
 

- 1 - 

Veröffentlichungen der BMBF-geförderten Forschungsverbünde für seltene 
Erkrankungen, 2020 
 
31. Dezember 2020 (CONNECT-GENERATE)  
Autoimmune encephalitis: novel therapeutic targets at the preclinical level  
Expert Opin Ther Targets. 2020 Dec 31;1-11 [Epub ahead of print]  >>PubMed-Link<< 
Josefine Sell, Holger Haselmann, Stefan Hallermann, Michael Hust, Christian Geis 
 
21. Dezember 2020 (MitoNet)  
Expanding the clinical and genetic spectrum of FDXR deficiency by functional validation of variants of uncertain 
significance  
Hum Mutat. 2020 Dec 21. [Epub ahead of print] >>PubMed-Link<< 
Sarah L Stenton, Dorota Piekutowska-Abramczuk, Lea Kulterer, Robert Kopajtich, Kristl G Claeys, Elżbieta Ciara, 
Johannes Eisen, Rafał Płoski, Ewa Pronicka, Katarzyna Malczyk, Matias Wagner, Saskia B Wortmann, Holger Prokisch 
 
18. Dezember 2020 (GeNeRARe)  
Abnormalities of synaptic mitochondria in autism spectrum disorder and related neurodevelopmental 
disorders  
J Mol Med. 2020 Dec 18. [Epub ahead of print] >>PubMed-Link<< 
Liliana Rojas-Charry, Leonardo Nardi, Axel Methner, Michael J. Schmeisser 
 
15. Dezember 2020 (CONNECT-GENERATE)  
Low-Avidity CD4 + T Cell Responses to SARS-CoV-2 in Unexposed Individuals and Humans with Severe COVID-19 
Immunity. 2020 Dec 15 >>PubMed-Link<< 
Petra Bacher, Elisa Rosati, Daniela Esser, Gabriela Rios Martini, Carina Saggau, Esther Schiminsky, Justina 
Dargvainiene, Ina Schröder, Imke Wieters, Yascha Khodamoradi, Fabian Eberhardt, Maria J G T Vehreschild, 
Holger Neb, Michael Sonntagbauer, Claudio Conrad, Florian Tran, Philip Rosenstiel, Robert Markewitz, Klaus-
Peter Wandinger, Max Augustin, Jan Rybniker, Matthias Kochanek, Frank Leypoldt, Oliver A Cornely, Philipp 
Koehler, Andre Franke, Alexander Scheffold 
 
9. Dezember 2020 (MitoNet)  
Bilateral visual improvement with unilateral gene therapy injection for Leber hereditary optic neuropathy  
Sci Transl Med. 2020 Dec 9. [Epub ahead of print]  >>PubMed-Link<< 
Patrick Yu-Wai-Man, Nancy J Newman, Valerio Carelli, Mark L Moster, Valerie Biousse, Alfredo A Sadun, 
Thomas Klopstock, Catherine Vignal-Clermont, Robert C Sergott, Günther Rudolph, Chiara La Morgia, Rustum 
Karanjia, Magali Taiel, Laure Blouin, Pierre Burguière, Gerard Smits, Caroline Chevalier, Harvey Masonson, 
Yordak Salermo, Barrett Katz, Serge Picaud, David J Calkins, José-Alain Sahel 
 
7. Dezember 2020 (GeNeRARe)  
Aplasia cutis congenita in a CDC42-related developmental phenotype  
Am J Med Genet A. 2020 Dec 7. [Epub ahead of print]  >>PubMed-Link<< 
Franziska Schnabel, Susanne B Kamphausen, Rudolf Funke, Silke Kaulfuß, Bernd Wollnik, Martin Zenker 
 
4. Dezember 2020 (STOP-FSGS)  
Dynamics of salivary markers of kidney functions in acute and chronic kidney diseases  
Sci Rep. 2020 Dec 4.[Epub ahead of print]  >>PubMed-Link<< 
Alexandra Gaál Kovalčíková, Kristína Pavlov, Róbert Lipták, Marianna Hladová, Emese Renczés, Peter Boor, 
Ľudmila Podracká, Katarína Šebeková, Július Hodosy, Ľubomíra Tóthová, Peter Celec 
 
