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Veröffentlichungen der BMBF-geförderten Forschungsverbünde für seltene 
Erkrankungen, 2022 

 
20. DEZEMBER 2022 (CONNECT-GENERATE) 
Neurochemical profile of BRAFV600E/AktT308D/S473D mouse gangliogliomas reveals impaired GABAergic 
system inhibition 
Dev Neurosci. 2022 Dec 20. >>PubMed-Link<< 
Maria Kyriazi, Philipp Müller, Julika Pitsch, Karen M J van Loo, Anne Quatraccioni, Thoralf Opitz, Susanne 
Schoch, Albert J Becker, Silvia Cases-Cunillera 
 
14. DEZEMBER 2022 (GAIN) 
COVID-19 vaccination in individuals with inflammatory rheumatic diseases 
Nat Rev Rheumatol. 2022 Dec 14. >>PubMed-Link<< 
Alla Skapenko, Hendrik Schulze-Koops 
 
11. DEZEMBER 2022 (CONNECT-GENERATE) 
Review and meta-analysis of neuropsychological findings in autoimmune limbic encephalitis with 
autoantibodies against LGI1, CASPR2, and GAD65 and their response to immunotherapy 
Clin Neurol Neurosurg. 2022 Dec 11. >>PubMed-Link<< 
Christoph Mueller, Saskia Elben, Gregory S Day, Pedro Alves, Julien Hebert, David F Tang-Wai, Olga Holtmann, 
Raffaele Iorio, Daniela Perani, Maarten J Titulaer, Niels Hansen, Thorsten Bartsch, Andreas Johnen, Zslot Illes, 
Leah Borm, Alice G Willison, Heinz Wiendl, Sven G Meuth, Stjepana Kovac, Jens Bölte, Nico Melzer 
 
1. DEZEMBER 2022 (TREATHSP.NET) 
Specific Gait Changes in Prodromal Hereditary Spastic Paraplegia Type 4: preSPG4 Study 
Mov Disord. 2022 Dec. >>PubMed-Link<< 
Christian Laßmann, Winfried Ilg, Marc Schneider, Maximilian Völker, Daniel F B Haeufle, Rebecca Schüle, Martin 
Giese, Matthis Synofzik, Ludger Schöls, Tim W Rattay 
 
1. DEZEMBER 2022 (GAIN) 
Inborn errors of immunity associated with defects of self-tolerance checkpoints: The CD28 family 
Pediatr Allergy Immunol. 2022 Dec. >>PubMed-Link<< 
Jorrell Rush-Kittle, Laura Gámez-Díaz, Bodo Grimbacher 
 
1. DEZEMBER 2022 (STOP-FSGS) 
Glomerular Endothelial Cell-Derived miR-200c Impairs Glomerular Homeostasis by Targeting Podocyte VEGF-
A 
Int J Mol Sci. 2022 Dec 1. >>PubMed-Link<< 
Raluca Ursu, Nina Sopel, Alexandra Ohs, Ramesh Tati, Lisa Buvall, Jenny Nyström, Mario Schiffer, Janina Müller-
Deile 
 
29. NOVEMBER 2022 (STOP-FSGS) 
VPS34-dependent control of apical membrane function of proximal tubule cells and nutrient recovery by the 
kidney 
Sci Signal. 2022 Nov 29. >>PubMed-Link<< 
Markus M Rinschen, Jennifer L Harder, Madalina E Carter-Timofte, Luis Zanon Rodriguez, Carmen Mirabelli, 
Fatih Demir, Naziia Kurmasheva, Suresh K Ramakrishnan, Madlen Kunke, Yifan Tan, Anja Billing, Eileen Dahlke, 
Alexey A Larionov, Wibke Bechtel-Walz, Ute Aukschun, Marlen Grabbe, Rikke Nielsen, Erik I Christensen, 
Matthias Kretzler, Tobias B Huber, Christiane E Wobus, David Olagnier, Gary Siuzdak, Florian Grahammer, 
Franziska Theilig 
 
22. NOVEMBER 2022 (GENERARE) 
Glucocorticoid receptor and RAS: an unexpected couple in cancer 
Trends Cell Biol. 2022 Nov 22. >>Web-Link<< 
Ion C. Cirstea, Herwig P. Moll, Jan Tuckermann 
 

https://pubmed.ncbi.nlm.nih.gov/36538906/
https://pubmed.ncbi.nlm.nih.gov/36517627/
https://pubmed.ncbi.nlm.nih.gov/36549220/
https://pubmed.ncbi.nlm.nih.gov/36054444/
https://pubmed.ncbi.nlm.nih.gov/36564875/
https://pubmed.ncbi.nlm.nih.gov/36499397/
https://pubmed.ncbi.nlm.nih.gov/36445937/
https://www.cell.com/trends/cell-biology/fulltext/S0962-8924(22)00253-7#relatedArticles
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19. NOVEMBER 2022 (MITONET) 
Normal Thermostability of p.Ser113Leu and p.Arg631Cys Variants of Mitochondrial Carnitine 
Palmitoyltransferase II (CPT II) in Human Muscle Homogenate 
Metabolites. 2022 Nov 19. >>PubMed-Link<< 
Pushpa Raj Joshi, Maria Gräfin Zu Stolberg-Stolberg, Leila Motlagh Scholle, Beate Meinhardt, Elena Pegoraro, 
Stephan Zierz 
 
16. NOVEMBER 2022 (STOP-FSGS) 
Paraoxonase 2 (PON2) Deficiency Reproduces Lipid Alterations of Diabetic and Inflammatory Glomerular 
Disease and Affects TRPC6 Signaling 
Cells. 2022 Nov 16. >>PubMed-Link<< 
Henning Hagmann, Naghmeh Hassanzadeh Khayyat , Cem Oezel, Antonios Papadakis, Alexander Kuczkowski, 
Thomas Benzing, Erich Gulbins, Stuart Dryer, Paul T Brinkkoetter 
 
12. NOVEMBER 2022 (STOP-FSGS) 
Inflammation and vascular remodeling in COVID-19 hearts 
Angiogenesis. 2022 Nov 12. >>PubMed-Link<< 
Christopher Werlein, Maximilian Ackermann, Helge Stark, Harshit R Shah, Alexandar Tzankov, Jasmin Dinonne 
Haslbauer, Saskia von Stillfried, Roman David Bülow, Ali El-Armouche, Stephan Kuenzel, Jan Lukas Robertus, 
Marius Reichardt, Axel Haverich, Anne Höfer, Lavinia Neubert, Edith Plucinski, Peter Braubach, Stijn Verleden, 
Tim Salditt, Nikolaus Marx, Tobias Welte, Johann Bauersachs, Hans-Heinrich Kreipe, Steven J Mentzer, Peter 
Boor, Stephen M Black, Florian Länger, Mark Kuehnel, Danny Jonigk 
 
10. NOVEMBER 2022 (TREATHSP.NET) 
An alternative splicing modulator decreases mutant HTT and improves the molecular fingerprint in 
Huntington’s disease patient neurons 
Nat Commun. 2022 Nov 10. >>PubMed-Link<< 
Florian Krach, Judith Stemick, Tom Boerstler, Alexander Weiss, Ioannis Lingos, Stephanie Reischl, Holger 
Meixner, Sonja Ploetz, Michaela Farrell, Ute Hehr, Zacharias Kohl, Beate Winner, Juergen Winkler 
 
3. NOVEMBER 2022 (TREATHSP.NET) 
Serum Neurofilament Light Chain and Glial Fibrillary Acidic Protein as Biomarkers in Primary Progressive 
Multiple Sclerosis and Hereditary Spastic Paraplegia Type 4 
Int J Mol Sci. 2022 Nov 3. >>PubMed-Link<< 
Christoph Kessler, Christoph Ruschil, Ahmed Abdelhak, Carlo Wilke, Aleksandra Maleska, Jens Kuhle, Markus 
Krumbholz, Markus C Kowarik, Rebecca Schüle 
 
2. NOVEMBER 2022 (TREAT-ION) 
In vitro effects of eslicarbazepine (S-licarbazepine) as a potential precision therapy on SCN8A variants 
causing neuropsychiatric disorders 
Br J Pharmacol. 2022 Nov 2. >>PubMed-Link<< 
Erva Bayraktar, Yuanyuan Liu, Lukas Sonnenberg, Ulrike B S Hedrich, Yildirim Sara, Ahmed Eltokhi, Hang Lyu, 
Holger Lerche, Thomas V Wuttke, Stephan Lauxmann 
 
2. NOVEMBER 2022 (GAIN) 
Do common infections trigger disease-onset or -severity in CTLA-4 insufficiency? 
Front Immunol. 2022 Nov 2. >>PubMed-Link<< 
Máté Krausz, Noriko Mitsuiki, Valeria Falcone, Johanna Komp, Sara Posadas-Cantera, Hanns-Martin Lorenz, Jiri 
Litzman, Daniel Wolff, Maria Kanariou, Anita Heinkele, Carsten Speckmann, Georg Häcker, Hartmut Hengel, 
Laura Gámez-Díaz, Bodo Grimbacher 
 
1. NOVEMBER 2022 (MYPRED) 
Pearson syndrome-like anemia induced by accumulation of mutant mtDNA and anemia with imbalanced 
white blood cell lineages induced by Drp1 deletion in a murine model 
Pharmacol Res. 2022 Nov. >>PubMed-Link<< 
Kaori Ishikawa, Yo Honma, Ayami Yoshimi, Shun Katada, Takaya Ishihara, Naotada Ishihara, Kazuto Nakada 

https://pubmed.ncbi.nlm.nih.gov/36422281/
https://pubmed.ncbi.nlm.nih.gov/36429053/
https://pubmed.ncbi.nlm.nih.gov/36371548/
https://pubmed.ncbi.nlm.nih.gov/36357392/
https://pubmed.ncbi.nlm.nih.gov/36362248/
https://pubmed.ncbi.nlm.nih.gov/36321697/
https://pubmed.ncbi.nlm.nih.gov/36405723/
https://pubmed.ncbi.nlm.nih.gov/36179953/
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25. OKTOBER 2022 (GAIN) 
Interferon-Driven Immune Dysregulation in Common Variable Immunodeficiency-Associated Villous Atrophy 
and Norovirus Infection 
J Clin Immunol. 2022 Oct 25. >>PubMed-Link<< 
Valentina Strohmeier, Geoffroy Andrieux, Susanne Unger, Anna Pascual-Reguant, Adam Klocperk, Maximilian 
Seidl, Otavio Cabral Marques, Marleen Eckert, Katja Gräwe, Michelle Shabani, Caroline von Spee-Mayer, David 
Friedmann, Ina Harder, Sylvia Gutenberger, Baerbel Keller, Michele Proietti, Alla Bulashevska, Bodo 
Grimbacher, Jan Provaznik, Vladimir Benes, Sigune Goldacker, Christoph Schell, Anja E Hauser, Melanie 
Boerries, Peter Hasselblatt, Klaus Warnatz 
 
20. OKTOBER 2022 (GAIN) 
Allele-Specific Disruption of a Common STAT3 Autosomal Dominant Allele Is Not Sufficient to Restore 
Downstream Signaling in Patient-Derived T Cells 
Genes (Basel). 2022 Oct 20. >>PubMed-Link<< 
Saskia König, Manfred Fliegauf, Manuel Rhiel, Bodo Grimbacher, Tatjana I Cornu, Toni Cathomen, Claudio 
Mussolino 
 
18. OKTOBER 2022 (GENERARE) 
Increased osteoclastogenesis contributes to bone loss in the Costello syndrome Hras G12V mouse model 
Front Cell Dev Biol. 2022 Oct 18. >>PubMed-Link<< 
Sayantan Nandi, Saravanakkumar Chennappan, Yannik Andrasch, Miray Fidan, Melanie Engler, Mubashir 
Ahmad, Jan P Tuckermann, Martin Zenker, Ion Cristian Cirstea 
 
17. OKTOBER 2022 (MYPRED) 
Pearson syndrome: a multisystem mitochondrial disease with bone marrow failure 
Orphanet J Rare Dis. 2022 Oct 17. >>PubMed-Link<< 
Ayami Yoshimi, Kaori Ishikawa, Charlotte Niemeyer, Sarah C Grünert 
 
15. OKTOBER 2022 (ADDRESS) 
Health Behavior and Cancer Prevention among Adults with Li-Fraumeni Syndrome and Relatives in Germany-
A Cohort Description 
Curr Oncol. 2022 Oct 15. >>PubMed-Link<< 
Juliane Nees, Senta Kiermeier, Farina Struewe, Myriam Keymling, Imad Maatouk, Christian P Kratz, Sarah Schott 
 
11. OKTOBER 2022 (GAIN) 
Monogenic early-onset lymphoproliferation and autoimmunity: Natural history of STAT3 gain-of-function 
syndrome 
J Allergy Clin Immunol. 2022 Oct 11. >>PubMed-Link<< 
Jennifer W Leiding, Tiphanie P Vogel, Valentine Santarlas, Rahul Mhaskar, Madison R Smith, Alexandre Carisey, 
Alexander Vargas-Hernández, Manuel Silva-Carmona, Maximilian Heeg, Anne Rensing-Ehl, Bénédicte Neven, 
Jérôme Hadjadj, Sophie Hambleton, Timothy Ronan Leahy, Kornvalee Meesilpavikai , Charlotte Cunningham-
Rundles, Cullen M Dutmer, Svetlana O Sharapova, Mervi Taskinen, Ignatius Chua, Rosie Hague, Christian 
Klemann, Larysa Kostyuchenko, Tomohiro Morio, Akaluck Thatayatikom, Ahmet Ozen, Anna Scherbina, Cindy S 
Bauer, Sarah E Flanagan, Eleonora Gambineri, Lisa Giovannini-Chami, Jennifer Heimall, Kathleen E Sullivan, Eric 
Allenspach, Neil Romberg, Sean G Deane, Benjamin T Prince, Melissa J Rose, John Bohnsack, Talal Mousallem, 
Rohith Jesudas, Maria Marluce Dos Santos Vilela, Michael O’Sullivan, Jana Pachlopnik Schmid, Štěpánka 
Průhová, Adam Klocperk, Matthew Rees, Helen Su, Sami Bahna, Safa Baris 22, Lisa M Bartnikas, Amy Chang 
Berger, Tracy A Briggs, Shannon Brothers, Vanessa Bundy, Alice Y Chan, Shanmuganathan Chandrakasan, Mette 
Christiansen, Theresa Cole, Matthew C Cook, Mukesh M Desai, Ute Fischer, David A Fulcher, Silvanna Gallo, 
Amelie Gauthier, Andrew R Gennery, José Gonçalo Marques, Frédéric Gottrand, Bodo Grimbacher, Eyal 
Grunebaum, Emma Haapaniemi, Sari Hämäläinen, Kaarina Heiskanen 15, Tarja Heiskanen-Kosma, Hal M 
Hoffman, Luis Ignacio Gonzalez-Granado, Anthony L Guerrerio, Leena Kainulainen, Ashish Kumar, Monica G 
Lawrence, Carina Levin, Timi Martelius, Olaf Neth, Peter Olbrich, Alejandro Palma, Niraj C Patel, Tamara Pozos, 
Kahn Preece, Saúl Oswaldo Lugo Reyes, Mark A Russell, Yael Schejter, Christine Seroogy, Jan Sinclair, Effie 
Skevofilax, Daniel Suan, Daniel Suegeorgz, Paul Szabolcs, Helena Velasco, Klaus Warnatz, Kelly Walkovich, 
Austen Worth; STAT3 GOF Working Group members; Mikko R J Seppänen, Troy R Torgerson, Georgios Sogkas, 
Stephan Ehl, Stuart G Tangye, Megan A Cooper, Joshua D Milner, Lisa R Forbes Satter 
 

https://pubmed.ncbi.nlm.nih.gov/36282455/
https://pubmed.ncbi.nlm.nih.gov/36292796/
https://pubmed.ncbi.nlm.nih.gov/36330334/
https://pubmed.ncbi.nlm.nih.gov/36253820/
https://pubmed.ncbi.nlm.nih.gov/36290891/
https://pubmed.ncbi.nlm.nih.gov/36228738/
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10. OKTOBER 2022 (MYPRED) 
Impaired Overall Survival in Young Patients With Acute Myeloid Leukemia and Variants in Genes 
Predisposing for Myeloid Malignancies 
Hemasphere. 2022 Oct 12. >>PubMed-Link<< 
Martin Kirschner, Benjamin Rolles, Martina Crysandt, Christoph Röllig, Friedrich Stölzel, Michael Kramer, Martin 
Bornhäuser, Hubert Serve, Uwe Platzbecker, Carsten Müller-Tidow, Kim Kricheldorf, Margherita Vieri, Matthias 
Begemann, Angela Maurer, Marcin W Wlodarski, Sushree S Sahoo, Tim H Brümmendorf, Edgar Jost, Fabian 
Beier 
 
