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2026

Validation structures for sequence variants of uncertain significance in hereditary cancer.
Lucas MC, KeRler T, Benet-Pagés A, Holinski-Feder E, Laner A, Klink B.
https://pubmed.ncbi.nim.nih.gov/41807735/

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 |,
Breithausen E, Akbari K, Cordts |, Sauer M, Schneider C, Krakowsky R, Schnabel F, Dunker K, Fabritius L, Gerb J,
Grabova D, Moéhwald K, Naher M, Steinmetz K, Thiessen F, Jack A, Schneider-Gold C, Zittel S, Petersen C,
Schreyer |, Mamecke L, Wilfling S, Wunderlich G, Brenner D, Hellenbroich Y, Muhle K, Huchtemann T, Claus I,
Klopstock T, Strupp M, Levin J, Hoglinger G, Huppert D, Becker-Bense S, Filippopulos F, Kilpert F, Leitdo E, Kaya S,
Depienne C, Schoberl F, Neuhann T, Holinski-Feder E, Zwergal A, Abicht A.
https://pubmed.ncbi.nim.nih.qov/40898875/

The UCSC Genome Browser database: 2026 update.

Casper J, Speir ML, Raney BJ, Perez G, Nassar LR, Lee CM, Hinrichs AS, Gonzalez JN, Fischer C, Diekhans M,
Clawson H, Benet-Pages A, Barber GP, Vaske CJ, van Baren MJ, Wang K, Rodriguez YJP, Jenkins-Kiefer JA,
Chalamala M, Haussler D, Kent WJ, Haeussler M.

https://pubmed.ncbi.nim.nih.gov/41251146/

2025

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

Sauer M, Lucas MC, Prokosch V, KeRler T, Risch T, Laner A, Henkel J, Benet-Pagées A, Hallermayr A, Steinke-
Lange V, Holinski-Feder E, Klink B.

https://pubmed.ncbi.nim.nih.qgov/41347847/

Umfassende Charakterisierung des D4Z4-Repeatarrays mittels Long-Read-Sequenzierung fiir eine prazise
Diagnostik der Fazioskapulohumeralen Muskeldystrophie.

Scharf F, Erdmann H, Lucas MC, Gehling S, Benet-Pagés A, Schéfer J, Hallermayr A, Schonrock V, Kéhler U,
Neuhann T, Holinski-Feder E, Walter M, Schoser B, Abicht A.

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

Reclassification of VUS in BRCA71 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-Pages A, Laner A, Nassar LR, Wohlfrom T, Steinke-Lange V, Haeussler M, Holinski-Feder E.
https://pubmed.ncbi.nim.nih.gov/40027238/

The UCSC Genome Browser database: 2025 update.

Perez G, Barber GP, Benet-Pagés A, Casper J, Clawson H, Diekhans M, Fischer C, Gonzalez JN, Hinrichs AS,
Lee CM, Nassar LR, Raney BJ, Speir ML, van Baren MJ, Vaske CJ, Haussler D, Kent WJ, Haeussler M.
https://pubmed.ncbi.nim.nih.qov/39460617/

2024

Parallel in-depth analysis of repeat expansions: an updated Clin-CATS workflow for nanopore R10 flow
cells.

Scholz V, Schénrock V, Erdmann H, Prokosch V, Schoedel M, Almus M, Sauer M, Mayer V, Breithausen E,
van Buren |, Dineiger C, Heintz C, Hallermayr A, Neuhann T, Holinski-Feder E, Abicht A, Benet-Pages A, Lucas MC.
bioRxiv 2024.11.05.622099; doi: https://doi.org/10.1101/2024.11.05.622099

Optical Genome Mapping as a Potential Routine Clinical Diagnostic Method.

Barseghyan H, Eisenreich D, Lindt E, Wendlandt M, Scharf F, Benet-Pagés A, Sendelbach K, Neuhann T, Abicht A,
Holinski-Feder E, Koehler U.

https://pubmed.ncbi.nim.nih.qgov/38540401/
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The UCSC Genome Browser database: 2024 update.