3. Dezember 2020 (GAIN)  
Extended clinical and immunological phenotype and transplant outcome in CD27 and CD70 deficiency  
Blood. 2020 Dec 3 >>PubMed-Link<< 
Sujal Ghosh, Sevgi Köstel Bal, Emily S J Edwards, Bethany Pillay, Raúl Jiménez Heredia, Funda Erol Cipe , Geetha 
Rao , Elisabeth Salzer, Samaneh Zoghi, Hassan Abolhassani, Tooba Momen, Emma Gostick, David A Price, Yu 
Zhang, Andrew J Oler, Claudia Gonzaga-Jauregui, Baran Erman, Ayse Metin, Inci Ilhan, Sule Haskologlu, Candan 
Islamoglu, Kubra Baskin, Serdar Ceylaner, Ebru Yilmaz, Ekrem Unal, Musa Karakukcu, Dagmar Berghuis, Theresa 
Cole, Aditya K Gupta, Fabian Hauck, Hubert Kogler, Andy I M Hoepelman, Safa Baris, Elif Karakoc-Aydiner, 
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Ahmet Ozen, Leo Kager, Dirk Holzinger, Michael Paulussen, Renate Krüger, Roland Meisel, Prasad T Oommen, 
Emma Morris, Benedicte Neven, Austen Worth, Joris van Montfrans, Pieter L A Fraaij, Sharon Choo, Figen Dogu, 
E Graham Davies, Siobhan Burns, Gregor Dückers, Ruy Perez Becker, Horst von Bernuth, Sylvain Latour, Maura 
Faraci, Marco Gattorno, Helen C Su, Qiang Pan-Hammarström, Lennart Hammarström, Michael J Lenardo, 
Cindy S Ma, Tim Niehues, Asghar Aghamohammadi, Nima Rezaei, Aydan Ikinciogullari, Stuart G Tangye, Arjan C 
Lankester, Kaan Boztug 
 
1. Dezember 2020 (TreatHSP.net)  
Generation of the CRISPR/Cas9-mediated KIF1C knock-out human iPSC line HIHRSi003-A-1  
Stem Cell Research. 2020 Dec. >>PubMed-Link<< 
Maike Nagela, Sandra Müßig Philip Höflinger, Ludger Schöls, Stefan Hauser, Rebecca Schüle 
 
1. Dezember 2020 (STOP-FSGS)  
A reciprocal regulation of spermidine and autophagy in podocytes maintains the filtration barrier  
Kidney Int. 2020 Dec. Epub 2020 Jun 27. >>PubMed-Link<< 
Wei Liang, Kosuke Yamahara, Camila Hernando-Erhard, Simon Lagies, Nicola Wanner, Huan Liang, Christoph 
Schell, Bernd Kammerer, Tobias B Huber, Tillmann Bork 
 
27. November 2020 (CONNECT-GENERATE)  
Transdiagnostic hippocampal damage patterns in neuroimmunological disorders  
Neuroimage Clin. 2020;28  Epub 2020 Nov 27. >>PubMed-Link<<Josephine Heine, Harald Prüß, Michael Scheel, 
Alexander U. Brandt, Stefan M.Gold, Thorsten Bartsch, Friedemann Paul, Carsten Finke 
 
26. November 2020 (MitoNet)  
The Dimensions of Primary Mitochondrial Disorders  
Front Cell Dev Biol. 2020 Nov 26. [Epub ahead of print]  >>PubMed-Link<< 
Lea D Schlieben, Holger Prokisch 
 
22. November 2020 (MitoNet)  
Recurrent acute liver failure in alanyl-tRNA synthetase-1 (AARS1) deficiency  
Mol Genet Metab Rep. 2020 Nov 22. >>PubMed-Link<< 
Lara M Marten, Florian Brinkert, Desirée E C Smith, Holger Prokisch, Maja Hempel, René Santer 
 
20. November 2020 (STOP-FSGS)  
Vascular neutrophilic inflammation and immunothrombosis distinguish severe COVID-19 from influenza 
pneumonia  
J Thromb Haemost. 2020 Nov 20 [Epub ahead of print] >>PubMed-Link<< 
Leo Nicolai, Alexander Leunig, Sophia Brambs, Rainer Kaiser, Markus Joppich, Marie-Louise Hoffknecht, 
Christoph Gold, Anouk Engel, Vivien Polewka, Maximilian Muenchhoff, Johannes C Hellmuth, Adrian Ruhle, 
Stephan Ledderose, Tobias Weinberger, Heiko Schulz, Clemens Scherer, Martina Rudelius, Michael Zoller, 
Oliver T Keppler, Bernhard Zwißler, Michael von Bergwelt-Baildon, Stefan Kääb, Ralf Zimmer, Roman D Bülow, 
Saskia von Stillfried, Peter Boor, Steffen Massberg, Kami Pekayvaz, Konstantin Stark 
 
13. November 2020 (STOP-FSGS)  
Adriamycin does not damage podocytes of zebrafish larvae  
PLoS One. 2020 Nov 13. [Epub ahead of print]  >>PubMed-Link<< 
Maximilian Schindler, Antje Blumenthal, Marcus Johannes Moeller, Karlhans Endlich, Nicole Endlich 
 