6. OKTOBER 2022 (GAIN) 
Deciphering imprints of impaired memory B-cell maturation in germinal centers of three patients with 
common variable immunodeficiency 
Front Immunol. 2022 Oct. >>PubMed-Link<< 
Pauline van Schouwenburg, Susanne Unger, Kathryn J Payne, Fabian M P Kaiser, Ingrid Pico-Knijnenburg, Jens 
Pfeiffer, Oliver Hausmann, David Friedmann, Michelle Erbel, Maximilian Seidl, David van Zessen, Andrew P 
Stubbs, Mirjam van der Burg, Klaus Warnatz 
 
3. OKTOBER 2022 (GAIN) 
Impaired IL-23-dependent induction of IFN-γ underlies mycobacterial disease in patients with inherited TYK2 
deficiency 
J Exp Med. 2022 Oct 3. >>PubMed-Link<< 
Masato Ogishi , Andrés Augusto Arias, Rui Yang, Ji Eun Han, Peng Zhang, Darawan Rinchai, Joshua Halpern, 
Jeanette Mulwa, Narelle Keating, Maya Chrabieh, Candice Lainé, Yoann Seeleuthner, Noé Ramírez-Alejo, 
Nioosha Nekooie-Marnany, Andrea Guennoun, Ingrid Muller-Fleckenstein, Bernhard Fleckenstein, Sara S. Kilic, 
Yoshiyuki Minegishi, Stephan Ehl, Petra Kaiser-Labusch, Yasemin Kendir-Demirkol, Flore Rozenberg, 
Abderrahmane Errami, Shen-Ying Zhang, Qian Zhang, Jonathan Bohlen, Quentin Philippot, Anne Puel, 
Emmanuelle Jouanguy, Zahra Pourmoghaddas, Shahrzad Bakhtiar, Andre M. Willasch, Gerd Horneff, Genevieve 
Llanora, Lynette P. Shek, Louis Y.A. Chai, Sen Hee Tay, Hamid H. Rahimi, Seyed Alireza Mahdaviani, Serdar 
Nepesov, Aziz A. Bousfiha, Emine Hafize Erdeniz, Adem Karbuz, Nico Marr, Carmen Navarrete, Mehdi Adeli, 
Lennart Hammarstrom, Hassan Abolhassani, Nima Parvaneh, Saleh Al Muhsen, Mohammed F. Alosaimi, Fahad 
Alsohime, Maryam Nourizadeh, Mostafa Moin, Rand Arnaout, Saad Alshareef, Jamila El-Baghdadi, Ferah Genel, 
Roya Sherkat, Ayça Kiykim, Esra Yücel, Sevgi Keles, Jacinta Bustamante, Laurent Abel, Jean-Laurent Casanova, 
Stéphanie Boisson-Dupuis 
 
1. OKTOBER 2022 (TREAT-ION) 
Loss-of-function variants in the KCNQ5 gene are implicated in genetic generalized epilepsies 
EBioMedicine. 2022 Oct. >>PubMed-Link<< 
Johanna Krüger, Julian Schubert, Josua Kegele, Audrey Labalme, Miaomiao Mao, Jacqueline Heighway, Guiscard 
Seebohm, Pu Yan, Mahmoud Koko, Kezban Aslan-Kara, Hande Caglayan, Bernhard J Steinhoff, Yvonne G Weber, 
Pascale Keo-Kosal, Samuel F Berkovic, Michael S Hildebrand, Steven Petrou, Roland Krause, Patrick May, 
Gaetan Lesca, Snezana Maljevic, Holger Lerche 
 
1. OKTOBER 2022 (STOP-FSGS) 
Integrating basic science with translational research: the 13th International Podocyte Conference 2021 
Kidney Int. 2022 Oct. >>PubMed-Link<< 
Franziska Lausecker, Sybille Koehler, Maryline Fresquet, Richard W Naylor, Pinyuan Tian, Nicola Wanner, Fabian 
Braun, Linus Butt, Tobias B Huber, Rachel Lennon 
 
1. OKTOBER 2022 (STOP-FSGS) 
Pro-oxidative priming but maintained cardiac function in a broad spectrum of murine models of chronic 
kidney disease 
Redox Biol. 2022 Oct. >>PubMed-Link<< 
Julia Wollenhaupt, Janina Frisch, Eva Harlacher, Dickson W L Wong, Han Jin, Corinna Schulte, Sonja Vondenhoff, 
Julia Moellmann, Barbara Mara Klinkhammer, Li Zhang, Adelina Baleanu-Curaj, Elisa A Liehn, Thimoteus Speer, 
Andrey Kazakov, Christian Werner, Emiel P C van der Vorst, Simina-Ramona Selejan, Mathias Hohl, Michael 
Böhm, Rafael Kramann, Erik A L Biessen, Michael Lehrke, Nikolaus Marx, Joachim Jankowski, Christoph Maack, 
Peter Boor, Leticia Prates Roma, Heidi Noels 
 

https://pubmed.ncbi.nlm.nih.gov/36258922/
https://pubmed.ncbi.nlm.nih.gov/36275744/
https://pubmed.ncbi.nlm.nih.gov/36094518/
https://pubmed.ncbi.nlm.nih.gov/36088682/
https://pubmed.ncbi.nlm.nih.gov/35964799/
https://pubmed.ncbi.nlm.nih.gov/36099852/
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1. OKTOBER 2022 (MYPRED) 
Stem Cell Transplantation in Patients Affected by Shwachman-Diamond Syndrome: Expert Consensus and 
Recommendations From the EBMT Severe Aplastic Anaemia Working Party 
Transplant Cell Ther. 2022 Oct. >>PubMed-Link<< 
Simone Cesaro, Jean Donadieu, Marco Cipolli, Jean Hugues Dalle, Jan Styczynski, Riccardo Masetti, Brigitte 
Strahm, Margherita Mauro, Amal Alseraihy, Mahmoud Aljurf, Carlo Dufour, Regis Peffault de la Tour 
 
29. SEPTEMBER 2022 (STOP-FSGS) 
Adversarial attacks and adversarial robustness in computational pathology 
Nat Commun. 2022 Sep 29. >>PubMed-Link<< 
Narmin Ghaffari Laleh, Daniel Truhn, Gregory Patrick Veldhuizen, Tianyu Han, Marko van Treeck, Roman D 
Buelow, Rupert Langer, Bastian Dislich, Peter Boor, Volkmar Schulz, Jakob Nikolas Kather 
 
24. SEPTEMBER 2022 (GAIN) 
The ABACHAI clinical trial protocol: Safety and efficacy of abatacept (s.c.) in patients with CTLA-4 
insufficiency or LRBA deficiency: A non controlled phase 2 clinical trial 
Contemp Clin Trials Commun. 2022 Sep 24. >>PubMed-Link<< 
Máté Krausz, Annette Uhlmann, Ina Caroline Rump, Gabriele Ihorst, Sigune Goldacker, Georgios Sogkas, Sara 
Posadas-Cantera, Reinhold Schmidt, Manuel Feißt, Laia Alsina, Ingunn Dybedal, Mike Recher, Klaus Warnatz, 
Bodo Grimbacher 
 
16. SEPTEMBER 2022 (HICHOL) 
Vasor: Accurate prediction of variant effects for amino acid substitutions in multidrug resistance protein 3 
Hepatol Commun. 2022 Sep 16. >>PubMed-Link<< 
Annika Behrendt, Pegah Golchin, Filip König, Daniel Mulnaes, Amelie Stalke, Carola Dröge, Verena Keitel, 
Holger Gohlke 
 
16. SEPTEMBER 2022 (CONNECT-GENERATE) 
Functional connectivity dynamics reflect disability and multi-domain clinical impairment in patients with 
relapsing-remitting multiple sclerosis 
Neuroimage Clin. 2022 Sep 16. >>PubMed-Link<< 
Amy Romanello, Stephan Krohn, Nina von Schwanenflug, Claudia Chien, Judith Bellmann-Strobl, Klemens 
Ruprecht, Friedemann Paul, Carsten Finke 
 
10. SEPTEMBER 2022 (STOP-FSGS) 
Recommendations on compiling test datasets for evaluating artificial intelligence solutions in pathology 
Mod Pathol. 2022 Sep 10. >>PubMed-Link<< 
André Homeyer, Christian Geißler, Lars Ole Schwen, Falk Zakrzewski, Theodore Evans, Klaus Strohmenger, Max 
Westphal, Roman David Bülow, Michaela Kargl, Aray Karjauv, Isidre Munné-Bertran, Carl Orge Retzlaff, Adrià 
Romero-López, Tomasz Sołtysiński, Markus Plass, Rita Carvalho, Peter Steinbach, Yu-Chia Lan, Nassim 
Bouteldja, David Haber, Mateo Rojas-Carulla, Alireza Vafaei Sadr, Matthias Kraft, Daniel Krüger, Rutger Fick, 
Tobias Lang, Peter Boor, Heimo Müller, Peter Hufnagl, Norman Zerbe 
 
1. SEPTEMBER 2022 (NEOCYST) 
Refining Kidney Survival in 383 Genetically Characterized Patients With Nephronophthisis 
Kidney Int Rep. 2022 Jun 16. >>PubMed-Link<< 
Jens Christian König, Rebeka Karsay, Joachim Gerß, Karl-Peter Schlingmann, Mareike Dahmer-Heath, Anna-
Katharina Telgmann, Sabine Kollmann, Gema Ariceta, Valentine Gillion, Detlef Bockenhauer, Aurélia Bertholet-
Thomas, Antonio Mastrangelo, Olivia Boyer, Marc Lilien, Stéphane Decramer, Joost P Schanstra, Martin Pohl, 
Raphael Schild, Stefanie Weber, Julia Hoefele, Jens Drube, Metin Cetiner, Matthias Hansen, Julia Thumfart, 
Burkhard Tönshoff, Sandra Habbig, Max Christoph Liebau, Martin Bald, Carsten Bergmann, Petra Pennekamp 
and Martin Konrad on behalf of the NEOCYST consortium 
 
1. SEPTEMBER 2022 (MITONET) 
Variation of the clinical spectrum and genotype-phenotype associations in Coenzyme Q10 deficiency 
associated glomerulopathy 
Kidney Int. 2022 Sept. >>PubMed-Link<< 

https://pubmed.ncbi.nlm.nih.gov/35870777/
https://pubmed.ncbi.nlm.nih.gov/36175413/
https://pubmed.ncbi.nlm.nih.gov/36262801/
https://pubmed.ncbi.nlm.nih.gov/36111625/
https://pubmed.ncbi.nlm.nih.gov/36179389/
https://pubmed.ncbi.nlm.nih.gov/36088478/
https://pubmed.ncbi.nlm.nih.gov/36090483/
https://pubmed.ncbi.nlm.nih.gov/35483523/
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Stefania Drovandi, Beata S Lipska-Ziętkiewicz, Fatih Ozaltin, Francesco Emma, Bora Gulhan, Olivia Boyer, Agnes 
Trautmann, Szymon Ziętkiewicz, Hong Xu, Qian Shen, Jia Rao, Korbinian M Riedhammer, Uwe Heemann, Julia 
Hoefele, Sarah L Stenton, Alexey N Tsygin, Kar-Hui Ng, Svitlana Fomina, Elisa Benetti, Manon Aurelle, Larisa 
Prikhodina, Anne M Schijvens, Mansoureh Tabatabaeifar, Maciej Jankowski, Sergey Baiko, Jianhua 
Mao, Chunyue Feng, Fang Deng, Caroline Rousset-Rouviere, Małgorzata Stańczyk, Irena Bałasz-
Chmielewska, Marc Fila, Anne M Durkan, Tanja Kersnik Levart, Ismail Dursun, Nasrin Esfandiar, Dorothea 
Haas, Anna Bjerre, Ali Anarat, Marcus R Benz, Saeed Talebi, Nakysa Hooman, Gema Ariceta, PodoNet 
Consortium, mitoNET Consortium, CCGKDD Consortium, Franz Schaefer 
  
1. SEPTEMBER 2022 (MITONET) 
Oral Coenzyme Q10 supplementation leads to better preservation of kidney function in steroid-resistant 
nephrotic syndrome due to primary Coenzyme Q10 deficiency 
Kidney Int. 2022 Sept. >>PubMed-Link<< 
Stefania Drovandi, Beata S Lipska-Ziętkiewicz, Fatih Ozaltin, Francesco Emma, Bora Gulhan, Olivia Boyer, Agnes 
Trautmann, Hong Xu, Qian Shen, Jia Rao, Korbinian M Riedhammer, Uwe Heemann, Julia Hoefele, Sarah L 
Stenton, Alexey N Tsygin, Kar-Hui Ng, Svitlana Fomina, Elisa Benetti, Manon Aurelle, Larisa Prikhodina, Michiel F 
Schreuder, Mansoureh Tabatabaeifar, Maciej Jankowski, Sergey Baiko, Jianhua Mao, Chunyue Feng, Cuihua 
Liu, Shuzhen Sun , Fang Deng, Xiaowen Wang, Stéphanie Clavé, Małgorzata Stańczyk, Irena Bałasz-
Chmielewska, Marc Fila, Anne M Durkan, Tanja Kersnik Levart, Ismail Dursun, Nasrin Esfandiar, Dorothea 
Haas, Anna Bjerre, Ali Anarat, Marcus R Benz, Saeed Talebi, Nakysa Hooman, Gema Ariceta, PodoNet 
Consortium, mitoNET Consortium, CCGKDD Consortium, Franz Schaefer 
 
