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2026

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, M6éhwald 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 |, Klopstock T,
Strupp M, Levin J, Héglinger G, Huppert D, Becker-Bense S, Filippopulos F, Kilpert F, Leitdo E, Kaya S, Depienne C,
Schéberl F, Neuhann T, Holinski-Feder E, Zwergal A, Abicht A.

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

2025

A functional role for septin-2 in the maintenance of the axon initial segment and in human cognitive
development.

Weiss L, Pavez M, Labudina A, Andriichuk L, Jones O, Jones A, Barwick D, Jenkins Z, Basak I, Morgan T, Neuhann T,
Rankin J, Giltay J, Agolini E, Novelli A, Pizzuti A, Koboldt DC, Ramadesikan S, Dublin-Ryan LB, Hughes S, Di Donato N,
Gimenez G, Namba T, Gumy LF, Robertson SP.

https://pubmed.ncbi.nim.nih.gov/41408595/

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.

https://pubmed.ncbi.nim.nih.gov/41155148/

Angeborene Fehlbildungen der Linse [Congenital lens malformations].
Neuhann T, Neuhann L.
https://pubmed.ncbi.nlm.nih.gov/40389216/

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, Wohilfrom 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,
Hortnagel K, Steinberger D, Kleier S, Lorenz P, Glaubitz R, Biskup S, Holinski-Feder E.
https://pubmed.ncbi.nim.nih.qov/39854808/

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, Schafer J, Hallermayr A, Schonrock V, Kohler 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 Réander des diagnostischen Spektrums der FSHD — Komplexe genetische Befunde in der Diagnostik der
Fazioskapulohumeralen Muskeldystrophie (FSHD) und ihre Implikation fiir das molekulargenetische Modell der
Erkrankung.

Erdmann H, Gehling S, Scharf F, Lucas MC, Kleefeld F, Becker K, Schénrock V, Saak A, Schéafer 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

P864: Challenges of genetic counseling in prenatal setting: Follow up of a child born after conspicuous result
for Pallister Killian syndrome.

Fassrainer DG, Klein W, Neuhann T, Nevinny-Stickel-Hinzpeter C.

https://doi.org/10.1016/j.gim0.2025.103233
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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, Aimus 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

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.nim.nih.gov/39703464/

Phenotypic and Genetic Spectrum in 309 Consecutive Pediatric Patients with Inherited Retinal Disease.
Priglinger CS, Gerhardt MJ, Priglinger SG, Schaumberger M, Neuhann TM, Bolz HJ, Mehraein Y, Rudolph G.
https://pubmed.ncbi.nim.nih.gov/39596324/

LZTR1 loss-of-function variants associated with café au lait macules with or without freckling.

Horn S, Neuhann T, Hennig C, Abad-Perez A, Prott EC, Cardellini L, Potratz C, Leubner J, Eichhorn B, Merkel M,
Abicht A, Kaindl AM.

https://pubmed.ncbi.nim.nih.gov/39258154/

Human ABL1 deficiency syndrome (HADS) is a recognizable syndrome distinct from ABL1-related congenital
heart defects and skeletal malformations syndrome.

AlAbdi L, Neuhann T, Prott EC, Schén U, Abdulwahab F, Faqgeih E, Alkuraya FS.
https://pubmed.ncbi.nlm.nih.gov/38743093/

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.nim.nih.gov/38540401/

Lessons from two series by physicians and caregivers' self-reported data in DDX3X-related disorders.