Raney BJ, Barber GP, Benet-Pagés A, Casper J, Clawson H, Cline MS, Diekhans M, Fischer C, Navarro
Gonzalez J, Hickey G, Hinrichs AS, Kuhn RM, Lee BT, Lee CM, Le Mercier P, Miga KH, Nassar LR, Nejad P,
Paten B, Perez G, Schmelter D, Speir ML, Wick BD, Zweig AS, Haussler D, Kent WJ, Haeussler M.
https://pubmed.ncbi.nim.nih.gov/37953330/

2023

Methylation of the 4q35 D4Z4 repeat defines disease status in facioscapulohumeral muscular dystrophy.
Erdmann H, Scharf F, Gehling S, Benet-Pagés A, Jakubiczka S, Becker K, Seipelt M, Kleefeld F, Knop KC, Prott
EC, Hiebeler M, Montagnese F, Glaser D, Vorgerd M, Hagenacker T, Walter MC, Reilich P, Neuhann T, Zenker M,
Holinski-Feder E, Schoser B, Abicht A.

https://pubmed.ncbi.nim.nih.gov/36100962/

The UCSC Genome Browser database: 2023 update.

Nassar LR, Barber GP, Benet-Pagés A, Casper J, Clawson H, Diekhans M, Fischer C, Gonzalez JN, Hinrichs AS,
Lee BT, Lee CM, Muthuraman P, Nguy B, Pereira T, Nejad P, Perez G, Raney BJ, Schmelter D, Speir ML, Wick BD,
Zweig AS, Haussler D, Kuhn RM, Haeussler M, Kent WJ.

https://pubmed.ncbi.nim.nih.gov/36420891/

Closing the Gap - Detection of 5g-Spinal Muscular Atrophy by Short-Read Next-Generation Sequencing and
Unexpected Results in a Diagnostic Patient Cohort.

Kleinle S, Scholz V, Benet-Pagés 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.nim.nih.gov/37424474/

2022

Somatic copy number alteration and fragmentation analysis in circulating tumor DNA for cancer screening
and treatment monitoring in colorectal cancer patients.

Hallermayr A, Wohlfrom T, Steinke-Lange V, Benet-Pagés A, Scharf F, Heitzer E, Mansmann U, Haberl C, de Wit
M, Vogelsang H, Rentsch M, Holinski-Feder E, Pickl JMA.

https://pubmed.ncbi.nim.nih.gov/36056434/

Variant interpretation: UCSC Genome Browser Recommended Track Sets.

Benet-Pages A, Rosenbloom KR, Nassar LR, Lee CM, Raney BJ, Clawson H, Schmelter D, Casper J, Gonzalez
JN, Perez G, Lee BT, Zweig AS, Kent WJ, Haeussler M, Kuhn RM.

https://pubmed.ncbi.nim.nih.qov/35088925/

The UCSC Genome Browser database: 2022 update.

Lee BT, Barber GP, Benet-Pagés A, Casper J, Clawson H, Diekhans M, Fischer C, Gonzalez JN, Hinrichs AS, Lee
CM, Muthuraman P, Nassar LR, Nguy B, Pereira T, Perez G, Raney BJ, Rosenbloom KR, Schmelter D, Speir ML,
Wick BD, Zweig AS, Haussler D, Kuhn RM, Haeussler M, Kent WJ.

https://pubmed.ncbi.nim.nih.qov/34718705/

2021

Liquid Biopsy Hotspot Variant Assays: Analytical Validation for Application in Residual Disease Detection
and Treatment Monitoring.

Hallermayr A, Benet-Pagés A, Steinke-Lange V, Mansmann U, Rentsch M, Holinski-Feder E, Pickl JMA.
https://pubmed.ncbi.nim.nih.qov/34392332/

HPO-driven virtual gene panel: a new efficient approach in molecular autopsy of sudden unexplained death.
Schon U, Holzer A, Laner A, Kleinle S, Scharf F, Benet-Pages A, Peschel O, Holinski-Feder E, Diebold I.
https://pubmed.ncbi.nim.nih.gov/33789662/



https://pubmed.ncbi.nlm.nih.gov/36100962/
https://pubmed.ncbi.nlm.nih.gov/36420891/
https://pubmed.ncbi.nlm.nih.gov/37424474/
https://pubmed.ncbi.nlm.nih.gov/36056434/
https://pubmed.ncbi.nlm.nih.gov/35088925/
https://pubmed.ncbi.nlm.nih.gov/34718705/
https://pubmed.ncbi.nlm.nih.gov/34392332/
https://pubmed.ncbi.nlm.nih.gov/33789662/

Publikationsverzeichnis @ M G Z

Dr. rer. nat. Anna Benet-Pagés

The UCSC Genome Browser database: 2021 update.