1. SEPTEMBER 2022 (ADDRESS) 
SMARCB1-deficient and SMARCA4-deficient Malignant Brain Tumors With Complex Copy Number Alterations 
and TP53 Mutations May Represent the First Clinical Manifestation of Li-Fraumeni Syndrome 
Am J Surg Pathol. 2022 Sep 1. >>PubMed-Link<< 
Martin Hasselblatt, Christian Thomas, Aniello Federico, Karolina Nemes, Pascal D Johann, Brigitte Bison, 
Susanne Bens, Sonja Dahlum, Uwe Kordes, Antje Redlich, Lienhard Lessel, Kristian W Pajtler, Christian Mawrin, 
Ulrich Schüller, Kay Nolte, Christof M Kramm, Felix Hinz, Felix Sahm, Caterina Giannini, Judith Penkert, Christian 
P Kratz, Stefan M Pfister, Reiner Siebert, Werner Paulus, Marcel Kool, Michael C Frühwald 
 
1. SEPTEMBER 2022 (TREAT-ION) 
Modulating effects of FGF12 variants on NaV1.2 and NaV1.6 being associated with developmental and 
epileptic encephalopathy and Autism spectrum disorder: A case series 
EBioMedicine. 2022 Sep. >>PubMed-Link<< 
Simone Seiffert, Manuela Pendziwiat, Tatjana Bierhals, Himanshu Goel, Niklas Schwarz, Amelie van der Ven, 
Christian Malte Boßelmann, Johannes Lemke, Steffen Syrbe, Marjolein Hanna Willemsen, Ulrike Barbara 
Stefanie Hedrich, Ingo Helbig, Yvonne Weber 
 
1. SEPTEMBER 2022 (MITONET) 
Bi-Allelic COQ4 Variants Cause Adult-Onset Ataxia-Spasticity Spectrum Disease 
Mov Disord. 2022 Sep 1. >>PubMed-Link<< 
Isabell Cordts, Luisa Semmler, Jannik Prasuhn, Annette Seibt, Diran Herebian, Tharsini Navaratnarajah, Joohyun 
Park, Natalie Deininger, Lucia Laugwitz, Sophia L Göricke, Paul Lingor, Norbert Brüggemann, Alexander 
Münchau, Matthis Synofzik, Dagmar Timmann, Johannes A Mayr, Tobias B Haack, Felix Distelmaier, Marcus 
Deschauer 
 
1. SEPTEMBER 2022 (GAIN) 
Identification of variants in genes associated with autoinflammatory disorders in a cohort of patients with 
psoriatic arthritis 
RMD Open. 2022 Sep. >>PubMed-Link<< 
Faranaz Atschekzei, Natalia Dubrowinskaja, Manfred Anim, Thea Thiele, Torsten Witte, Georgios Sogkas 
 
31. AUGUST 2022 (MITONET) 
Ketogenic Diet Treatment of Defects in the Mitochondrial Malate Aspartate Shuttle and Pyruvate Carrier 
Nutrients. 2022 Aug 31. >>PubMed-Link<< 
Bigna K Bölsterli, Eugen Boltshauser, Luigi Palmieri, Johannes Spenger, Michaela Brunner-Krainz, Felix 
Distelmaier, Peter Freisinger, Tobias Geis, Andrea L Gropman, Johannes Häberle, Julia Hentschel, Bruno 

https://pubmed.ncbi.nlm.nih.gov/35643375/
https://pubmed.ncbi.nlm.nih.gov/35446794/
https://pubmed.ncbi.nlm.nih.gov/36029553/
https://pubmed.ncbi.nlm.nih.gov/36047608/
https://pubmed.ncbi.nlm.nih.gov/36113963/
https://pubmed.ncbi.nlm.nih.gov/36079864/
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Jeandidier, Daniela Karall, Boris Keren, Annick Klabunde-Cherwon, Vassiliki Konstantopoulou, Raimund Kottke, 
Francesco M Lasorsa, Christine Makowski, Cyril Mignot, Ruth O’Gorman Tuura, Vito Porcelli, René Santer, 
Kuntal Sen, Katja Steinbrücker, Steffen Syrbe, Matias Wagner, Andreas Ziegler, Thomas Zöggeler, Johannes A 
Mayr, Holger Prokisch, Saskia B Wortmann 
 
29. AUGUST 2022 (TREAT-ION) 
Conserved patterns across ion channels correlate with variant pathogenicity and clinical phenotypes 
Brain. 2022 Aug 29. >>PubMed-Link<< 
Tobias Brünger, Eduardo Pérez-Palma, Ludovica Montanucci, Michael Nothnagel, Rikke S Møller, Stephanie 
Schorge, Sameer Zuberi, Joseph Symonds, Johannes R Lemke, Andreas Brunklaus, Stephen F Traynelis, Patrick 
May, Dennis Lal 
 
29. AUGUST 2022 (GAIN) 
Detrimental NFKB1 missense variants affecting the Rel-homology domain of p105/p50 
Front Immunol. 2022 Aug 29. >>PubMed-Link<< 
Manfred Fliegauf, Matias Kinnunen, Sara Posadas-Cantera, Nadezhda Camacho-Ordonez, Hassan Abolhassani, 
Laia Alsina, Faranaz Atschekzei, Delfien J Bogaert, Siobhan O Burns, Joseph A Church, Gregor Dückers, 
Alexandra F Freeman, Lennart Hammarström, Leif Gunnar Hanitsch, Tessa Kerre, Robin Kobbe, Svetlana O 
Sharapova, Kathrin Siepermann, Carsten Speckmann, Sophie Steiner, Nisha Verma, Jolan E Walter, Emma 
Westermann-Clark, Sigune Goldacker, Klaus Warnatz, Markku Varjosalo, Bodo Grimbacher 
 
26. AUGUST 2022 (TREAT-ION) 
Case report: Novel SCN4A variant associated with a severe congenital myasthenic syndrome/myopathy 
phenotype 
Front Pediatr. 2022 Aug 26. >>PubMed-Link<< 
Veronika M Berghold, Mahmoud Koko, Riccardo Berutti, Barbara Plecko 
 
23. AUGUST 2022 (NEOCYST) 
Perspectives on Drug Development in Autosomal Recessive Polycystic Kidney Disease 
Clin J Am Soc Nephrol. 2022 Aug 23. >>PubMed-Link<< 
Max C Liebau, Erum A Hartung, Ronald D Perrone 
 
22. AUGUST 2022 (CONNECT-GENERATE) 
Optical analysis of glutamate spread in the neuropil 
Cereb Cortex. 2022 Aug 22. >>PubMed-Link<< 
E A Matthews, W Sun, S M McMahon, M Doengi, L Halka, S Anders, J A Müller, P Steinlein, N S Vana, G van Dyk, 
J Pitsch, A J Becker, A Pfeifer, E T Kavalali, A Lamprecht, C Henneberger, V Stein, S Schoch, D Dietrich 
 
19. AUGUST 2022 (GAIN) 
The long term vaccine-induced anti-SARS-CoV-2 immune response is impaired in quantity and quality under 
TNFα blockade. 
J Med Virol., 2022 Aug 19. >>PubMed-Link<< 
Ulf Martin Geisen, Ruben Rose, Franziska Neumann, Maria Ciripoi, Lena Vullriede, Hayley M Reid, Dennis 
Kristopher Berner, Federico Bertoglio, Paula Hoff, Michael Hust, Ann Carolin Longardt, Thomas Lorentz, 
Gabriela Rios Martini, Carina Saggau, Jan Henrik Schirmer, Maren Schubert, Melike Sümbül, Florian Tran, 
Mathias Voß, Rainald Zeuner, Peter J Morrison, Petra Bacher, Helmut Fickenscher, Sascha Gerdes, Matthias 
Peipp, Stefan Schreiber, Andi Krumbholz, Bimba Franziska Hoyer 
 
18. AUGUST 2022 (MYPRED) 
Heterozygous BRCA1/2 and Mismatch Repair Gene Pathogenic Variants in Children and Adolescents with 
Cancer 
J Natl Cancer Inst. 2022 Aug 18. >>PubMed-Link<< 
Christian P Kratz, Dmitrii Smirnov, Robert Autry, Natalie Jäger, Sebastian M Waszak, Anika Großhennig, 
Riccardo Berutti, Mareike Wendorff, Pierre Hainaut, Stefan M Pfister, Holger Prokisch, Tim Ripperger, David 
Malkin 
joint publication ADDRess/MyPred/mitoNET 
 

https://pubmed.ncbi.nlm.nih.gov/36036558/
https://pubmed.ncbi.nlm.nih.gov/36105815/
https://pubmed.ncbi.nlm.nih.gov/36090556/
https://pubmed.ncbi.nlm.nih.gov/36088478/
https://pubmed.ncbi.nlm.nih.gov/35059716/
https://pubmed.ncbi.nlm.nih.gov/35945627/
https://pubmed.ncbi.nlm.nih.gov/35980168/
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18. AUGUST 2022 (ADDRESS) 
Heterozygous BRCA1/2 and Mismatch Repair Gene Pathogenic Variants in Children and Adolescents with 
Cancer 
J Natl Cancer Inst. 2022 Aug 18. >>PubMed-Link<< 
Christian P Kratz, Dmitrii Smirnov, Robert Autry, Natalie Jäger, Sebastian M Waszak, Anika Großhennig, 
Riccardo Berutti, Mareike Wendorff, Pierre Hainaut, Stefan M Pfister, Holger Prokisch, Tim Ripperger, David 
Malkin 
joint publication ADDRess/MyPred/mitoNET 
 
18. AUGUST 2022 (MITONET) 
Heterozygous BRCA1/2 and Mismatch Repair Gene Pathogenic Variants in Children and Adolescents with 
Cancer 
J Natl Cancer Inst. 2022 Aug 18. >>PubMed-Link<< 
Christian P Kratz, Dmitrii Smirnov, Robert Autry, Natalie Jäger, Sebastian M Waszak, Anika Großhennig, 
Riccardo Berutti, Mareike Wendorff, Pierre Hainaut, Stefan M Pfister, Holger Prokisch, Tim Ripperger, David 
Malkin 
joint publication ADDRess/MyPred//mitoNET 
 
18. AUGUST 2022 (GENERARE) 
Cutaneous manifestations in Costello syndrome: HRAS p.Gly12Ser affects RIN1-mediated integrin trafficking 
in immortalized epidermal keratinocytes 
Hum Mol Genet. 2022 Aug 18. >>PubMed-Link<< 
Theresa Nauth, Farhad Bazgir, Hannah Voß, Laura I Brandenstein, Niloufar Mosaddeghzadeh, Verena Rickasse, 
Sophia Deden, Christian Gorzelanny, Hartmut Schlüter, Mohammad R Ahmadian, Georg Rosenberger 
 
18. AUGUST 2022 (MITONET) 
Heterozygous BRCA1/2 and Mismatch Repair Gene Pathogenic Variants in Children and Adolescents with 
Cancer 
J Natl Cancer Inst. 2022 Aug 18. >>PubMed-Link<< 
Christian P Kratz, Dmitrii Smirnov, Robert Autry, Natalie Jäger, Sebastian M Waszak, Anika Großhennig, 
Riccardo Berutti, Mareike Wendorff, Pierre Hainaut, Stefan M Pfister, Holger Prokisch, Tim Ripperger, David 
Malkin 
joint publication ADDRess/MyPred/mitoNET 
 
17. AUGUST 2022 (ADDRESS) 
Genotype-phenotype associations within the Li-Fraumeni spectrum: a report from the German Registry 
J Hematol Oncol. 2022 Aug 16. >>PubMed-Link<< 
Judith Penkert, Farina J Strüwe, Christina M Dutzmann, Beate B Doergeloh, Emilie Montellier, Claire Freycon, 
Myriam Keymling, Heinz-Peter Schlemmer, Birte Sänger, Beatrice Hoffmann, Tanja Gerasimov, Claudia 
Blattmann, Sebastian Fetscher, Michael Frühwald, Simone Hettmer, Uwe Kordes, Vita Ridola, Sabine Kroiss 
Benninger, Angela Mastronuzzi, Sarah Schott, Juliane Nees, Aram Prokop, Antje Redlich, Markus G Seidel, 
Stefanie Zimmermann, Kristian W Pajtler, Stefan M Pfister, Pierre Hainaut, Christian P Kratz 
 
16. AUGUST 2022 (GAIN) 
Multi-omics analysis of naïve B cells of patients harboring the C104R mutation in TACI 
Front Immunol. 2022 Aug 16. >>PubMed-Link<< 
Neftali Ramirez, Sara Posadas-Cantera, Niko Langer, Andres Caballero Garcia de Oteyza, Michele Proietti, 
Baerbel Keller, Fangwen Zhao, Victoria Gernedl, Matteo Pecoraro, Hermann Eibel, Klaus Warnatz, Esteban 
Ballestar, Roger Geiger, Claudia Bossen, Bodo Grimbacher 
 
15. AUGUST 2022 (CONNECT-GENERATE) 
Spectrum of Novel Anti-Central Nervous System Autoantibodies in the Cerebrospinal Fluid of 119 Patients 
With Schizophreniform and Affective Disorders 
Biol Psychiatry. 2022 Aug 15. >>PubMed-Link<< 
Dominique Endres, Katharina von Zedtwitz, Isabelle Matteit, Isabel Bünger, Helle Foverskov-Rasmussen, Kimon 
Runge, Bernd Feige, Andrea Schlump, Simon Maier, Kathrin Nickel, Benjamin Berger, Miriam A Schiele, Janet L 
Cunningham, Katharina Domschke, Harald Prüss, Ludger Tebartz van Elst 
 

https://pubmed.ncbi.nlm.nih.gov/35980168/
https://pubmed.ncbi.nlm.nih.gov/35980168/
https://pubmed.ncbi.nlm.nih.gov/35981076/
https://pubmed.ncbi.nlm.nih.gov/35980168/
https://pubmed.ncbi.nlm.nih.gov/35974385/
https://pubmed.ncbi.nlm.nih.gov/36072607/
https://pubmed.ncbi.nlm.nih.gov/35606187/
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11. AUGUST 2022 (MYPRED) 
The role of inflammation in hematopoiesis and bone marrow failure: What can we learn from mouse 
models? 
Front Immunol. 2022 Aug 1. >>PubMed-Link<< 
Jun Wang, Miriam Erlacher, Juncal Fernandez-Orth 
 
9. AUGUST 2022 (MITONET) 
Vitamin B12 in Leber hereditary optic neuropathy mutation carriers: a prospective cohort study 
Orphanet J Rare Dis. 2022 Aug 9. >>PubMed-Link<< 
Julia Zibold, Bettina von Livonius, Hana Kolarova, Günter Rudolph, Claudia S Priglinger, Thomas Klopstock, 
Claudia B Catarino 
 
9. AUGUST 2022 (GENERARE) 
CDC42-IQGAP Interactions Scrutinized: New Insights into the Binding Properties of the GAP-Related Domain 
Int J Mol Sci. 2022 Aug 9. >>PubMed-Link<< 
Niloufar Mosaddeghzadeh, Silke Pudewell, Farhad Bazgir, Neda S Kazemein Jasemi, Oliver H F Krumbach, Lothar 
Gremer, Dieter Willbold, Radovan Dvorsky, Mohammad R Ahmadian 
 
