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2026

Bridging past and future: the evolution of genetic diagnosis in FSHD and the role of emerging technologies
in a globalized framework.

Strafella C, Erdmann H, Bevilacqua JA, Ricci E, Ravenscroft G, Matsumura T, Vishnu VY, Sherif RE, Oflazer P,
Muratori D, Figueiredo F, Sansone V, Sacconi S, Ricci G, Filosto M, Evangelista T, Rosa AL, Belayew A, Abicht A,
Magdinier F, Giardina E.

https://pubmed.ncbi.nim.nih.gov/41996965/

The p.(Leu97lle) variant expands the genetic landscape of NEFL-associated Charcot-Marie-tooth
neuropathies.

Oeztuerk M, Walli S, Muhmann D, Choueiri C, Dobelmann V, Abicht A, Leube B, Schara-Schmidt U, Meuth SG,
Horvath R, Lochmueller H, Roos A, Ruck T.

https://pubmed.ncbi.nim.nih.gov/42017539/

Atypical Clinical Course of Griscelli Syndrome Type 2 With Primarily Neurologic Presentation and Adult-
Onset in a 46-Year-Old Male.

Papingi D, Kutsche M, Lichtenfeld H, Kortim F, Abicht A, Herrmann L, Herget T.
https://pubmed.ncbi.nim.nih.gov/41851022/

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 |, Sauer M, Schneider C, Krakowsky R, Schnabel F, Dunker K, Fabritius L, Gerb J,
Grabova D, Mohwald K, Naher M, Steinmetz K, Thiessen F, Jack A, Schneider-Gold C, Zittel S, Petersen C,
Schreyer I, Mamecke L, Wilfling S, Wunderlich G, Brenner D, Hellenbroich Y, Muhle K, Huchtemann T, Claus |,
Klopstock T, Strupp M, Levin J, Hoglinger 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.qgov/40898875/

Mitochondrial energetic failure underlies FLVCR1-related sensory neuropathy.

Bertino F, Zanin Venturini DI, Grasso E, Kopecka J, Salio C, Gnutti B, Basnet RM, Bellini S, Mignani L, Zhao B,
Kleefeld F, Hentschel A, Magnani F, Fiorito V, Abalai RE, Metani L, Allocco AL, Petrillo S, De Giorgio F, Ammirata G,
Salsano E, Pareyson D, di Rocco M, Abicht A, McCourt E, Horvath R, Kélbel H, Larson A, Roos A, Yu TW, Finazzi D,
Riganti C, Tolosano E, Chiabrando D.

https://pubmed.ncbi.nim.nih.gov/41691085/

Novel NPRL3 variant associated with sleep-related hypermotor epilepsy: a case report and educational
review.

Broggi S, Poppert KN, Mauritz M, Kalss G, Leitinger M, Abicht A, Trinka E, Rossini F.
https://pubmed.ncbi.nim.nih.gov/41635699/

2025

Visual Diagnosis of Facioscapulohumeral Muscular Dystrophy (FSHD).
Erdmann H, Abicht A, Becker K.
https://pubmed.ncbi.nlm.nih.gov/40579967/

A 50-year cough: cerebellar ataxia, neuropathy, and vestibular areflexia syndrome (CANVAS).
Erdmann H, Abicht A, Strupp M.
Dtsch Arztebl Int 2025; 122: 167. https://doi.org/10.3238/arztebl.m2024.0247

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,
Hértnagel K, Steinberger D, Kleier S, Lorenz P, Glaubitz R, Biskup S, Holinski-Feder E.
https://pubmed.ncbi.nim.nih.gov/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, Schoénrock 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
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Die Rander 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, Schafer 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

Blood biomarker fingerprints in a cohort of patients with CHRNE-related congenital myasthenic syndrome.
Della Marina A, Koutsoulidou A, Natera-de Benito D, Tykocinski LO, Tomazou M, Georgiou K, Laner A, Kélbel H,
Nascimento A, Ortez C, Abicht A, Thakur BK, Lochmiiller H, Phylactou LA, Ruck T, Schara-Schmidt U, Kale D,
Hentschel A, Roos A.

https://pubmed.ncbi.nim.nih.gov/39948634/

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-Pagés 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/

A Novel MYH14 Variant Presenting as a New Phenotype of MYH14-Associated Neuromuscular Disorders-
Clinicohistologic Findings and Review of the Literature.

Mensch A, Jordan B, Weis J, Nikolin S, Schneider |, Abicht A, Gehling S, Kendzierski T, Stoltenburg-Didinger G,
Stoevesandt D, Kraya T, Zierz S, Naegel S.

https://pubmed.ncbi.nim.nih.gov/39590923/

Analysis and occurrence of biallelic pathogenic repeat expansions in RFC1 in a German cohort of patients
with a main clinical phenotype of motor neuron disease.