Ruault V, Burger P, Gradels-Hauguel J, Ruiz N; Xtraordinaire; Jamra RA, Afenjar A, Alembik Y, Alessandri JL, Arpin S,
Barcia G, Bendova S, Bruel AL, Charles P, Chatron N, Chopra M, Conrad S, Daire VC, Cospain A, Coubes C,
Coursimault J, Delahaye-Duriez A, Doco M, Dufour W, Durand B, Engel C, Faivre L, Ferroul F, Fradin M, Frenkiel H,
Fusco C, Garavelli L, Garde A, Gerard B, Germanaud D, Goujon L, Gouronc A, Ginglinger E, Goldenberg A,
Hancarova M, Havlovicova M, Heron D, Isidor B, Margais NJ, Keren B, Koch-Hogrebe M, Kuentz P, Lamure V,
Lebre AS, Lecoquierre F, Lehman N, Lesca G, Lyonnet S, Martin D, Mignot C, Neuhann TM, Nicolas G, Nizon M,
Petit F, Philippe C, Piton A, Pollazzon M, Prchalova D, Putoux A, Rio M, Rondeau S, Rossi M, Sabbagh Q, Saugier-
Veber P, Schmetz A, Steffann J, Thauvin-Robinet C, Toutain A, Them FTM, Trimarchi G, Vincent M, VI¢kova M,
Wieczorek D, Willems M, Yauy K, Zelinova M, Ziegler A; GENIDA Project; Chaumette B, Sadikovic B, Mandel JL,
Genevieve D.

https://pubmed.ncbi.nim.nih.qov/38284452/

Novel Genetic and Biochemical Insights into the Spectrum of NEFL-Associated Phenotypes.

Della Marina A, Hentschel A, Czech A, Schara-Schmidt U, Preusse C, Laner A, Abicht A, Ruck T, Weis J, Choueiri C,
Lochmdiiller H, Kolbel H, Roos A.

https://pubmed.ncbi.nim.nih.gov/38578900/

A Homozygous NDUFS6 Variant Associated with Neuropathy and Optic Atrophy.

Gangful® A, Rating P, Ferreira T, Hentschel A, Marina AD, Kdlbel H, Sickmann A, Abicht A, Kraft F, Ruck T, Bohm J,
Schanzer A, Schara-Schmidt U, Neuhann TM, Horvath R, Roos A.

https://pubmed.ncbi.nim.nih.gov/38217609/

2023

Delineation of the adult phenotype of Coffin-Siris syndrome in 35 individuals.
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Schmetz A, Lidecke HJ, Surowy H, Sivalingam S, Bruel AL, Caumes R, Charles P, Chatron N, Chrzanowska K, Codina-
Sola M, Colson C, Cusco |, Denommé-Pichon AS, Edery P, Faivre L, Green A, Heide S, Hsieh TC, Hustinx A,
Kleinendorst L, Knopp C, Kraft F, Krawitz PM, Lasa-Aranzasti A, Lesca G, Lépez-Gonzélez V, Maraval J, Mignot C,
Neuhann T, Netzer C, Oehl-Jaschkowitz B, Petit F, Philippe C, Posmyk R, Putoux A, Reis A, Sanchez-Soler MJ, Suh
J, Tkemaladze T, Tran Mau Them F, Travessa A, Trujillano L, Valenzuela |, van Haelst MM, Vasileiou G, Vincent-
Delorme C, Walther M, Verde P, Bramswig NC, Wieczorek D.

https://pubmed.ncbi.nim.nih.gov/38117302/

Prospective evaluation of NGS-based sequencing in epilepsy patients: results of seven NASGE-associated
diagnostic laboratories.

Witzel MGW, Gebhard C, Wenzel S, Kleier S, Eichhorn B, Lorenz P, von der Heyden L, Kuhn M, Luedeke M, Décker M,
Jungling J, Schulte B, Hortnagel K, Glaubitz R, Knippenberger S, Teubert A, Abicht A, Neuhann TM.
https://pubmed.ncbi.nim.nih.gov/38125836/

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

Hallermayr A, KeBler 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.nim.nih.gov/37894392/

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-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.qov/37424474/

[Human genetic diagnostics in hereditary eye diseases : What does the ophthalmologist need to know]
Teresa M Neuhann, Lukas Neuhann
https://pubmed.ncbi.nim.nih.gov/37266672/

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.nim.nih.gov/37188824/

Highly sensitive liquid biopsy Duplex sequencing complements tissue biopsy to enhance detection of clinically
relevant genetic variants.