9. AUGUST 2022 (GAIN) 
The long term vaccine-induced anti-SARS-CoV-2 immune response is impaired in quantity and quality under 
TNFα blockade 
J Med Virol. 2022 Aug 9. >>PubMed-Link<< 
Ulf Martin Geisen, Ruben Rose, Franziska Neumann, Maria Ciripoi, Lena Vullriede, Hayley M Reid, Dennis 
Kristopher Berner, Federico Bertoglio, Paula Hoff, Michael Hust, Ann Carolin Longardt, Thomas Lorentz, 
Gabriela Rios Martini, Carina Saggau, Jan Henrik Schirmer, Maren Schubert, Melike Sümbü, Florian Tran, 
Mathias Voß, Rainald Zeuner, Peter J Morrison, Petra Bacher, Helmut Fickenscher, Sascha Gerdes, Matthias 
Peipp, Stefan Schreiber, Andi Krumbholz, Bimba Franziska Hoyer 
 
5. AUGUST 2022 (TREATHSP.NET) 
MaD GUI: An Open-Source Python Package for Annotation and Analysis of Time-Series Data 
Sensors (Basel). 2022 Aug 5. >>PubMed-Link<< 
Malte Ollenschläger, Arne Küderle, Wolfgang Mehringer, Ann-Kristin Seifer, Jürgen Winkler, Heiko Gaßner, Felix 
Kluge, Bjoern M Eskofier 
 
4. AUGUST 2022 (NEOCYST) 
Defective claudin-10 causes a novel variation of HELIX syndrome through compromised tight junction strand 
assembly 
Genes Dis. 2022 Aug 4. >>PubMed-Link<< 
Sebastian Sewerin, Jörg Piontek, Ria Schönauer, Sonja Grunewald, Angelika Rauch, Steffen Neuber, Carsten 
Bergmann, Dorothee Günzel, Jan Halbritter 
 
2. AUGUST 2022 (GENERARE) 
T cell-specific constitutive active SHP2 enhances T cell memory formation and reduces T cell activation 
Front Immunol. 2022 Aug 2. >>PubMed-Link<< 
Clemens Cammann, Nicole Israel, Sarah Frentzel, Andreas Jeron, Eylin Topfstedt, Thomas Schüler, Luca 
Simeoni, Martin Zenker, Hans Joerg Fehling, Burkhart Schraven, Dunja Bruder, Ulrike Seifert 
 
2. AUGUST 2022 (TREATHSP.NET) 
Store-operated calcium entry is reduced in spastin-linked hereditary spastic paraplegia 
Brain. 2022 Aug. 
Tania Rizo, Lisa Gebhardt, Julia Riedlberger, Esther Eberhardt, Lars Fester, Dalia Alansary, Jürgen Winkler, 
Soeren Turan, Philipp Arnold, Barbara A. Niemeyer, Michael J. M. Fischer, Beate Winner 
 
29. JULI 2022 (TREATHSP.NET) 
Neuropsychology and MRI correlates of neurodegeneration in SPG11 hereditary spastic paraplegia 
Orphanet J Rare Dis. 2022 Jul 29. >>PubMed-Link<< 
Kathrin S Utz, Zacharias Kohl, Dominique Cornelius Marterstock, Arnd Doerfler, Jürgen Winkler, Manuel 
Schmidt, Martin Regensburger 

https://pubmed.ncbi.nlm.nih.gov/36032161/
https://pubmed.ncbi.nlm.nih.gov/35945620/
https://pubmed.ncbi.nlm.nih.gov/36012107/
https://pubmed.ncbi.nlm.nih.gov/35945627/
https://pubmed.ncbi.nlm.nih.gov/35957406/
https://pubmed.ncbi.nlm.nih.gov/35873018/
https://pubmed.ncbi.nlm.nih.gov/35983034/
https://pubmed.ncbi.nlm.nih.gov/35906604/
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22. JULI 2022 (GAIN) 
Human T-bet governs the generation of a distinct subset of CD11c(high)CD21(low) B cells 
Sci Immunol. 2022 Jul 22. >>PubMed-Link<< 
Rui Yang Danielle T Avery, Katherine J L Jackson, Masato Ogishi, Ibtihal Benhsaien, Likun Du, Xiaofei Ye, Jing 
Han, Jérémie Rosain, Jessica N Peel, Marie-Alexandra Alyanakian, Bénédicte Neven, Sarah Winter, Anne Puel, 
Bertrand Boisson, Kathryn J Payne, Melanie Wong, Amanda J Russell, Yoko Mizoguchi, Satoshi Okada, Gulbu 
Uzel, Christopher C Goodnow, Sylvain Latour, Jalila El Bakkouri, Aziz Bousfiha, Kahn Preece, Paul E Gray, 
Baerbel Keller, Klaus Warnatz, Stéphanie Boisson-Dupuis, Laurent Abel, Qiang Pan-Hammarström, Jacinta 
Bustamante, Cindy S Ma, Jean-Laurent Casanova, Stuart G Tangye 
 
19. JULI 2022 (STOP-FSGS) 
Renal inflamm-aging provokes intra-graft inflammation following experimental kidney transplantation 
Am J Transplant. 2022 Jul 19. >>PubMed-Link<< 
An He, Attia Sarwar, Linda Marie Laura Thole, Janine Siegle, Arne Sattler, Muhammad Imtiaz Ashraf, Vanessa 
Proß, Carolin Stahl, Theresa Dornieden, Yasmin Bergmann, Paul Viktor Ritschl, Susanne Ebner, Karolin Wiebke 
Hublitz, Efstathios Gregorios Stamatiades, Roman David Bülow, Peter Boor, Katja Kotsch 
 
19. JULI 2022 (TREAT-ION) 
Natural History Study of STXBP1-Developmental and Epileptic Encephalopathy Into Adulthood 
Neurology. 2022 Jul 19. >>PubMed-Link<< 
Hannah Stamberger, David Crosiers, Ganna Balagura, Claudia M Bonardi, Anna Basu, Gaetano Cantalupo, 
Valentina Chiesa, Jakob Christensen, Bernardo Dalla Bernardina, Colin A Ellis, Francesca Furia, Fiona Gardiner, 
Camille Giron, Renzo Guerrini, Karl Martin Klein, Christian Korff, Hana Krijtova, Melanie Leffner, Holger Lerche, 
Gaetan Lesca, David Lewis-Smith, Carla Marini, Dragan Marjanovic, Laure Mazzola, Sarah McKeown Ruggiero, 
Fanny Mochel, Francis Ramond, Philipp S Reif, Aurélie Richard-Mornas, Felix Rosenow, Christian Schropp, Rhys 
H Thomas, Aglaia Vignoli, Yvonne Weber, Elizabeth Palmer, Ingo Helbig, Ingrid E Scheffer, Pasquale Striano, 
Rikke S Møller, Elena Gardella, Sarah Weckhuysen 
 
17. JULI 2022 (ADDRESS) 
A New Multi-Color FISH Assay for Brush Biopsy-Based Detection of Chromosomal Aneuploidy in Oral 
(Pre)Cancer in Patients with Fanconi Anemia 
Cancers (Basel). 2022 Jul 17. >>PubMed-Link<< 
Bruno Eduardo Silva de Araujo, Mona Markgraf, Isabela Karoline de Santana Almeida Araujo, Eunike Velleuer, 
Ralf Dietrich, Natalia Pomjanski, Martin Schramm 
 
15. JULI 2022 (TREATHSP.NET) 
The Quest for Anti-α-Synuclein Antibody Specificity-Lessons Learnt From Flow Cytometry Analysis 
Front Neurol. 2022 Jul 15. >>PubMed-Link<< 
Lukas Leupold, Veronika Sigutova, Elizaveta Gerasimova, Martin Regensburger, Sebastian Zundler, Friederike 
Zunke, Wei Xiang, Beate Winner, Iryna Prots 
 
15. JULI 2022 (GENERARE) 
Cross-Activation of Hemichannels/Gap Junctions and Immunoglobulin-Like Domains in Innate-Adaptive 
Immune Responses 
Front Immunol. 2022 Jul 15. >>PubMed-Link<< 
Jiang-Hui Meng, Chang-Xu Chen, Mohammad R Ahmadian, Hong Zan, Kai-Jun Luo, Jean X Jiang 
 
14. JULI 2022 (MYPRED) 
Beyond Pathogenic RUNX1 Germline Variants: The Spectrum of Somatic Alterations in RUNX1-Familial 
Platelet Disorder with Predisposition to Hematologic Malignancies 
Cancers (Basel). 2022 Jul 14. >>PubMed-Link<< 
Alisa Förster, Melanie Decker, Brigitte Schlegelberger, Tim Ripperger 
 
7. JULI 2022 (CONNECT-GENERATE) 
Structural mechanisms of GABA A receptor autoimmune encephalitis 
Cell. 2022 Jul 7. >>PubMed-Link<< 
Colleen M Noviello, Jakob Kreye, Jinfeng Teng, Harald Prüss, Ryan E Hibbs 

https://pubmed.ncbi.nlm.nih.gov/35867801/
https://pubmed.ncbi.nlm.nih.gov/35812281/
https://pubmed.ncbi.nlm.nih.gov/35851549/
https://pubmed.ncbi.nlm.nih.gov/35884529/
https://pubmed.ncbi.nlm.nih.gov/35911883/
https://pubmed.ncbi.nlm.nih.gov/35911693/
https://pubmed.ncbi.nlm.nih.gov/35884491/
https://pubmed.ncbi.nlm.nih.gov/35803245/
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1. JULI 2022 (TREAT-ION) 
Predicting the functional effects of voltage-gated potassium channel missense variants with multi-task 
learning 
EBioMedicine. 2022 Jul. >>PubMed-Link<< 
Christian Malte Boßelmann, Ulrike B S Hedrich, Peter Müller, Lukas Sonnenberg, Shridhar Parthasarathy, Ingo 
Helbig, Holger Lerche, Nico Pfeifer 
 
1. JULI 2022 (GENERARE) 
Noonan syndrome-associated myocardial malfunctions caused by a RIT1 mutation can be partially rescued 
by modulating RAS/MAPK signaling in vitro 
Eur J Heart Fail. 2022 Jul. 
Kleemann, K., Szallies, H., Haghighi, F., Pietras, J., Busley, A., Dahlmann, J., Rubio, T., Seibertz, F., Moebius, W., 
Voigt, N., Zenker, M., Cyganek, L., Kutschka, I., Kensah, G. 
 
1. JULI 2022 (GENERARE) 
Electrophysiological anomalies associated with a noonan syndrome mutation in RAF1 contribute to the 
development of cardiac arrhythmias 
Eur J Heart Fail. 2022 Jul. 
Haghighi, F. F., Boehmker, L., Liutkute, A., Kleemann, K., Busley, A. V., Pietras, J. P., Seibertz, W., Rubio, T., 
Nourmohammadi, S., Dahlmann, J., Kutschka, I., Zenker, M., Voigt, N., Cyganek, L., Kensah, G. 
 
1. JULI 2022 (STOP-FSGS) 
Predicting Future Outcomes from Kidney Biopsies with MCD/FSGS Lesions: Opportunities and Limitations 
J Am Soc Nephrol. 2022 Jul. >>PubMed-Link<< 
Hans-Joachim Anders, Peter Boor 
 
1. JULI 2022 (MYPRED) 
No time to die? Intrinsic apoptosis signaling in hematopoietic stem and progenitor cells and therapeutic 
implications 
Curr Opin Hematol. 2022 Jul 1. >>PubMed-Link<< 
Florian Hagenbourger, Sheila Bohler, Miriam Erlacher 
 
1. JULI 2022 (NEOCYST) 
Phenotypic Variability in Siblings With Autosomal Recessive Polycystic Kidney Disease 
Kidney Int Rep. 2022 Jul 1. >>PubMed-Link<< 
Ramona Ajiri, Kathrin Burgmaier, Nurver Akinci, Ilse Broekaert, Anja Büscher, Ismail Dursun, Ali Duzova, Loai 
Akram Eid, Marc Fila, Michaela Gessner, Ibrahim Gokce, Laura Massella, Antonio Mastrangelo, Monika 
Miklaszewska, Larisa Prikhodina, Bruno Ranchin, Nadejda Ranguelov, Rina Rus, Lale Sever, Julia Thumfart, Lutz 
Thorsten Weber, Elke Wühl, Alev Yilmaz, Jörg Dötsch, Franz Schaefer, Max Christoph Liebau 
 
1. JULI 2022 (TREATHSP.NET) 
Aberrant NOVA1 function disrupts alternative splicing in early stages of amyotrophic lateral sclerosis 
Acta Neuropathol. 2022 Jul 1. >>PubMed-Link<< 
Florian Krach, Emily C Wheeler, Martin Regensburger, Tom Boerstler, Holger Wend, Anthony Q Vu, Ruth Wang, 
Stephanie Reischl, Karsten Boldt, Ranjan Batra, Stefan Aigner, John Ravits, Juergen Winkler, Gene W Yeo, Beate 
Winner 
 
30. JUNI 2022 (STOP-FSGS) 
Definition, diagnosis, and clinical management of non-obstructive kidney dysplasia: a consensus statement 
by the ERKNet working group on Kidney Malformations 
Nephrol Dial Transplant. 2022 Jun 30. >>PubMed-Link<< 
Stefan Kohl, Fred E Avni, Peter Boor, Valentina Capone, William L Clapp, Diego De Palma, Tess Harris, Laurence 
Heidet, Alina C Hilger, Helen Liapis, Marc Lilie, Gianantonio Manzoni, Giovanni Montini, Susanna Negrisolo, 
Marie-Jeanne Pierrat, Ann Raes, Heiko Reutter, Michiel F Schreuder, Stefanie Weber, Paul J D Winyard, Adrian S 
Woolf, Franz Schaefer, Max C Liebau 
joint publication NEOCYST/STOP-FSGS 
 

https://pubmed.ncbi.nlm.nih.gov/35759918/
https://pubmed.ncbi.nlm.nih.gov/35728879/
https://pubmed.ncbi.nlm.nih.gov/35787546/
https://pubmed.ncbi.nlm.nih.gov/35812281/
https://pubmed.ncbi.nlm.nih.gov/35778567/
https://pubmed.ncbi.nlm.nih.gov/35772019/
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30. JUNI 2022 (NEOCYST) 
Definition, diagnosis, and clinical management of non-obstructive kidney dysplasia: a consensus statement 
by the ERKNet working group on Kidney Malformations 
Nephrol Dial Transplant. 2022 Jun 30. >>PubMed-Link<< 
Stefan Kohl, Fred E Avni, Peter Boor, Valentina Capone, William L Clapp, Diego De Palma, Tess Harris, Laurence 
Heidet, Alina C Hilger, Helen Liapis, Marc Lilie, Gianantonio Manzoni, Giovanni Montini, Susanna Negrisolo, 
Marie-Jeanne Pierrat, Ann Raes, Heiko Reutter, Michiel F Schreuder, Stefanie Weber, Paul J D Winyard, Adrian S 
Woolf, Franz Schaefer, Max C Liebau 
joint publication NEOCYST/STOP-FSGS 
 
29. JUNI 2022 (GENERARE) 
Bassoon controls synaptic vesicle release via regulation of presynaptic phosphorylation and cAMP 
EMBO Rep. 2022 Jun 29. >>PubMed-Link<< 
Carolina Montenegro-Venegas, Debarpan Guhathakurta, Eneko Pina-Fernandez, Maria Andres-Alonso, Florian 
Plattner, Eckart D Gundelfinger, Anna Fejtova 
 
29. JUNI 2022 (GENERARE) 
A novel HRAS c.466C>T p.(Phe156Leu) variant in two patients with attenuated features of Costello syndrome 
Eur J Hum Genet. 2022 Jun 29. >>PubMed-Link<< 
Suzanna Lindsey-Temple, Matt Edwards, Verena Rickassel, Theresa Nauth, Georg Rosenberger 
 