Schaub A, Erdmann H, Scholz V, Timmer M, Cordts |, Glinther R, Reilich P, Abicht A, Schoberl F.
https://pubmed.ncbi.nim.nih.gov/38916676/

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/

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/

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, Lochmdiller 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, Kélbel 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.qgov/38217609/

2023

Guideline for the management of myasthenic syndromes.
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Wiendl H, Abicht A, Chan A, Della Marina A, Hagenacker T, Hekmat K, Hoffmann S, Hoffmann HS, Jander S,
Keller C, Marx A, Melms A, Melzer N, Miller-Felber W, Pawlitzki M, Riickert JC, Schneider-Gold C, Schoser B,
Schreiner B, Schroeter M, Schubert B, Sieb JP, Zimprich F, Meisel A.

https://pubmed.ncbi.nim.nih.gov/38152089/

Novel Homozygous FA2H Variant Causing the Full Spectrum of Fatty Acid Hydroxylase-Associated
Neurodegeneration (SPG35).

German A, Jukic J, Laner A, Arnold P, Socher E, Mennecke A, Schmidt MA, Winkler J, Abicht A, Regensburger M.
https://pubmed.ncbi.nim.nih.gov/38275596/

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,
Doécker M, Jingling J, Schulte B, Hortnagel K, Glaubitz R, Knippenberger S, Teubert A, Abicht A, Neuhann TM.
https://pubmed.ncbi.nim.nih.gov/38125836/

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.qov/37424474/

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/

Myofibrillar myopathy: a rare but important differential diagnosis of camptocormia in a patient with
Parkinson's Disease.

Petry-Schmelzer JN, Abicht A, Barbe MT, Wunderlich G.

https://pubmed.ncbi.nim.nih.gov/37287054/

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

Henkel J, Laner A, Locher M, Wohlfrom T, Neitzel B, Becker K, Neuhann T, Abicht A, Steinke-Lange V, Holinski-
Feder E.

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

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

Hannes Erdmann, Florian Schéberl, Madalina Giurgiu, Rafaela Magalhaes Leal Silva, Veronika Scholz, Florentine
Scharf, Martin Wendlandt, Stephanie Kleinle, Marcus Deschauer, Georg Nubling, Wolfgang Heide, Sait Seymen
Babacan, Christine Schneider, Teresa Neuhann, Katrin Hahn, Benedikt Schoser, Elke Holinski-Feder, Dieter A
Wolf, Angela Abicht

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-Pageés, 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 Neuhann, Martin
Zenker, Elke Holinski-Feder, Benedikt Schoser, Angela Abicht

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

The clinical and genetic spectrum of autosomal-recessive TOR1A-related disorders.

Saffari A, Lau T, Tajsharghi H, Karimiani EG, Kariminejad A, Efthymiou S, Zifarelli G, Sultan T, Toosi MB,
Sedighzadeh S, Siu VM, Ortigoza-Escobar JD, AIShamsi AM, Ibrahim S, Al-Sannaa NA, Al-Hertani W, Sandra W,
Tarnopolsky M, Alavi S, Li C, Day-Salvatore DL, Martinez-Gonzalez MJ, Levandoski KM, Bedoukian E, Madan-
Khetarpal S, Idleburg MJ, Menezes MJ, Siddharth A, Platzer K, Oppermann H, Smitka M, Collins F, Lek M,
Shahrooei M, Ghavideldarestani M, Herman |, Rendu J, Faure J, Baker J, Bhambhani V, Calderwood L,
Akhondian J, Imannezhad S, Mirzadeh HS, Hashemi N, Doosti M, Safi M, Ahangari N, Torbati PN, Abedini S,
Salpietro V, Gulec EY, Eshaghian S, Ghazavi M, Pascher MT, Vogel M, Abicht A, Moutton S, Bruel AL, Rieubland C,
Gallati S, Strom TM, Lochmiller H, Mohammadi MH, Alvi JR, Zackai EH, Keena BA, Skraban CM, Berger SI,
Andrew HE, Rahimian E, Morrow MM, Wentzensen IM, Millan F, Henderson LB, Dafsari HS, Jungbluth H, Gomez-
Ospina N, McRae A, Peter M, Veltra D, Marinakis NM, Sofocleous C, Ashrafzadeh F, Pehlivan D, Lemke JR,
Melki J, Benezit A, Bauer P, Weis D, Lupski JR, Senderek J, Christodoulou J, Chung WK, Goodchild R, Offiah AC,
Moreno-De-Luca A, Mohnish S, Ebrahimi-Fakhari D, Houlden H, Maroofian R. The clinical and genetic spectrum of
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autosomal-recessive TOR1A-related disorders.
https://pubmed.ncbi.nim.nih.gov/36757831/

2022

Persistent hypokalaemia and intermittent muscle weakness.
Rabenstein M, Abicht A, Brunn A, Lehmann H, Wunderlich G.
https://pubmed.ncbi.nim.nih.gov/35907633/

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,
Nibling 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.qov/36227727/

Methylation of the 435 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/

Persistent hypokalaemia and intermittent muscle weakness
Monika Rabenstein, Angela Abicht, Anna Brunn, Helmar Lehmann, Gilbert Wunderlich
https://pubmed.ncbi.nim.nih.gov/35907633/

O'Donnell-Luria-Rodan syndrome: description of a second multinational cohort and refinement of the
phenotypic spectrum