Hallermayr A, Neuhann TM, Steinke-Lange V, Scharf F, Laner A, Ewald R, Liesfeld B, Holinski-Feder E, Pickl JMA.
https://pubmed.ncbi.nim.nih.gov/36636551/

2022

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

Erdmann H, Schéberl F, Giurgiu M, Leal Silva RM, Scholz V, Scharf F, Wendlandt M, Kleinle S, Deschauer M, Nubling
G, Heide W, Babacan SS, Schneider C, Neuhann T, Hahn K, Schoser B, Holinski-Feder E, Wolf DA, Abicht A.
https://pubmed.ncbi.nim.nih.gov/36227727/

Methylation of the 4q35 D4Z4 repeat defines disease status in facioscapulohumeral muscular dystrophy
Hannes Erdmann, Florentine Scharf, Stefanie Gehling, Anna Benet-Pagés, Sibylle Jakubiczka, Kerstin Becker, Maria
Seipelt, Felix Kleefeld , Karl Christian Knop, Eva Christina Prott, Miriam Hiebeler, Federica Montagnese, Dieter Glaser,
Matthias Vorgerd , Tim Hagenacker, Maggie C Walter, Peter Reilich, Teresa Neuhan, Martin Zenker, Elke Holinski-
Feder, Benedikt Schoser, Angela Abicht

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

Case Report: DPM1-CDG: Novel Variant with Severe Phenotype and Literature Review
Hanna Lausmann, Martin Zacharias, Teresa M Neuhann, Melanie K Locher, Karl F Schettler
https://pubmed.ncbi.nim.nih.gov/35910228/
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Long-term chemoprevention in patients with adenomatous polyposis coli: an observational study

Teresa M Neuhann, Katharina Haub, Verena Steinke-Lange , Monika Morak , Andreas Laner , Melanie Locher , Elke
Holinski-Feder

https://pubmed.ncbi.nim.nih.gov/35570229/

Initial Clinical Experience with NIPT for Rare Autosomal Aneuploidies and Large Copy Number Variations
Thomas Harasim, Teresa Neuhann, Anne Behnecke, Miriam Stampfer, Elke Holinski-Feder, Angela Abicht
https://doi.org/10.3390/jcm11020372

2021

Elucidating the clinical spectrum and molecular basis of HYAL: deficiency

James Fasham, Siying Lin, Promita Ghosh, Francesca Clementina Radio, Emily G Farrow, Isabelle Thiffault, Jennifer
Kussman, Dihong Zhou, Rick Hemming, Kenneth Zahka, Barry A Chioza, Lettie E Rawlins, Olivia K Wenger, Adam C
Gunning, Simone Pizzi, Roberta Onesimo, Giuseppe Zampino, Emily Barker, Natasha Osawa, Megan Christine
Rodriguez, Teresa M Neuhann, Elaine H Zackai, Beth Keena, Jenina Capasso, Alex V Levin, Elizabeth Bhoj, Dong
Li, Hakon Hakonarson, Ingrid M Wentzensen, Adam Jackson, Kate E Chandler, Zeynep H Coban-Akdemir, Jennifer E
Posey, Siddharth Banka, James R Lupski, Sarah E Sheppard, Marco Tartaglia, Barbara Triggs-Raine, Andrew H
Crosby, Emma L Baple

https://doi.org/10.1016/j.gim.2021.10.014

Mutation spectrum of the OPA1 gene in a large cohort of patients with suspected dominant optic atrophy:
Identification and classification of 48 novel variants.

N. Weisschuh, S. Schimpf-Linzenbold, P. Mazzola, S. Kieninger, T. Xiao, U. Kellner, T. Neuhann, C. Kelbsch, F.
Tonagel, H. Wilhelm, S. Kohl, & B. Wissinger, PloS One, (2021) e0253987.
https://doi.org/10.1371/journal.pone.0253987.