21. JUNI 2022 (GAIN) 
STAT3-confusion-of-function: Beyond the loss and gain dualism 
J Allergy Clin Immunol. 2022 Jun 21. >>PubMed-Link<< 
Lorenzo Lodi, Laura Eva Faletti, Maria Elena Maccari, Filippo Consonni, Miriam Groß, Ilaria Pagnini, Silvia Ricci, 
Maximilian Heeg, Gabriele Simonini, Chiara Azzari, Stephan Ehl 
 
18. JUNI 2022 (TREAT-ION) 
Precision medicine for genetic epilepsy on the horizon: Recent advances, present challenges, and suggestions 
for continued progress 
Epilepsia. 2022 Jun 18. >>PubMed-Link<< 
Juliet K Knowles, Ingo Helbig, Cameron S Metcalf, Laura S Lubbers, Lori L Isom, Scott Demarest, Ethan M 
Goldberg, Alfred L George Jr, Holger Lerche, Sarah Weckhuysen, Vicky Whittemore, Samuel F Berkovic, Daniel H 
Lowenstein 
 
18. JUNI 2022 (GAIN) 
Confirmation of Hyperimmunoglobulin E Syndrome in Two Patients with an Ocular Problem: Detection of 
Two New DOCK8 Mutations 
Iran J Allergy Asthma Immunol. 2022 Jun 18. >>PubMed-Link<< 
Shiva Saghafi, Fariborz Zandieh, Mohammad Reza Fazlollahi, Cristina Glocker, Natalie Frede, Mary Buchta, Linlin 
Yang, Amir Hossein Mahmoudi, Massoud Houshmand, Zahra Pourpak, Bodo Grimbacher, Mostafa Moin 
 
14. JUNI 2022 (MITONET) 
Adult-Onset Neurodegeneration in Nucleotide Excision Repair Disorders (NERD ND ): Time to Move Beyond 
the Skin 
Mov Disord. 2022 Jun 14. >>PubMed-Link<< 
Isabell Cordts, Demet Önder, Andreas Traschütz, Xenia Kobeleva, Ivan Karin, Martina Minnerop, Peter 
Koertvelyessy, Saskia Biskup, Stephan Forchhammer, Johannes Binder, Andreas Tzschach, Frank Meiss, Axel 
Schmidt, Martina Kreiß, Kirsten Cremer, Martin A Mensah, Joohyun Park, Maren Rautenberg, Natalie Deininger, 
Marc Sturm, Paul Lingor, Thomas Klopstock, Markus Weiler, Franz Marxreiter, Matthis Synofzik, Christian 
Posch, Judith Sirokay, Thomas Klockgether, Tobias B Haack, Marcus Deschauer 
 
8. JUNI 2022 (STOP-FSGS) 
What We Have Learned so far From Single Cell Sequencing in Acute Kidney Injury 
Front Physiol. 2022 Jun 8. >>PubMed-Link<< 
Marc Buse, Marcus J Moeller, Eleni Stamellou 
 

https://pubmed.ncbi.nlm.nih.gov/35772019/
https://pubmed.ncbi.nlm.nih.gov/35766170/
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6. JUNI 2022 (TREATHSP.NET) 
Inertial Gait Sensors to Measure Mobility and Functioning in Hereditary Spastic Paraplegia: A Cross-Sectional 
Multicenter Clinical Study 
Neurology. 2022 Jun 6. >>PubMed-Link<< 
Martin Regensburger, Imke Tabea Spatz, Malte Ollenschläger, Christine F Martindale, Philipp Lindeburg, 
Zacharias Kohl, Björn Eskofier, Jochen Klucken, Rebecca Schüle, Stephan Klebe, Jürgen Winkler, Heiko Gaßner 
 
1. JUNI 2022 (STOP-FSGS) 
The calcium-sensing receptor stabilizes podocyte function in proteinuric humans and mice 
Kidney Int. 2022 Jun. >>PubMed-Link<< 
Anne K Mühlig, Johanna Steingröver, Hannah S Heidelbach, Madelaine Wingerath, Wiebke Sachs, Irm Hermans-
Borgmeyer, Catherine Meyer-Schwesinger, Hoon Young Choi, Beom Jin Lim, Christian Patry, Georg Friedrich 
Hoffmann, Nicole Endlich, Katharina Bracke, Mariella Weiß, Andreas H Guse, Moritz Lassé, Markus M Rinschen, 
Fabian Braun, Tobias B Huber, Victor G Puelles, Claus Peter Schmitt, Jun Oh 
 
1. JUNI 2022 (MYPRED) 
Stayin‘ alive: BCL-2 proteins in the hematopoietic system 
Exp Hematol. 2022 Jun. >>PubMed-Link<< 
Patricia M A Zehnle, Ying Wu, Henrike Pommerening, Miriam Erlacher 
 
1. JUNI 2022 (MITONET) 
How many molecules of mitochondrial complex I are in a cell? 
Anal Biochem. 2022 Jun 1. >>PubMed-Link<< 
Fariha Ansari, Belem Yoval, Zoya Niatsetskaya, Vadim Ten, Ilka Wittig, Alexander Galkin 
 
29. MAI 2022 (MITONET) 
Guidelines for clinical interpretation of variant pathogenicity using RNA phenotypes 
Hum Mutat. 2022 May 29. >>PubMed-Link<< 
Dmitrii Smirnov, Lea D Schlieben, Fatemeh Peymani, Riccardo Berutti, Holger Prokisch 
 
26. MAI 2022 (TREAT-ION) 
Biallelic variants in ZNF142 lead to a syndromic neurodevelopmental disorder 
Clin Genet. 2022 May 26. >>PubMed-Link<< 
Christensen, M. B., Levy, A. M., Mohammadi, N. A., Niceta, M., Kaiyrzhanov, R., Dentici, M. L., Al Alam, C., Alesi, 
V., Benoit, V., Bhatia, K. P., Bierhals, T., Boßelmann, C. M., Buratti, J., Callewaert, B., Ceulemans, B., Charles, P., 
De Wachter, M., Dehghani, M., D’Haenens, E., Doco-Fenzy, M., Geßner, M., Gobert, C., Guliyeva, U., Haack, T. 
B., Hammer, T. B., Heinrich, T., Hempel, M., Herget, T., Hoffmann, U., Horvath, J., Houlden, H., Keren, B., 
Kresge, C., Kumps, C., Lederer, D., Lermine, A., Magrinelli, F., Maroofian, R., Vahidi Mehrjardi, M. Y., Moudi, M., 
Müller, A. J., Oostra, A. J., Pletcher, B. A., Ros-Pardo, D., Samarasekera, S., Tartaglia, M., Van Schil, K., Vogt, J., 
Wassmer, E., Winkelmann, J., Zaki, M. S., Zech, M., Lerche, H., Radio F. C., Gomez-Puertas, P., Møller, R. S., 
Tümer, Z. 
 
25. MAI 2022 (NEOCYST) 
Crosstalk between cilia and autophagy: implication for human diseases 
Autophagy. 2022 May 25. >>PubMed-Link<< 
Manuela Morleo, Helena L A Vieira, Petra Pennekamp, Alessandro Palma, Liliana Bento-Lopes, Heymut Omran, 
Susana S Lopes, Duarte C Barral, Brunella Franco 
 
24. MAI 2022 (GENERARE) 
Real-Time Optical Mapping of Contracting Cardiac Tissues With GPU-Accelerated Numerical Motion Tracking 
Front Cardiovasc Med. 2022 May 24. >>PubMed-Link<< 
Jan Lebert, Namita Ravi, George Kensah, Jan Christoph 
 
20. MAI 2022 (TREATHSP.NET) 
Adult-Onset Alexander Disease: New Causal Sequence Variant in the GFAP Gene 
Neurol Genet. 2022 May 20. >>PubMed-Link<< 
Tsepo Goerttler, Letizia Zanetti, Maria Regoni, Karl Egger, Elias Kellner, Cornelius Deuschl, Christoph 
Kleinschnitz, Jenny Sassone, Stephan Klebe 

https://pubmed.ncbi.nlm.nih.gov/35667840/
https://pubmed.ncbi.nlm.nih.gov/35271934/
https://pubmed.ncbi.nlm.nih.gov/35315320/
https://pubmed.ncbi.nlm.nih.gov/35259403/
https://pubmed.ncbi.nlm.nih.gov/35645004/
https://pubmed.ncbi.nlm.nih.gov/35616059/
https://pubmed.ncbi.nlm.nih.gov/35613303/
https://pubmed.ncbi.nlm.nih.gov/35728879/
https://pubmed.ncbi.nlm.nih.gov/35620133/


 

Seite 14 
 

20. MAI 2022 (STOP-FSGS) 
ScoMorphoFISH: A deep learning enabled toolbox for single-cell single-mRNA quantification and correlative 
(ultra-)morphometry 
J Cell Mol Med. 2022 May 20. >>PubMed-Link<< 
Florian Siegerist, Eleonora Hay, Juan Saydou Dikou, Marion Pollheimer, Anja Büscher, Jun Oh, Silvia Ribback, 
Uwe Zimmermann, Jan Hinrich Bräsen, Olivia Lenoir, Vedran Drenic, Kathrin Eller, Pierre-Louis Tharaux, Nicole 
Endlich 
 
18. MAI 2022 (GENERARE) 
Cutis marmorata telangiectatica congenita being caused by postzygotic GNA11 mutations 
Eur J Med Genet. 2022 May; Epub 2022 Mar 26. >>PubMed-Link<< 
Claudia Schuart, Andrea Bassi, Friedrich Kapp, Ilse Wieland, Angelica Pagliazzi, Heike Losch, Carlo Mazzatenta, 
Giacomo M Bacci, Teresa Oranges, Denny Schanze, Klaus Mohnik9, Arti Nanda, Judith Fischer, Martin Zenker, 
Rudolf Happle 
 
17. MAI 2022 (TREAT-ION) 
Spectrum of Phenotypic, Genetic, and Functional Characteristics in Patients With Epilepsy With KCNC2 
Pathogenic Variants 
Neurology. 2022 May 17. >>PubMed-Link<< 
Niklas Schwarz, Simone Seiffert, Manuela Pendziwiat, Annika Verena Rademacher, Tobias Brünger, Ulrike B S 
Hedrich, Paul B Augustijn, Hartmut Baier, Allan Bayat, Francesca Bisulli, Russell J Buono, Ben Zeev Bruria, 
Michael G Doyle, Renzo Guerrini, Gali Heimer, Michele Iacomino, Hugh Kearney, Karl Martin Klein, Ioanna 
Kousiappa, Wolfram S Kunz, Holger Lerche, Laura Licchetta, Ebba Lohmann, Raffaella Minardi, Marie 
McDonald, Sarah Montgomery, Lejla Mulahasanovic, Renske Oegema, Barel Ortal, Savvas S Papacostas, 
Francesca Ragona, Tiziana Granata, Phillip S Reif, Felix Rosenow, Annick Rothschild, Paolo Scudieri, Pasquale 
Striano, Paolo Tinuper, George A Tanteles, Annalisa Vetro, Felix Zahnert, Ethan M Goldberg, Federico Zara, 
Dennis Lal, Patrick May, Hiltrud Muhle, Ingo Helbig, Yvonne Weber 
 
17. MAI 2022 (TREATHSP.NET) 
Levels of Neurofilament Light at the Preataxic and Ataxic Stages of Spinocerebellar Ataxia Type 1 
Neurology. 2022 May 17. >>PubMed-Link<< 
Carlo Wilke et al. 
 
16. MAI 2022 (GAIN) 
Copy Number Analysis in a Large Cohort Suggestive of Inborn Errors of Immunity Indicates a Wide Spectrum 
of Relevant Chromosomal Losses and Gains 
J Clin Immunol. 2022 Apr 29. >>PubMed-Link<< 
Rensheng Wan, Maximilian Schieck, Andrés Caballero-Oteyza, Winfried Hofmann, Alexis Virgil Cochino, Anna 
Shcherbina, Roya Sherkat, Clarisse Wache-Mainier, Anita Fernandez, Marc Sultan, Thomas Illig, Bodo 
Grimbacher, Michele Proietti, Doris Steinemann 
 
16. MAI 2022 (STOP-FSGS) 
The ShGlom Assay Combines High-Throughput Drug Screening With Downstream Analyses and Reveals the 
Protective Role of Vitamin D3 and Calcipotriol on Podocytes 
Front Cell Dev Biol. 2022 May 16. >>PubMed-Link<< 
Marie-Christin Ristov, Tim Lange, Nadine Artelt, Neetika Nath, Andreas W Kuss, Jochen Gehrig, Maja 
Lindenmeyer, Clemens D Cohen, Sheraz Gul, Karlhans Endlich, Uwe Völker, Nicole Endlich 
 
5. MAI 2022 (NEOCYST) 
Progressive liver, kidney, and heart degeneration in children and adults affected by TULP3 mutations 
Am J Hum Genet. 2022 May 5. >>PubMed-Link<< 
John Devane, Elisabeth Ott, Eric G Olinger, Daniel Epting, Eva Decker, Anja Friedrich, Nadine Bachmann, Gina 
Renschler, Tobias Eisenberger, Andrea Briem-Richter, Enke Freya Grabhorn, Laura Powell, Ian J Wilson, Sarah J 
Rice, Colin G Miles, Katrina Wood, Genomics England Research Consortium; Palak Trivedi, Gideon Hirschfield, 
Andrea Pietrobattista, Elizabeth Wohler, Anya Mezina, Nara Sobreira, Emanuele Agolini, Giuseppe Maggiore, 
Mareike Dahmer-Heath, Ali Yilmaz, Melanie Boerries, Patrick Metzger, Christoph Schell, Inga Grünewald, 
Martin Konrad, Jens König, Bernhard Schlevogt, John A Sayer, Carsten Bergmann 
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5. MAI 2022 (HICHOL) 
Ileal Bile Acid Transporter Inhibition Reduces Post-Transplant Diarrhea and Growth Failure in FIC1 Disease-A 
Case Report 
Children (Basel). 2022 May 5. >>PubMed-Link<< 
Johanna Ohlendorf, Imeke Goldschmidt, Norman Junge, Tobias Laue, Hamoud Nasser, Elmar Jäckel, Frauke 
Mutschler, Eva-Doreen Pfister, Diran Herebian, Verena Keitel, Ulrich Baumann 
 
5. MAI 2022 (NEOCYST) 
Potential Therapeutic Effects of Long-Term Stem Cell Administration: Impact on the Gene Profile and Kidney 
Function of PKD/Mhm (Cy/ plus ) Rats 
J Clin Med. 2022 May 5. >>PubMed-Link<< 
Daniela Nardozi, Stefania Palumbo, Arif Ul Maula Khan, Carsten Sticht, Karen Bieback, Samar Sadeghi, Mark 
Andreas Kluth, Michael Keese, Norbert Gretz 
 