Navarro Gonzalez J, Zweig AS, Speir ML, Schmelter D, Rosenbloom KR, Raney BJ, Powell CC, Nassar LR,
Maulding ND, Lee CM, Lee BT, Hinrichs AS, Fyfe AC, Fernandes JD, Diekhans M, Clawson H, Casper J, Benet-
Pages A, Barber GP, Haussler D, Kuhn RM, Haeussler M, Kent WJ.

https://pubmed.ncbi.nim.nih.gov/33221922/

2020

Analysis of 3297 individuals suggests that the pathogenic germline 5'-UTR variant BRCA1 c.-107TA> T is
not common in south-east Germany.

Laner A, Benet-Pages A, Neitzel B, Holinski-Feder E.

https://pubmed.ncbi.nim.nih.gov/32200540/

Critical assessment of secondary findings in genes linked to primary arrhythmia syndromes.
Diebold I, Schon U, Scharf F, Benet-Pagés A, Laner A, Holinski-Feder E, Abicht A.
https://pubmed.ncbi.nim.nih.gov/32048431/

Targeted deep-intronic sequencing in a cohort of unexplained cases of suspected Lynch syndrome.
Arnold AM, Morak M, Benet-Pagés A, Laner A, Frishman D, Holinski-Feder E.
https://pubmed.ncbi.nim.nih.gov/31822864/

2018

Extending the critical regions for mutations in the non-coding gene RNU4ATAC in another patient with
Roifman Syndrome.

Hallermayr A, Graf J, Koehler U, Laner A, Schonfeld B, Benet-Pagés A, Holinski-Feder E.
https://pubmed.ncbi.nim.nih.gov/30455926/

Mitochondrial and nuclear disease panel (Mito-aND-Panel): Combined sequencing of mitochondrial and
nuclear DNA by a cost-effective and sensitive NGS-based method.

Abicht A, Scharf F, Kleinle S, Schoén U, Holinski-Feder E, Horvath R, Benet-Pages A, Diebold I.
https://pubmed.ncbi.nlm.nih.gov/30406974/

Comprehensive analysis of the MLH1 promoter region in 480 patients with colorectal cancer and 1150
controls reveals new variants including one with a heritable constitutional MLH1 epimutation.

Morak M, Ibisler A, Keller G, Jessen E, Laner A, Gonzales-Fassrainer D, Locher M, Massdorf T, Nissen AM, Benet-
Pagés A, Holinski-Feder E.

https://pubmed.ncbi.nim.nih.gov/29472279/

2017

Loss of MSH2 and MSH6 due to heterozygous germline defects in MSH3 and MSH6.

Morak M, Kasbauer S, Kerscher M, Laner A, Nissen AM, Benet-Pagés A, Schackert HK, Keller G, Massdorf T,
Holinski-Feder E.

https://pubmed.ncbi.nim.nih.gov/28528517/

2016

Identification and Functional Testing of ERCC2 Mutations in a Multi-national Cohort of Patients with Familial
Breast- and Ovarian Cancer.

Rump A, Benet-Pagés A, Schubert S, Kuhimann JD, Janaviius R, Machackova E, Foretova L, Kleibl Z, Lhota F,
Zemankova P, Betcheva-Krajcir E, Mackenroth L, Hackmann K, Lehmann J, Nissen A, DiDonato N, Opitz R, Thiele
H, Kast K, Wimberger P, Holinski-Feder E, Emmert S, Schréck E, Klink B.
https://pubmed.ncbi.nlm.nih.qov/27504877/
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Mutations in EXOSC2 are associated with a novel syndrome characterised by retinitis pigmentosa,
progressive hearing loss, premature ageing, short stature, mild intellectual disability and distinctive
gestalt.

Di Donato N, Neuhann T, Kahlert AK, Klink B, Hackmann K, Neuhann |, Novotna B, Schallner J, Krause C, Glass
IA, Parnell SE, Benet-Pages A, Nissen AM, Berger W, Altmdiller J, Thiele H, Weber BH, Schrock E, Dobyns WB,
Bier A, Rump A.

https://pubmed.ncbi.nim.nih.gov/26843489/

2015

Early-onset leukoencephalopathy due to a homozygous missense mutation in the DARS2 gene.

Koéhler C, Heyer C, Hoffjan S, Stemmler S, Licke T, Thiels C, Kohlschiitter A, Lobel U, Horvath R, Kleinle S, Benet-
Pages A, Abicht A.

https://pubmed.ncbi.nlm.nih.gov/26327357/
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