Clara Velmans, Anne H O'Donnell-Luria , Emanuela Argilli, Frederic Tran Mau-Them, Antonio Vitobello , Marcus
Cy Chan, Jasmine Lee-Fong Fung, Megan Rech, Angela Abicht, Marion Aubert Mucca, Jason Carmichael, Nicolas
Chassaing, Robin Clark, Christine Coubes, Anne-Sophie Denommé-Pichon, John Karl de Dios, Eleina England,
Benoit Funalot, Marion Gerard, Maries Joseph, Colleen Kennedy, Camille Kumps, Marjolaine Willems, Ingrid M B
H van de Laar, Coranne Aarts-Tesselaar, Marjon van Slegtenhorst, Daphné Lehalle, Kathleen Leppig, Lennart
Lessmeier, Lynn S Pais, Heather Paterson, Subhadra Ramanathan, Lance H Rodan, Andrea Superti-Furga, Brian
H 'Y Chung, Elliott Sherr, Christian Netzer, Christian P Schaaf, Florian Erger
https://pubmed.ncbi.nim.nih.gov/34321323/

Identification of a novel homozygous synthesis of cytochrome c oxidase 2 variant in siblings with early-
onset axonal Charcot-Marie-Tooth disease

Andrea Gangful3, Andreas Hentschel, Nina Rademacher, Albert Sickmann, Burkhard Stive, Rita Horvath, Claudia
Gross, Nicolai Kohlschmidt, Fabian Forster, Angela Abicht, Anne Schanzer, Ulrike Schara-Schmidt, Andreas Roos,
Adela Della Marina

https://pubmed.ncbi.nim.nih.gov/35112411/

Sensory neuropathy due to RFC1 in a patient with ALS: more than a coincidence?

Florian Schoeberl, Angela Abicht, Clemens Kuepper , Stefanie Voelk , Stefan Sonnenfeld , Matthias Tonon ,
Annalisa Schaub, Veronika Scholz , Stephanie Kleinle , Hannes Erdmann , Dieter A Wolf , Peter Reilich
https://pubmed.ncbi.nim.nih.gov/34821988/

Congenital myopathy and epidermolysis bullosa due to PLEC variant

Maggie C Walter, Peter Reilich, Sabine Krause, Miriam Hiebeler, Stefanie Gehling, Hans H Goebel, Benedikt
Schoser, Angela Abicht

https://doi.org/10.1016/j.nmd.2021.09.009

Cutaneous T-cell lymphoma mimicking myopathy with lipoatrophy

Miriam Hiebeler, Markus Reinholz, Michael Flaig, Christian Schmidt, Benedikt Schoser, Thomas Herzinger, Angela
Abicht, Peter Reilich

https://doi.org/10.1016/j.nmd.2021.11.009

Identification of a novel homozygous synthesis of cytochrome ¢ oxidase 2 variant in siblings with early-
onset axonal Charcot-Marie-Tooth disease

Andrea Gangful’, Andreas Hentschel, Nina Rademacher, Albert Sickmann, Burkhard Stlve, Rita Horvath, Claudia
Gross, Nicolai Kohlschmidt, Fabian Férster, Angela Abicht, Anne Schéanzer, Ulrike Schara-Schmidt, Andreas
Roos, Adela Della Marina

https://doi.org/10.1002/humu.24338
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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

Cutaneous T-cell lymphoma mimicking myopathy with lipoatrophy

Miriam Hiebeler, Markus Reinholz, Michael Flaig, Christian Schmidt, Benedikt Schoser, Thomas Herzinger, Angela
Abicht, Peter Reilich

https://doi.org/10.1016/j.nmd.2021.11.009

Effect of Discontinuation of Nusinersen Treatment in Long-Standing SMA3
Miriam Hiebeler, Angela Abicht, Peter Reilich, Maggie C Walter
https://doi.org/10.3233/jnd-210644

Sensory neuropathy due to RFC1 in a patient with ALS: more than a coincidence?

Florian Schoeberl, Angela Abicht, Clemens Kuepper, Stefanie Voelk, Stefan Sonnenfeld, Matthias Tonon, Annalisa
Schaub, Veronika Scholz, Stephanie Kleinle, Hannes Erdmann, Dieter A Wolf, Peter Reilich
https://doi.org/10.1007/s00415-021-10835-9

Location matters — Genotype — phenotype correlation in LRSAM+1 mutations associated with rare Charcot-
Marie-Tooth neuropathy CMT2P

Peter Reilich, Beate  Schlotter, Federica  Montagnese, Berit  Jordan, Friedrich  Stock, Mario  Schaff-
Vogelsang, Benjamin  Hotter, Katherina Eger, Isabel Diebold, Hannes Erdmann, Kerstin  Becker, Ulrike
Schén, Angela Abicht

https://doi.org/10.1016/j.nmd.2020.11.011

Next Generation Sequencing in Pediatric Epilepsy Using Customized Panels: Size Matters
Eva-Katharina Willimsky, Anna Munzig, Karin Mayer, Saskia Biskup, Angela Abicht, Konstanze
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