4. MAI 2022 (CONNECT-GENERATE) 
Key benefits of dexamethasone and antibody treatment in COVID-19 hamster models revealed by single-cell 
transcriptomics 
Mol Ther. 2022 May 4. >>PubMed-Link<< 
Emanuel Wyler, Julia M Adler, Kathrin Eschke, G Teixeira Alves, Stefan Peidli, Fabian Pott, Julia Kazmierski, 
Laura Michalick, Olivia Kershaw, Judith Bushe, Sandro Andreotti, Peter Pennitz, Azza Abdelgawad, Dylan 
Postmus, Christine Goffinet, Jakob Kreye, S Momsen Reincke, Harald Prüss, Nils Blüthgen, Achim D Gruber, 
Wolfgang M Kuebler, Martin Witzenrath, Markus Landthaler, Geraldine Nouailles, Jakob Trimpert 
 
4. MAI 2022 (STOP-FSGS) 
Benchmarking weakly-supervised deep learning pipelines for whole slide classification in computational 
pathology 
Med Image Anal. 2022 Jul. Epub 2022 May 4. >>PubMed-Link<< 
Narmin Ghaffari Laleh, Hannah Sophie Muti, Chiara Maria Lavinia Loeffler, Amelie Echle, Oliver Lester Saldanha, 
Faisal Mahmood, Ming Y Lu, Christian Trautwein, Rupert Langer, Bastian Dislich, Roman D Buelow, Heike 
Irmgard Grabsch, Hermann Brenner, Jenny Chang-Claude, Elizabeth Alwers, Titus J Brinker, Firas Khader, Daniel 
Truhn, Nadine T Gaisa, Peter Boor, Michael Hoffmeister, Volkmar Schulz, Jakob Nikolas Kather 
 
2. MAI 2022 (NEOCYST, STOP-FSGS) 
Loss of the collagen IV modifier prolyl 3-hydroxylase 2 causes thin basement membrane nephropathy 
J Clin Invest. 2022 May 2. >>PubMed-Link<< 
Hande Aypek, Christoph Krisp, Shun Lu, Shuya Liu, Dominik Kylies, Oliver Kretz, Guochao Wu, Manuela Moritz, 
Kerstin Amann, Kerstin Benz, Ping Tong, Zheng-Mao Hu, Sulaiman M Alsulaiman, Arif O Khan, Maik Grohmann, 
Timo Wagner, Janina Müller-Deile, Hartmut Schlüter, Victor G Puelles, Carsten Bergmann, Tobias B Huber, 
Florian Grahammer 
 
1. MAI 2022 (NEOCYST) 
Biallelic pathogenic variants in roundabout guidance receptor 1 associate with syndromic congenital 
anomalies of the kidney and urinary tract 
Kidney Int. 2022 May. >>PubMed-Link<< 
Johannes Münch, Marie Engesser, Ria Schönauer, J Austin Hamm, Christin Hartig, Elena Hantmann, Gulsen 
Akay, Davut Pehlivan, Tadahiro Mitani, Zeynep Coban Akdemir, Beyhan Tüysüz, Toshihiko Shirakawa, Sumito 
Dateki, Laura R Claus, Albertien M van Eerde, Genomics England Research Consortium; Thomas Smol, Louise 
Devisme, Hélène Franquet, Tania Attié-Bitach, Timo Wagner, Carsten Bergmann, Anne Kathrin Höhn, Shirlee 
Shril, Ari Pollack, Tara Wenger, Abbey A Scott, Sarah Paolucci, Jillian Buchan, George C Gabriel, Jennifer E 
Posey, James R Lupski, Florence Petit, Andrew A McCarthy, Gregory J Pazour, Cecilia W Lo, Bernt Popp, Jan 
Halbritter 
 
1. MAI 2022 (STOP-FSGS) 
The potential of artificial intelligence-based applications in kidney pathology 
Curr Opin Nephrol Hypertens. 2022 May 1. >>PubMed-Link<< 
Roman D Büllow, Jon N Marsh, S Joshua Swamidass, Joseph P Gaut, Peter Boor 
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https://www.research4rare.de/wp-admin/edit.php?paged=2
https://pubmed.ncbi.nlm.nih.gov/35339689/
https://pubmed.ncbi.nlm.nih.gov/35588568/
https://pubmed.ncbi.nlm.nih.gov/35499085/
https://pubmed.ncbi.nlm.nih.gov/35227688/
https://pubmed.ncbi.nlm.nih.gov/35165248/


 

Seite 16 
 

1. MAI 2022 (MITONET) 
Redox-dependent loss of flavin by mitochondria complex I is different in brain and heart 
Redox Biol. 2022 May. >>PubMed-Link<< 
Belem Yoval-Sánchez, Fariha Ansari, Joel James, Zoya Niatsetskaya, Sergey Sosunov, Peter Filipenko, Irina G 
Tikhonova, Vadim Ten, Ilka Wittig, Ruslan Rafikov, Alexander Galkin 
 
20. APRIL 2022 (TREATHSP.NET) 
Efficient and Easy Conversion of Human iPSCs into Functional Induced Microglia-like Cells 
Int J Mol Sci. 2022 Apr 20. >>PubMed-Link<< 
Jonas Lanfer, Johanna Kaindl, Laura Krumm, Miguel Gonzalez Acera, Markus Neurath, Martin Regensburger, 
Florian Krach, Beate Winner 
 
20. APRIL 2022 (HICHOL) 
FOXA2 prevents hyperbilirubinaemia in acute liver failure by maintaining apical MRP2 expression 
Gut. 2022 Apr 20. >>PubMed-Link<< 
Sai Wang, Rilu Feng, Shan Shan Wang, Hui Liu, Chen Shao, Yujia Li, Frederik Link, Stefan Munker, Roman Liebe, 
Christoph Meyer, Elke Burgermeister, Matthias Ebert, Steven Dooley, Huiguo Ding, Honglei Weng 
 
13. APRIL 2022 (CONNECT-GENERATE) 
Patient-Derived Anti-NMDAR Antibody Disinhibits Cortical Neuronal Networks through Dysfunction of 
Inhibitory Neuron Output 
J Neurosci. 2022 Apr 13. >>PubMed-Link<< 
Ewa Andrzejak, Eshed Rabinovitch, Jakob Kreye, Harald Prüss, Christian Rosenmund, Noam E Ziv, Craig C 
Garner, Frauke Ackermann 
 
8. APRIL 2022 (STOP-FSGS) 
Molecular consequences of SARS-CoV-2 liver tropism 
Nat Metab. 2022 Mar. >>PubMed-Link<< 
Nicola Wanner, Geoffroy Andrieux, Pau Badia-I-Mompel, Carolin Edler, Susanne Pfefferle, Maja T Lindenmeyer, 
Christian Schmidt-Lauber, Jan Czogalla, Milagros N Wong, Yusuke Okabayashi, Fabian Braun, Marc 
Lütgehetmann, Elisabeth Meister, Shun Lu, Maria L M Noriega, Thomas Günther, Adam Grundhoff, Nicole 
Fischer, Hanna Bräuninger, Diana Lindner, Dirk Westermann, Fabian Haas, Kevin Roedl, Stefan Kluge, Marylyn 
M Addo, Samuel Huber, Ansgar W Lohse, Jochen Reiser, Benjamin Ondruschka, Jan P Sperhake, Julio Saez-
Rodriguez, Melanie Boerries, Salim S Hayek, Martin Aepfelbacher, Pietro Scaturro, Victor G Puelles, Tobias B 
Huber 
 
5. APRIL 2022 (MITONET) 
Clinical implementation of RNA sequencing for Mendelian disease diagnostics 
Genome Med. 2022 Apr 5. >>PubMed-Link<< 
Vicente A Yépez, Mirjana Gusic, Robert Kopajtich, Christian Mertes, Nicholas H Smith, Charlotte L Alston, Rui 
Ban, Skadi Beblo, Riccardo Berutti, Holger Blessing, Elżbieta Ciara, Felix Distelmaier, Peter Freisinger, Johannes 
Häberle, Susan J Hayflick, Maja Hempel, Yulia S Itkis, Yoshihito Kishita, Thomas Klopstock, Tatiana D Krylova, 
Costanza Lamperti, Dominic Lenz, Christine Makowski, Signe Mosegaard, Michaela F Müller, Gerard Muñoz-
Pujol, Agnieszka Nadel, Akira Ohtake, Yasushi Okazaki, Elena Procopio, Thomas Schwarzmayr, Joél Smet, 
Christian Staufner, Sarah L Stenton, Tim M Strom, Caterina Terrile, Frederic Tort, Rudy Van Coster, Arnaud 
Vanlander, Matias Wagner, Manting Xu, Fang Fang, Daniele Ghezzi, Johannes A Mayr, Dorota Piekutowska-
Abramczuk, Antonia Ribes, Agnès Rötig, Robert W Taylor, Saskia B Wortmann, Kei Murayama, Thomas 
Meitinger, Julien Gagneur, Holger Prokisch 
 
1. APRIL 2022 (STOP-FSGS) 
Scaffold polarity proteins Par3A and Par3B share redundant functions while Par3B acts independent of 
atypical protein kinase C/Par6 in podocytes to maintain the kidney filtration barrier 
Kidney Int. 2022 Apr. >>PubMed-Link<< 
Sybille Koehler, Johanna Odenthal, Vivian Ludwig, David Unnersjö Jess, Martin Höhne, Christian Jüngst, Ferdi 
Grawe, Martin Helmstädter, Johanna L Janku, Carsten Bergmann, Peter F Hoyer, H Henning Hagmann, Gerd 
Walz, Wilhelm Bloch, Carien Niessen, Bernhard Schermer, Andreas Wodarz, Barry Denholm, Thomas Benzing, 
Sandra Iden, Paul T Brinkkoetter 
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1. APRIL 2022 (STOP-FSGS) 
Context Sensitive Links 1 of 1 Comparative analysis of ChAdOx1 nCoV-19 and Ad26.COV2.S SARS-CoV-2 
vector vaccine 
Haematologica. 2022 Apr 1. >>PubMed-Link<< 
Stephan Michalik, Florian Siegerist, Raghavendra Palankar, Kati Franzke, Maximilian Schindler, Alexander Reder, 
Ulrike Seifert, Clemens Cammann, Jan Wesche, Leif Steil, Christian Hentschker, Manuela Gesell-Salazar, Emil 
Reisinger, Martin Beer, Nicole Endlich, Andreas Greinacher, Uwe Völker 
 
1. APRIL 2022 (STOP-FSGS) 
Pathogenesis of vaccine-induced immune thrombotic thrombocytopenia (VITT) 
Semin Hematol. 2022 Apr. >>PubMed-Link<< 
Andreas Greinacher, Linda Schönborn, Florian Siegerist, Leif Steil, Raghavendra Palankar, Stefan Handtke, 
Alexander Reder, Thomas Thiele, Konstanze Aurich, Karen Methling, Michael Lalk, Uwe Völker, Nicole Endlich 
 
31. MÄRZ 2022 (GAIN) 
Hematopoietic stem cell transplantation for Wiskott-Aldrich syndrome: an EBMT Inborn Errors Working 
Party analysis 
Blood. 2022 Mar 31. >>PubMed-Link<< 
Michael H Albert, Mary A Slatter, Andrew R Gennery, Tayfun Güngör, Katerina Bakunina, Benyamin Markovitch, 
Sheree Hazelaar, Tiarlan Sirait, Virginie Courteille, Alessandro Aiuti, Olga V Aleinikova, Dmitry Balashov, Maria 
Ester Bernardo, Ivana Bodova, Benedicte Bruno, Marina Cavazzana, Robert Chiesa, Alain Fischer, Fabian Hauck, 
Marianne Ifversen, Krzysztof Kałwak, Christoph Klein, Alexander Kulagin, Alphan Kupesiz, Baris Kuskonmaz, 
Caroline A Lindemans, Franco Locatelli, Su Han Lum, Alexey Maschan, Roland Meisel, Despina Moshous, Fulvio 
Porta, Martin G Sauer, Petr Sedlacek, Ansgar Schulz, Felipe Suarez, Tanja C Vallée, Jacek H Winiarski, Marco 
Zecca, Bénédicte Neven, Paul Veys, Arjan C Lankester 
 
30. MÄRZ 2022 (STOP-FSGS) 
BECLIN1 Is Essential for Podocyte Secretory Pathways Mediating VEGF Secretion and Podocyte-Endothelial 
Crosstalk 
Int J Mol Sci. 2022 Mar 30. >>PubMed-Link<< 
Tillmann Bork, Wei Liang, Oliver Kretz, Simon Lagies, Kosuke Yamahara, Camila Hernando-Erhard, Martin 
Helmstädter, Christoph Schell, Bernd Kammerer, Tobias B Huber 
 
29. MÄRZ 2022 (GAIN) 
Genomics Driving Diagnosis and Treatment of Inborn Errors of Immunity With Cancer Predisposition 
J Allergy Clin Immunol Pract. 2022 Mar 29. >>PubMed-Link<< 
Sara Barmettler, Svetlana O Sharapova, Tomas Milota, Philipp A Greif, Thomas Magg, Fabian Hauck 
 
28. MÄRZ 2022 (CONNECT-GENERATE) 
GABA A Receptor Autoantibodies Decrease GABAergic Synaptic Transmission in the Hippocampal CA3 
Network 
Int J Mol Sci. 2022 Mar 28. >>PubMed-Link<< 
Amélie F Menke, Fatme Seval Ismail, Klaus Dornmair, Manuela Cerina, Sven G Meuth, Nico Melzer 
 
28. MÄRZ 2022 (MYPRED) 
The Cytogenetic Landscape of Pediatric Chronic Myeloid Leukemia Diagnosed in Chronic Phase 
Cancers (Basel). 2022 Mar 28. >>PubMed-Link<< 
Axel Karow, Gudrun Göhring, Stephanie Sembill, Friederike Lutterloh, Fina Neuhaus, Sara Callies, Elke Schirmer, 
Zofia Wotschofsky, Oisin Roche-Lancaster, Meinolf Suttorp, Manuela Krumbholz, Markus Metzler 
 
28. MÄRZ 2022 (TREATHSP.NET) 
SARS-CoV-2, COVID-19 and Parkinson’s Disease-Many Issues Need to Be Clarified-A Critical Review 
Brain Sci. 2022 Mar 28. >>PubMed-Link<< 
Tsepo Goerttler, Eun-Hae Kwon, Michael Fleischer, Mark Stettner, Lars Tönges, Stephan Klebe 
 
26. MÄRZ 2022 (GENERARE) 
Expanding the molecular spectrum of pathogenic SHOC2 variants underlying Mazzanti syndrome 
Hum Mol Genet. 2022 Mar 26. >>PubMed-Link<< 
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Marialetizia Motta, Maja Solman, Adeline A Bonnard, Alma Kuechler, Francesca Pantaleoni, Manuela Priolo, 
Balasubramanian Chandramouli, Simona Coppola, Simone Pizzi, Erika Zara, Marco Ferilli, Hülya Kayserili, 
Roberta Onesimo, Chiara Leoni, Julia Brinkmann, Yoann Vial, Susanne B Kamphausen, Cécile Thomas-Teinturier, 
Anne Guimier, Viviana Cordeddu, Laura Mazzanti, Giuseppe Zampino, Giovanni Chillemi, Martin Zenker, Hélène 
Cavé, Jeroen Hertog, Marco Tartaglia 
 
