndrome]. 
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Cancer predisposing syndromes in childhood and adolescence pose several challenges necessitating inter-

disciplinary care in dedicated programs. 

Kaffai S, Angelova-Toshkin D, Weins AB, Ickinger S, Steinke-Lange V, Vollert K, Frühwald MC, Kuhlen M. 

https://pubmed.ncbi.nlm.nih.gov/38887560/ 

Lifestyle Factors and Breast Cancer in Females with PTEN Hamartoma Tumor Syndrome (PHTS). 
Hendricks LAJ, Verbeek KCJ, Schuurs-Hoeijmakers JHM, Mensenkamp AR, Brems H, de Putter R, Anastasiadou VC, 

Villy MC, Jahn A, Steinke-Lange V, Baldassarri M, Irmejs A, de Jong MM, Links TP, Leter EM, Bosch DGM, Høberg-

Vetti H, Tveit Haavind M, Jørgensen K, Mæhle L, Blatnik A, Brunet J, Darder E, Tham E, Hoogerbrugge N, Vos JR. 
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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 (Steinke-Lange V et al.). 
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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/ 

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/ 

Combined loss of CDH1 and downstream regulatory sequences drive early-onset diffuse gastric cancer and 

increase penetrance of hereditary diffuse gastric cancer. 

São José C, Garcia-Pelaez J, Ferreira M, Arrieta O, André A, Martins N, Solís S, Martínez-Benítez B, Ordóñez-Sánchez 

ML, Rodríguez-Torres M, Sommer AK, Te Paske IBAW, Caldas C, Tischkowitz M, Tusié MT, Solve-RD DITF-GENTU-

RIS (Steinke-Lange V et al.), Hoogerbrugge N, Demidov G, de Voer RM, Laurie S, Oliveira C. 

https://pubmed.ncbi.nlm.nih.gov/37249750/ 

Endometrial Cancer. Guideline of the DGGG, DKG and DKH (S3-Level, AWMF Registry Number 032/034-OL, 

September 2022). Part 1 with Recommendations on the Epidemiology, Screening, Diagnosis and Hereditary 

Factors of Endometrial Cancer, Geriatric Assessment and Supply Structures. 

Emons G, Steiner E, Vordermark D, Uleer C, Paradies K, Tempfer C, Aretz S, Cremer W, Hanf V, Mallmann P, Ortmann 

O, Römer T, Schmutzler RK, Horn LC, Kommoss S, Lax S, Schmoeckel E, Mokry T, Grab D, Reinhardt M, Steinke-

Lange V, Brucker SY, Kiesel L, Witteler R, Fleisch MC; Heinrich Prömpeler † 25; Friedrich M, Höcht S, Lichtenegger 

W, Mueller M, Runnebaum I, Feyer P, Hagen V, Juhasz-Böss I, Letsch A, Niehoff P, Zeimet AG, Battista MJ, Petru E, 

Widhalm S, van Oorschot B, Panke JE, Weis J, Dauelsberg T, Haase H, Beckmann MW, Jud S, Wight E, Prott FJ, 

Micke O, Bader W, Reents N, Henscher U; Reina Tholen † 52; Schallenberg M, Rahner N, Mayr D, Kreißl M, Lindel K, 

Mustea A, Strnad V, Goerling U, Bauerschmitz GJ, Langrehr J, Neulen J, Ulrich UA, Nothacker MJ, Blödt S, Follmann 

M, Langer T, Wenzel G, Weber S, Erdogan S.  
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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, Puiggròs 

M, Royo R, Tonda R, Parra G, Piscia D, Beltrán S, Navarro M, Piñol V, Brunet J, Gonzalez-Abuin N, Aiza G, Sommer 

A, van Herwaarden Y, Astuti G, Holinski-Feder E, Hoogerbrugge N, de Voer RM, Aretz S, Capellá G, Valle L.  

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

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

patients. 
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Mortality by age, gene and gender in carriers of pathogenic mismatch repair gene variants receiving surveil-

lance 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 Evans, 
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Polly A Newcomb, Jane Figueiredo, Daniel D Buchanan, Stephen N Thibodeau, Magnus von Knebel Doeberitz, Markus 

Loeffler, Nils Rahner, Evelin Schröck, Verena Steinke-Lange, Wolff Schmiegel, Deepak Vangala, Claudia Perne, Robert 

Hüneburg, Silke Redler, Reinhard Büttner, Jürgen Weitz, Marta Pineda, Nuria Duenas, Joan Brunet Vidal, Leticia 

Moreira, Ariadna Sánchez, Eivind Hovig, Sigve Nakken, Kate Green, Fiona Lalloo, James Hill, Emma Crosbie, Miriam 

Mints, Yael Goldberg, Douglas Tjandra, Sanne W Ten Broeke, Revital Kariv, Guy Rosner, Suresh H Advani, Lidiya 
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ago Bassaneze, Claudia Alejandra Martin, Gabriela Moslein, Pål Moller. 
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Highly sensitive liquid biopsy Duplex sequencing complements tissue biopsy to enhance detection of clinically 
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Hallermayr A, Neuhann TM, Steinke-Lange V, Scharf F, Laner A, Ewald R, Liesfeld B, Holinski-Feder E, Pickl JMA.                                                                                         
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Transcript capture and ultradeep long-read RNA sequencing (CAPLRseq) to diagnose HNPCC/Lynch syn-
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Schwenk V, Leal Silva RM, Scharf F, Knaust K, Wendlandt M, Häusser T, Pickl JMA, Steinke-Lange V, Laner A, Morak 

M, Holinski-Feder E, Wolf DA. J Med Genet. 2023 Jan 2:jmg-2022-108931. doi: 10.1136/jmg-2022-108931. Online 
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Genotype-first approach to identify associations between CDH1 germline variants and cancer phenotypes: a 

multicentre study by the European Reference Network on Genetic Tumour Risk Syndromes 

José Garcia-Pelaez, Rita Barbosa-Matos, Silvana Lobo, Alexandre Dias, Luzia Garrido, Sérgio Castedo, Sónia Sousa, 

Hugo Pinheiro, Liliana Sousa, Rita Monteiro, Joaquin J Maqueda, Susana Fernandes, Fátima Carneiro, Nádia Pinto, 

Carolina Lemos, Carla Pinto, Manuel R Teixeira, Stefan Aretz, Svetlana Bajalica-Lagercrantz, Judith Balmaña, Ana 
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Long-term chemoprevention in patients with adenomatous polyposis coli: an observational study. 
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Germline mutations in WNK2 could be associated with serrated polyposis syndrome.                                                   

Soares de Lima Y, Arnau-Collell C, Muñoz J, Herrera-Pariente C, Moreira L, Ocaña T, Díaz-Gay M, Franch-Expósito 
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Colorectal cancer incidences in Lynch syndrome: a comparison of results from the prospective lynch syn-

drome database and the international mismatch repair consortium.                                         

Møller P, Seppälä T, Dowty JG, Haupt S, Dominguez-Valentin M, Sunde L, Bernstein I, Engel C, Aretz S, Nielsen M, 
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