2020

Bilateral optic nerve atrophy in an 18-year-old female patient with diabetes mellitus

J. Hall, T. Neuhann, F. Treumer, T. Neuhann, & |. Neuhann, Der Ophthalmologe: Zeitschrift Der Deutschen
Ophthalmologischen Gesellschaft, 117 (2020) 934-938.

https://doi.org/10.1007/s00347-019-01037-w.

2018

Variants in exons 5 and 6 of ACTB cause syndromic thrombocytopenia.

Latham SL, Ehmke N, Reinke PYA, Taft MH, Eicke D, Reindl T, Stenzel W, Lyons MJ, Friez MJ, Lee JA, Hecker R,
Frihwald MC, Becker K, Neuhann TM, Horn D, Schrock E, Niehaus |, Sarnow K, Gritzmann K, Gawehn L, Klink B,
Rump A, Chaponnier C, Figueiredo C, Knéfler R, Manstein DJ, Di Donato N. Nat Commun. 2018;9(1):4250.
doi:10.1038/s41467-018-06713-0

2017

Autosomal dominant frontometaphyseal dysplasia: Delineation of the clinical phenotype.

Wade EM, Jenkins ZA, Daniel PB, Morgan T, Addor MC, Adés LC, Bertola D, Bohring A, Carter E, Cho T-J, de Geus
CM, Duba H-C, Fletcher E, Hadzsiev K, Hennekam RCM, Kim CA, Krakow D, Morava E, Neuhann T, Sillence D, Superti-
Furga A, Veenstra-Knol HE, Wieczorek D, Wilson LC, Markie DM, Robertson SP. Am J Med Genet A. 2017;173(7):1739-
1746. doi:10.1002/ajmg.a.38267
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A de novo 1923.3-q24.2 deletion combined with a GORAB missense mutation causes a distinctive phenotype
with cutis laxa.

Al-Bughaili M, Neuhann TM, Fléttmann R, Mundlos S, Spielmann M, Kornak U, Fischer-Zirnsak B. J Hum Genet.
2017;62(2):325-328. doi:10.1038/jhg.2016.111

2016

Recurrent de novo BICD2 mutation associated with arthrogryposis multiplex congenita and bilateral perisylvian
polymicrogyria.

Ravenscroft G, Di Donato N, Hahn G, Davis MR, Craven PD, Poke G, Neas KR, Neuhann TM, Dobyns WB, Laing NG.
Neuromuscul Disord. 2016;26(11):744-748. doi:10.1016/j.nmd.2016.09.009

Mutations in MAP3K7 that Alter the Activity of the TAK1 Signaling Complex Cause Frontometaphyseal
Dysplasia.

Wade EM, Daniel PB, Jenkins ZA, Mclnerney-Leo A, Leo P, Morgan T, Addor MC, Adeés LC, Bertola D, Bohring A,
Carter E, Cho T-J, Duba H-C, Fletcher E, Kim CA, Krakow D, Morava E, Neuhann T, Superti-Furga A, Veenstra-Knol |,
Wieczorek D, Wilson LC, Hennekam RCM, Sutherland-Smith AJ, Strom TM, Wilkie AOM, Brown MA, Duncan EL,
Markie DM, Robertson SP. Am J Hum Genet. 2016;99(2):392-406. doi:10.1016/j.ajhg.2016.05.024

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 A-K, 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 BHF, Schrock E, Dobyns WB, Bier A,
Rump A. J Med Genet. 2016;53(6):419-425. doi:10.1136/jmedgenet-2015-103511

2015

ADAMTSL4-associated isolated ectopia lentis: Further patients, novel mutations and a detailed phenotype
description. Neuhann TM, Stegerer A, Riess A, Blair E, Martin T, Wieser S, Klas R, Bouman A, Kuechler A, Rittinger
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