25. MÄRZ 2022 (GAIN) 
Gain-of-function IKZF1 variants in humans cause immune dysregulation associated with abnormal T/B cell 
late differentiation 
Sci Immunol. 2022 Mar 25. >>PubMed-Link<< 
Akihiro Hoshino, David Boutboul, Yuan Zhang, Hye Sun Kuehn, Jerôme Hadjadj, Nihal Özdemir, Tiraje Celkan, 
Christoph Walz, Capucine Picard, Christelle Lenoir, Nizar Mahlaoui, Christoph Klein, Xiao Peng, Antoine Azar, 
Erin Reigh, Morgane Cheminant, Alain Fischer, Frédéric Rieux-Laucat, Isabelle Callebaut, Fabian Hauck, Joshua 
Milner, Sergio D Rosenzweig, Sylvain Latour 
 
22. MÄRZ 2022 (CMT-NET) 
A polymorphic AT-repeat causes frequent allele dropout for an MME mutational hotspot exon 
J Med Genet. 2022 Mar 22. Online ahead of print >>PubMed-Link<< 
Helle Høyer, Hilde T Hilmarsen, Raute Sunder-Plassmann, Geir J Braathen, Peter M Andersen, Christian Beetz, 
Sandra Hacker, Øystein L Holla, Ingo Kurth, Wolfgang N Löscher, Simone B C F Reiter, Sabine Rudnik-
Schöneborn, Linda Strand, Reinhard Windhager, Martina Witsch-Baumgartner, Jan Senderek, Michaela Auer-
Grumbach 
 
22. MÄRZ 2022 (GENERARE) 
The glucocorticoid receptor associates with RAS complexes to inhibit cell proliferation and tumor growth 
Sci Signal. 2022 Mar 22. >>PubMed-Link<< 
Bozhena Caratti, Miray Fidan, Giorgio Caratti, Kristina Breitenecker, Melanie Engler, Naser Kazemitash, Rebecca 
Traut, Rainer Wittig, Emilio Casanova, Mohammad Reza Ahmadian, Jan P Tuckermann, Herwig P Moll, Ion 
Cristian Cirstea 
 
15. MÄRZ 2022 (TREAT-ION) 
Development and Validation of a Prediction Model for Early Diagnosis of SCN1A-Related Epilepsies 
Neurology. 2022 Mar 15. Epub 2022 Jan 24. >>PubMed-Link<< 
Andreas Brunklaus, Eduardo Pérez-Palma, Ismael Ghanty, Ji Xinge, Eva Brilstra, Berten Ceulemans, Nicole 
Chemaly, Iris de Lange, Christel Depienne, Renzo Guerrini, Davide Mei, Rikke S Møller, Rima Nabbout, Brigid M 
Regan, Amy L Schneider, Ingrid E Scheffer, An-Sofie Schoonjans, Joseph D Symonds, Sarah Weckhuysen, 
Michael W Kattan, Sameer M Zuberi, Dennis Lal 
 
9. MÄRZ 2022 (NEOCYST) 
Primary URECs: a source to better understand the pathology of renal tubular epithelia in pediatric hereditary 
cystic kidney diseases 
Orphanet J Rare Dis. 2022 Mar 9. >>PubMed-Link<< 
Wolfgang H Ziegler, Sarah Lüdiger, Fatima Hassan, Margarita E Georgiadis, Kathrin Swolana, Amrit Khera, Arne 
Mertens, Doris Franke, Kai Wohlgemuth, Mareike Dahmer-Heath, Jens König, Claudia Dafinger, Max C Liebau, 
Metin Cetiner, Carsten Bergmann, Birga Soetje, Dieter Haffner 
 
8. MÄRZ 2022 (CONNECT-GENERATE) 
Clinical, serological and genetic predictors of response to immunotherapy in anti-IgLON5 disease 
Brain. 2022 Mar 8. >>PubMed-Link<< 
Thomas Grüter, Franziska E Möllers, Anja Tietz, Justina Dargvainiene, Nico Melzer, Anna Heidbreder, Christine 
Strippel, Andrea Kraft, Romana Höftberger, Florian Schöberl, Franziska S Thaler, Jonathan Wickel, Ha-Yeun 
Chung, Frank Seifert, Marlene Tschernatsch, Michael Nagel, Jan Lewerenz, Sven Jarius, Brigitte C Wildemann, 
Lucie de Azevedo, Fedor Heidenreich, Raphaela Heusgen, Ulrich Hofstadt-van Oy, Andreas Linsa, Jannis Justus 
Maaß, Til Menge, Marius Ringelstein, David J Pedrosa, Josef Schill, Thomas Seifert-Held, Caspar Seitz, Silke 
Tonner, Christian Urbanek, Simone Zittel, Robert Markewitz, Mirjam Korporal-Kuhnke, Thomas Schmitter, 
Carsten Finke, Norbert Brüggemann, Corinna I Bien, Ingo Kleiter, Ralf Gold, Klaus-Peter Wandinger, Gregor 
Kuhlenbäumer, Frank Leypoldt, Ilya Ayzenberg, German Network for Research on Autoimmune Encephalitis 
(GENERATE) 
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1. MÄRZ 2022 (HICHOL) 
Acute cholestatic liver injury following carbimazole treatment in a patient with VPS33B haploinsufficiency 
Clin Res Hepatol Gastroenterol. 2022 Mar. >>PubMed-Link<< 
Thomas Adams, Roman Liebe, Johannes Lehmann, Marcin Krawczyk, Frank Lammert 
 
1. MÄRZ 2022 (TREAT-ION) 
Reply to: Genotype-phenotype correlations in SCN8A-related epilepsy: a cohort study of Chinese children in 
southern China 
Bain. 2022 Mar 1. >>PubMed-Link<< 
Katrine M Johannesen, Yuanyuan Liu, Elena Gardella, Holger Lerch, Rikke S Møller 
 
1. MÄRZ 2022 (MITONET) 
Community Consensus Guidelines to Support FAIR Data Standards in Clinical Research Studies in Primary 
Mitochondrial Disease 
Adv Genet (Hoboken). 2022 Mar. >>PubMed-Link<< 
Amel Karaa, Laura E MacMullen, John C Campbell, John Christodoulou, Bruce H Cohen, Thomas Klopstock, 
Yasutoshi Koga, Costanza Lamperti, Rob van Maanen, Robert McFarland, Sumit Parikh, Shamima Rahman, 
Fernando Scaglia, Alexander V Sherman, Philip Yeske, Marni J Falk 
 
21. FEBRUAR 2022 (MITONET) 
Childhood versus early-teenage onset Leber’s hereditary optic neuropathy: visual prognosis and capacity for 
recovery 
Br J Ophthalmol. 2022 Feb 21. >>PubMed-Link<< 
Jakob Siedlecki, Susanna Koenig, Claudia Catarino, Markus M Schaumberger, Benedikt Schworm, Siegfried 
Georg Priglinger, Guenther Rudolph, Bettina von Livonius, Thomas Klopstock, Claudia S Priglinger 
 
20. FEBRUAR 2022 (HICHOL) 
Extrahepatic manifestations of progressive familial intrahepatic cholestasis syndromes: presentation of a 
case series and literature review 
Liver Int. 2022 Feb 20. >>PubMed-Link<< 
Eva-Doreen Pfister, Carola Dröge, Roman Liebe, Amelie Stalke, Nicole Buhl, Antje Ballauff, Tobias Cantz, Eva 
Bueltmann, Jan Stindt, Tom Luedde, Ulrich Baumann, Verena Keitel 
 
18. FEBRUAR 2022 (CONNECT-GENERATE) 
SARS-CoV-2 Beta variant infection elicits potent lineage-specific and cross-reactive antibodies 
Science. 2022 Feb 18. >>PubMed-Link<< 
S Momsen Reincke, Meng Yuan, Hans-Christian Kornau, Victor M Corman, Scott van Hoof, Elisa Sánchez-Sendin, 
Melanie Ramberger, Wenli Yu, Yuanzi Hua, Henry Tien, Marie Luisa Schmidt, Tatjana Schwarz, Lara Maria 
Jeworowski, Sarah E Brandl, Helle Foverskov Rasmussen, Marie A Homeyer, Laura Stöffler, Martin Barner, 
Désirée Kunkel, Shufan Huo, Johannes Horler, Niels von Wardenburg, Inge Kroidl, Tabea M Eser, Andreas 
Wieser, Christof Geldmacher, Michael Hoelscher, Hannes Gänzer, Günter Weiss, Dietmar Schmitz, Christian 
Drosten, Harald Prüss, Ian A Wilson, Jakob Kreye 
 
18. FEBRUAR 2022 (MITONET) 
A Potential Citrate Shunt in Erythrocytes of PKAN Patients Caused by Mutations in Pantothenate Kinase 2 
Biomolecules. 2022 Feb 18. >>PubMed-Link<< 
Maike Werning, Verena Dobretzberger, Martin Brenne, Ernst W Müllner, Georg Mlynek, Kristina Djinovic-
Carugo, David M Baron, Lena Fragner, Almut T Bischoff, Boriana Büchner, Thomas Klopstock, Wolfram 
Weckwerth, Ulrich Salzer 
 
17. FEBRUAR 2022 (MYPRED) 
Gain-of-function mutations in RPA1 cause a syndrome with short telomeres and somatic genetic rescue 
Blood. 2022 Feb 17. >>PubMed-Link<< 
Richa Sharma, Sushree S Sahoo, Masayoshi Honda, Sophie L Granger, Charnise Goodings, Louis Sanchez, Axel 
Künstner, Hauke Busch, Fabian Beier, Shondra M Pruett-Miller, Marcus B Valentine, Alfonso G Fernandez, Ti-
Cheng Chang, Vincent Géli, Dmitri Churikov, Sandrine Hirschi, Victor B Pastor, Melanie Boerries, Melchior 
Lauten, Charikleia Kelaidi, Megan A Cooper, Sarah Nicholas, Jill A Rosenfeld, Sophia Polychronopoulou, Caroline 

https://pubmed.ncbi.nlm.nih.gov/34879302/
https://pubmed.ncbi.nlm.nih.gov/35231099/
https://pubmed.ncbi.nlm.nih.gov/35317023/
https://pubmed.ncbi.nlm.nih.gov/35190400/
https://pubmed.ncbi.nlm.nih.gov/35184362/
https://pubmed.ncbi.nlm.nih.gov/35076281/
https://pubmed.ncbi.nlm.nih.gov/35204826/
https://pubmed.ncbi.nlm.nih.gov/34767620/


 

Seite 20 
 

Kannengiesser, Carole Saintomé, Charlotte M Niemeyer, Patrick Revy, Marc S Wold, Maria Spies, Miriam 
Erlacher, Stéphane Coulon, Marcin W Wlodarski 
 
17. FEBRUAR 2022 (GAIN) 
Aberrant inflammatory responses to type I interferon in STAT2 or IRF9 deficiency 
J Allergy Clin Immunol. 2022 Feb 17. >>PubMed-Link<< 
Florian Gothe, Jarmila Stremenova Spegarova, Catherine F Hatton, Helen Griffin, Thomas Sargent, Sally A 
Cowley, William James, Anna Roppelt, Anna Shcherbina, Fabian Hauck, Hugh T Reyburn, Christopher J A 
Duncan, Sophie Hambleton 
 
17. FEBRUAR 2022 (GAIN) 
Common Variable Immunodeficiency-Associated Cancers: The Role of Clinical Phenotypes, Immunological 
and Genetic Factors 
Front Immunol. 2022 Feb 17.  >>PubMed-Link<< 
Luzia Bruns, Victoria Panagiota, Sandra von Hardenberg, Gunnar Schmidt, Ignatius Ryan Adriawan, Eleni Sogka, 
Stefanie Hirsch, Gerrit Ahrenstorf, Torsten Witte, Reinhold Ernst Schmidt, Faranaz Atschekzei, Georgios Sogkas 
 
16. FEBRUAR 2022 (TREATHSP.NET) 
Characteristics of serum neurofilament light chain as a biomarker in hereditary spastic paraplegia type 4 
Ann Clin Transl Neurol. 2022 Feb 16. >>PubMed-Link<< 
Christoph Kessler, Lina Maria Serna-Higuita, Carlo Wilke, Tim W Rattay, Holger Hengel, Jennifer Reichbauer, 
Elke Stransky, Alejandra Leyva-Gutiérrez, David Mengel, Matthis Synofzik, Ludger Schöls, Peter Martus, 
Rebecca Schüle 
 
16. FEBRUAR 2022 (GENERARE) 
The Pseudo-Natural Product Rhonin Targets RHOGDI 
Angew Chem Int Ed Engl. 2022 Feb 16.  >>PubMed-Link<< 
Mohammad Akbarzadeh, Jana Flegel, Sumersing Patil, Erchang Shang, Rishikesh Narayan, Marcel Buchholzer, 
Neda S Kazemein Jasemi, Michael Grigalunas, Adrian Krzyzanowski, Daniel Abegg, Anton Shuster, Marco 
Potowski, Hacer Karatas, George Karageorgis, Niloufar Mosaddeghzadeh, Mia-Lisa Zischinsky, Christian Merten, 
Christopher Golz, Lucas Brieger, Carsten Strohmann, Andrey P Antonchick, Petra Janning, Alexander Adibekian, 
Roger S Goody, Mohammad Reza Ahmadian, Slava Ziegler, Herbert Waldmann 
 
10. FEBRUAR 2022 (MITONET) 
DNAJC30 defect: a frequent cause of recessive Leber hereditary optic neuropathy and Leigh syndrome 
Brain. 2022 Feb 10. >>PubMed-Link<< 
Sarah L Stenton, Marketa Tesarova, Natalia L Sheremet, Claudia Catarino, Valerio Carelli, Elżbieta Ciara, Kathryn 
Curry, Martin Engvall, Leah R Fleming, Peter Freisinger, Katarzyna Iwanicka-Pronicka, Elżbieta Jurkiewicz, 
Thomas Klopstock, Mary K Koenig, Hana Kolářová, Bohdan Kousal, Tatiana Krylova, Chiara La Morgia, Lenka 
Nosková, Dorota Piekutowska-Abramczuk, Sam N Russo, Viktor Stránecký, Iveta Tóthová, Frank Träisk, Holger 
Prokisch 
 
6. FEBRUAR 2022 (NEOCYST) 
The ciliary transition zone protein TMEM218 synergistically interacts with the NPHP module and its reduced 
dosage leads to a wide range of syndromic ciliopathies 
Hum Mol Genet. 2022 Feb 6. >>PubMed-Link<< 
Daniel Epting, Eva Decker, Elisabeth Ott, Tobias Eisenberger, Ingrid Bader, Nadine Bachmann, Carsten 
Bergmann 
 
3. FEBRUAR 2022 (STOP-FSGS) 
Complement activation induces excessive T cell cytotoxicity in severe COVID-19 
Cell. 2022 Feb 3. >>PubMed-Link<< 
Philipp Georg, Rosario Astaburuaga-García, Lorenzo Bonaguro, Sophia Brumhard, Laura Michalick, Lena J 
Lippert, Tomislav Kostevc, Christiane Gäbel, Maria Schneider, Mathias Streitz, Vadim Demichev, Ioanna 
Gemünd, Matthias Barone, Pinkus Tober-Lau, Elisa T Helbig, David Hillus, Lev Petrov, Julia Stein, Hannah-Philine 
Dey, Daniela Paclik, Christina Iwert, Michael Mülleder, Simran Kaur Aulakh, Sonja Djudjaj, Roman D Bülow, 
Henrik E Mei, Axel R Schulz, Andreas Thiel, Stefan Hippenstiel, Antoine-Emmanuel Saliba, Roland Eils, Irina 
Lehmann, Marcus A Mall, Sebastian Stricker, Jobst Röhmel, Victor M Corman, Dieter Beule, Emanuel Wyler, 
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Markus Landthaler, Benedikt Obermayer, Saskia von Stillfried, Peter Boor, Münevver Demir, Hans Wesselmann, 
Norbert Suttorp, Alexander Uhrig, Holger Müller-Redetzky, Jacob Nattermann, Wolfgang M Kuebler, Christian 
Meisel, Markus Ralser, Joachim L Schultze, Anna C Aschenbrenner, Charlotte Thibeault, Florian Kurth, Leif E 
Sander, Nils Blüthgen, Birgit Sawitzki, PA-COVID-19 Study Group 
 
2. FEBRUAR 2022 (NEOCYST) 
Interstitial Nephritis: A Change in Diagnosis With Next-Generation Sequencing 
Kidney Int Rep. 2022 Feb 2. >>PubMed-Link<< 
Mira Choi, Anne Rübsam, Marten Schulz, Eva Decker, Anja Friedrich, Eva Schrezenmeier, Fabian Halleck, Kai-
Uwe Eckardt, Carsten Bergmann 
 
1. FEBRUAR 2022 (ADDRESS) 
A Summary of the Inaugural WHO Classification of Pediatric Tumors: Transitioning from the Optical into the 
Molecular Era 
Cancer Discov. 2022 Feb. >>PubMed-Link<< 
Stefan M Pfister, Miguel Reyes-Múgica, John K C Chan, Henrik Hasle, Alexander J Lazar, Sabrina Rossi, Andrea 
Ferrari, Jason A Jarzembowski, Kathy Pritchard-Jones, D Ashley Hill, Thomas S Jacques, Pieter Wesseling, 
Dolores H López Terrada, Andreas von Deimling, Christian P Kratz, Ian A Cree, Rita Alaggio 
 
1. FEBRUAR 2022 (CONNECT-GENERATE) 
Treating sarcoidosis-associated progressive multifocal leukoencephalopathy with infliximab 
Brain Commun. 2022 Feb. >>PubMed-Link<< 
Sina C Rosenkranz, Vivien Häußler, Manuela Kolster, Anne Willing, Jakob Matschke, Christoph Röcken, Klarissa 
Stürner, Frank Leypoldt, Eva Tolosa, Manuel A Friese 
 
1. FEBRUAR 2022 (CONNECT-GENERATE) 
State-dependent signatures of anti- N-methyl-d-aspartate receptor encephalitis 
Brain Commun. 2022 Feb 1. >>PubMed-Link<< 
Nina von Schwanenflug, Stephan Krohn, Josephine Heine, Friedemann Paul, Harald Prüss, Carsten Finke 
 
1. FEBRUAR 2022 (TREAT-ION) 
Genetic testing before epilepsy surgery-An exploratory survey and case collection from German epilepsy 
centers 
Seizure-European Journal of Epilepsy. 2022 Feb. Epub 2021 Dec 17. >>PubMed-Link<< 
Christian Malte Boßelmann, Victoria San Antonio-Arce, Andreas Schulze-Bonhage, Susanne Fauser, Pia Zacher, 
Thomas Mayer, Javier Aparicio, Kristina Albers, Thomas Cloppenborg, Wolfram Kunz, Rainer Surges, Steffen 
Syrbe, Yvonne Weber, Stefan Wolking 
 
28. JANUAR 2022 (GAIN) 
Dysregulated PI3K Signaling in B Cells of CVID Patients 
Cells. 2022 Jan 28. >>PubMed-Link<< 
Ina Harder, Matthias Münchhalfen, Geoffroy Andrieux, Melanie Boerries, Bodo Grimbacher, Hermann Eibel, 
Maria Elena Maccari, Stephan Ehl, Jürgen Wienands, Julia Jellusova, Klaus Warnatz, Baerbel Keller 
 
26. JANUAR 2022 (TREAT-ION) 
Pyridoxine or pyridoxal-5-phosphate treatment for seizures in glycosylphosphatidylinositol deficiency: A 
cohort study 
Dev Med Child Neurol. 2022 Jan 26. >>PubMed-Link<< 
Allan Bayat, Angel Aledo-Serrano, Antonio Gil-Nagel, Christian M Korff, Ashley Thomas, Christian Boßelmann, 
Yvonne Weber, Elena Gardella, Allan M Lund, Monique G M de Sain-van der Velden, Rikke S Møller 
 
25. JANUAR 2022 (NEOCYST) 
Genetic testing in the diagnosis of chronic kidney disease: recommendations for clinical practice 
Nephrol Dial Transplant. 2022 Jan 25. >>PubMed-Link<< 
Nine Knoers, Corinne Antignac, Carsten Bergmann, Karin Dahan, Sabrina Giglio, Laurence Heidet, Beata S 
Lipska-Ziętkiewicz, Marina Noris, Giuseppe Remuzzi, Rosa Vargas-Poussou, Franz Schaefer 
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24. JANUAR 2022 (TREATHSP.NET) 
Real-Life Turning Movements Capture Subtle Longitudinal and Preataxic Changes in Cerebellar Ataxia 
Mov Disord. 2022 Jan 24. >>PubMed-Link<< 
Annika Thierfelder, Jens Seemann, Natalie John, Florian Harmuth, Martin Giese, Rebecca Schüle, Ludger 
Schöls, Dagmar Timmann, Matthis Synofzik, Winfried Ilg 
  
24. JANUAR 2022 (GAIN) 
Treatment of STAT3-deficient hyper-immunoglobulin E syndrome with monoclonal antibodies targeting 
allergic inflammation 
J Allergy Clin Immunol Pract. 2022 Jan 24. >>PubMed-Link<< 
Alyssa E James, Laura West, Katheryn Schloss, Pavan Nataraj, Amanda Urban, Aleksandra Hirsch, Máté Krausz, 
Shashi Kumar, Jason Raasch, Kimberly Risma, Joseph A Church, Bodo Grimbacher, Jenna R E Bergerson, Hey 
Chong, Alexandra F Freeman 
 
20. JANUAR 2022 (MITONET) 
Variants in Mitochondrial ATP Synthase Cause Variable Neurologic Phenotypes 
Annals of Neurology. 2022 Feb. Epub 2022 Jan 20. >>PubMed-Link<< 
Michael Zech, Robert Kopajtich, Katja Steinbrücker, Céline Bris, Naig Gueguen, René G Feichtinger, Melanie T 
Achleitner, Neslihan Duzkale, Maximilien Périvier, Johannes Koch, Harald Engelhardt, Peter Freisinger, Matias 
Wagner, Theresa Brunet, Riccardo Berutti, Dmitrii Smirnov, Tharsini Navaratnarajah, Richard J T Rodenburg, 
Lynn S Pais, Christina Austin-Tse, Melanie O’Leary, Sylvia Boesch, Robert Jech, Somayeh Bakhtiari, Sheng Chih 
Jin, Friederike Wilbert, Michael C Kruer, Saskia B Wortmann, Matthias Eckenweiler, Johannes A Mayr, Felix 
Distelmaier, Robert Steinfeld, Juliane Winkelman, Holger Prokisch 
 
19. JANUAR 2022 (CONNECT-GENERATE) 
Clinical manifestations and immunomodulatory treatment experiences in psychiatric patients with suspected 
autoimmune encephalitis: a case series of 91 patients from Germany 
Molecular psychiatry. 2022 Jan 19. >>PubMed-Link<< 
Dominique Endres, Eva Lüngen, Alkomiet Hasan, Michael Kluge, Sabrina Fröhlich, Jan Lewerenz, Tom Bschor, 
Ida Sibylle Haußleiter, Georg Juckel, Florian Then Bergh, Barbara Ettrich, Lisa Kertzscher, Tatiana Oviedo-
Salcedo, Robert Handreka, Martin Lauer, Klaas Winter, Norbert Zumdick, Anna Drews, Jost Obrocki, Yavor 
Yalachkov, Anna Bubl, Felix von Podewils, Udo Schneider, Kristina Szabo, Margarete Mattern, Alexandra 
Philipsen, Katharina Domschke, Klaus-Peter Wandinger, Alexandra Neyazi, Oliver Stich, Harald Prüss, Frank 
Leypoldt, Ludger Tebartz van Elst 
 
13. JANUAR 2022 (MYPRED) 
Validation and clinical application of transactivation assays for RUNX1 variant classification 
Blood Adv. 2022 Jan 13. >>PubMed-Link<< 
Melanie Decker, Anupriya Agarwal, Andreas Benneche, Jane E Churpek, Nicolas Duployez, Adam DuVall, 
Martijn P T Ernst, Alisa Förster, Hildegunn Høberg Vetti, Michelle Nash, Marc H G P Raaijmakers, Tor Henrik 
Anderson Tvedt, Adrianna Vlachos, Brigitte Schlegelberger, Thomas Illig, Tim Ripperger 
 
11. JANUAR 2022 (GAIN) 
Predictive Factors for and Complications of Bronchiectasis in Common Variable Immunodeficiency Disorders 
J Clin Immunol. 2022 Jan 11. >>PubMed-Link<< 
Johannes M Sperlich, Bodo Grimbacher, Veronika Soetedjo, Sarita Workman, Siobhan O Burns, David M Lowe, 
John R Hurst 
 
6. JANUAR 2022 (MITONET) 
Clinico-radiological features, molecular spectrum, and identification of prognostic factors in developmental 
and epileptic encephalopathy due to inosine triphosphate pyrophosphatase (ITPase) deficiency 
Human Mutation. 2022 Jan 6. >>PubMed-Link<< 
Marcello Scala, Saskia B Wortmann, Namik Kaya, Menno D Stellingwerff, Angela Pistorio, Emma Glamuzina, 
Clara D van Karnebeek, Cristina Skrypnyk, Katarzyna Iwanicka-Pronicka, Dorota Piekutowska-Abramczuk, 
Elżbieta Ciara, Frederic Tort, Beth Sheidley, Annapurna Poduri, Parul Jayakar, Anuj Jayakar, Jariya Upadia, 
Nicolette Walano, Tobias B Haack, Holger Prokisch, Hesham Aldhalaan, Ehsan G Karimiani, Yilmaz Yildiz, Ahmet 
C Ceylan, Teresa Santiago-Sim, Amy Dameron, Hui Yang, Mehran B Toosi, Farah Ashrafzadeh, Javad Akhondian, 
Shima Imannezhad, Hanieh S Mirzadeh, Shazia Maqbool, Aisha Farid, Mohamed A Al-Muhaizea, Meznah O 
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Alshwameen, Lama Aldowsari, Maysoon Alsagob, Ashwaq Alyousef, Rawan AlMass, Aljouhra AlHargan, Ali H 
Alwadei, Maha M AlRasheed, Dilek Colak, Hanan Alqudairy, Sameena Khan, Matthew A Lines, M Ángeles García 
Cazorla, Antonia Ribes, Eva Morava, Farah Bibi, Shahzad Haider, Matteo P Ferla, Jenny C Taylor, Hessa S Alsaif, 
Abdulwahab Firdous, Mais Hashem, Chingiz Shashkin, Kairgali Koneev, Rauan Kaiyrzhanov, Stephanie 
Efthymiou, Queen Square Genomics, Thomas Schmitt-Mechelke, Andreas Ziegler, Mahmoud Y Issa, Hasnaa M 
Elbendary, Pasquale Striano, Fowzan S Alkuraya, Maha S Zaki, Joseph G Gleeson, Tahsin Stefan Barakat, Jorgen 
Bierau, Marjo S van der Knaap, Reza Maroofian, Henry Houlden 
 
6. JANUAR 2022 (TREAT-ION) 
Cellular Physiology and Pathophysiology of EAAT Anion Channels 
Front Cell Nerurosci. 2022 Jan 6. >>PubMed-Link<< 
Peter Kovermann, Miriam Engels, Frank Müller, Christoph Fahlke  
 
1. JANUAR 2022 (GAIN) 
Resolving the polygenic aetiology of a late onset combined immune deficiency caused by NFKB1 
haploinsufficiency and modified by PIK3R1 and TNFRSF13B variants 
Clin Immunol. 2022 Jan. >>PubMed-Link<< 
Chantal E Hargreaves, Fatima Dhalla, Arzoo M Patel, Andrés Caballero Garcia de Oteyza, Elizabeth Bateman, 
Joanne Miller, Consuelo Anzilotti, Lisa Ayers, Bodo Grimbacher, Smita Y Patel 
 
1. JANUAR 2022 (ADDRESS) 
Primary mismatch repair deficient IDH-mutant astrocytoma (PMMRDIA) is a distinct type with a poor 
prognosis 
Acta Neuropathol. 2021 Jan. >>PubMed-Link<< 
Abigail K Suwala, Damian Stichel, Daniel Schrimpf, Matthias Kloor, Annika K Wefers, Annekathrin Reinhardt, 
Sybren L N Maas, Christian P Kratz, Leonille Schweizer, Martin Hasselblatt, Matija Snuderl, Malak Sameer J 
Abedalthagafi, Zied Abdullaev, Camelia M Monoranu, Markus Bergmann, Arnulf Pekrun, Christian Freyschlag, 
Eleonora Aronica, Christof M Kramm, Felix Hinz, Philipp Sievers, Andrey Korshunov, Marcel Kool, Stefan M 
Pfister, Dominik Sturm, David T W Jones, Wolfgang Wick, Andreas Unterberg, Christian Hartmann, Andrew 
Dodgshun, Uri Tabori, Pieter Wesseling, Felix Sahm, Andreas von Deimling, David E Reuss 
 
1. JANUAR 2022 (HICHOL) 
KIF12 Variants and Disturbed Hepatocyte Polarity in Children with a Phenotypic Spectrum of Cholestatic Liver 
Disease 
J Pediatr. 2022 Jan. Epub 2021 Sep 21. >>PubMed-Link<< 
Amelie Stalke, Malte Sgodda, Tobias Cantz, Britta Skawran, Elke Lainka, Björn Hartleben, Ulrich Baumann, Eva-
Doreen Pfister 
 
1. JANUAR 2022 (MITONET) 
Mitochondrial Retinopathy 
Ophthalmol Retina. 2022 Jan. Epub 2021 Jul 10. >>PubMed-Link<< 
Johannes Birtel, Christina von Landenberg, Martin Gliem, Carla Gliem, Jens Reimann, Wolfram S Kunz, Philipp 
Herrmann, Christian Betz, Richard Caswell, Victoria Nesbitt, Cornelia Kornblum, Peter Charbel Issa 
 
1. JANUAR 2022 (STOP-FSGS) 
Super-Resolution Imaging of the Filtration Barrier Suggests a Role for Podocin R229Q in Genetic 
Predisposition to Glomerular Disease 
J Am Soc Nephrol. 2022 Jan.   >>PubMed-Link<< 
Linus Butt, David Unnersjö-Jess, Martin Höhne, Robert Hahnfeldt, Dervla Reilly, Markus M Rinschen, Ingo 
Plagmann, Paul Diefenhardt, Sebastian Brähler, Paul T Brinkkötter, Hjalmar Brismar, Hans Blom, Bernhard 
Schermer, Thomas Benzing 
 
1. JANUAR 2022 (GENERARE) 
Management of cardiac aspects in children with Noonan syndrome-results from a European clinical practice 
survey among paediatric cardiologists 
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