12. November 2020 (CONNECT-GENERATE)  
A Therapeutic Non-self-reactive SARS-CoV-2 Antibody Protects from Lung Pathology in a COVID-19 Hamster 
Model  
Cell. 2020 Nov 12. [Epub ahead of print]  >>PubMed-Link<< 
Jakob Kreye, S Momsen Reincke, Hans-Christian Kornau, Elisa Sánchez-Sendin, Victor Max Corman, Hejun Liu, 
Meng Yuan, Nicholas C Wu, Xueyong Zhu, Chang-Chun D Lee, Jakob Trimpert, Markus Höltje, Kristina Dietert, 
Laura Stöffler, Niels von Wardenburg, Scott van Hoof, Marie A Homeyer, Julius Hoffmann, Azza Abdelgawad, 
Achim D Gruber, Luca D Bertzbach, Daria Vladimirova, Lucie Y Li, Paula Charlotte Barthel, Karl Skriner, Andreas 
C Hocke, Stefan Hippenstiel, Martin Witzenrath, Norbert Suttorp, Florian Kurth, Christiana Franke, Matthias 
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Endres, Dietmar Schmitz, Lara Maria Jeworowski, Anja Richter, Marie Luisa Schmidt, Tatjana Schwarz, Marcel 
Alexander Müller, Christian Drosten, Daniel Wendisch, Leif E Sander, Nikolaus Osterrieder, Ian A Wilson, Harald 
Prüss 
 
12. November 2020 (NEOCYST)  
Occurrence of Portal Hypertension and Its Clinical Course in Patients With Molecularly Confirmed Autosomal 
Recessive Polycystic Kidney Disease (ARPKD)  
Front Pediatr. 2020 Nov 12. [Epub ahead of print]  >>PubMed-Link<< 
Dorota Wicher, Ryszard Grenda, Mikołaj Teisseyre, Marek Szymczak, Paulina Halat-Wolska, Dorota Jurkiewicz, 
Max Christoph Liebau, Elżbieta Ciara, Małgorzata Rydzanicz, Joanna Kosińska, Krystyna Chrzanowska, Irena 
Jankowska 
 
11. November 2020 (TreatHSP.net)  
Intracellular A53T Mutant α-Synuclein Impairs Adult Hippocampal Newborn Neuron Integration  
Front Cell Dev Biol. 2020 Nov 11. [Epub ahead of print]  >>PubMed-Link<< 
Martin Regensburger, Judith Stemick, Eliezer Masliah, Zacharias Kohl, Beate Winner 
 
1. November 2020 (MitoNet)  
Paroxysmal and non-paroxysmal dystonia in 3 patients with biallelic ECHS1 variants: Expanding the 
neurological spectrum and therapeutic approaches  
Eur J Med Genet. 2020 Nov. [Epub ahead of print]  >>PubMed-Link<< 
Sabine Illsinger, G Christoph Korenke, Sylvia Boesch, Michael Nocker, Daniela Karall, Jean M Nuoffer, Lucia 
Laugwitz, Johannes A Mayr, Sabine Scholl-Bürgi, Peter Freisinger, Tobias Kowald, Stefan Kölker, Holger 
Prokisch, Tobias B Haack 
 
1. November 2020 (NEOCYST)  
Loss of CBY1 results in a ciliopathy characterized by features of Joubert syndrome  
Hum Mutat. 2020 Nov 1. [Epub ahead of print]  >>PubMed-Link<< 
Daniel Epting, Lokuliyange D S Senaratne, Elisabeth Ott, Asbjørn Holmgren, Dulika Sumathipala, Selma M 
Larsen, Julia Wallmeier, Diana Bracht, Kari-Anne M Frikstad, Suzanne Crowley, Alma Sikiric, Tuva Barøy, Barbara 
Käsmann-Kellner, Eva Decker, Christian Decker, Nadine Bachmann, Sebastian Patzke, Ian G Phelps, Nicholas 
Katsanis, Rachel Giles, Miriam Schmidts, Manuela Zucknick, Soeren S Lienkamp, Heymut Omran, Erica E Davis, 
Dan Doherty, Petter Strømme, Eirik Frengen, Carsten Bergmann, Doriana Misceo 
 
1. November 2020 (TreatHSP.net)  
Clinical Relevance of Standardized Mobile Gait Tests. Reliability Analysis Between Gait Recordings at Hospital 
and Home in Parkinson’s Disease: A Pilot Study  
J Parkinsons Dis. 2020. [Epub ahead of print]  >>PubMed-Link<< 
Heiko Gaßner, Philipp Sanders, Alisa Dietrich, Franz Marxreiter, Bjoern M Eskofier, Jürgen Winkler, Jochen 
Klucken 
 
28. Oktober 2020 (NEOCYST)  
The carboxy-terminus of the human ARPKD protein fibrocystin can control STAT3 signalling by regulating 
SRC-activation  
J Cell Mol Med. 2020 Oct 28. [Epub ahead of print]  >>PubMed-Link<< 
Claudia Dafinger, Amrei M Mandel, Alina Braun, Heike Göbel, Kathrin Burgmaier, Laura Massella, Antonio 
Mastrangelo, Jörg Dötsch, Thomas Benzing, Thomas Weimbs, Bernhard Schermer, Max C Liebau 
 
23. Oktober 2020 (MyPred)  
DNA Repair Syndromes and Cancer: Insights Into Genetics and Phenotype Patterns  
Front Pediatr. 2020 Oct 23.   >>PubMed-Link<< 
Richa Sharma, Sara Lewis, Marcin W Wlodarski 
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21. Oktober 2020 (GAIN)  
Early-onset autoimmunity associated with SOCS1 haploinsufficiency  
Nat Commun. 2020 Oct 21 >>PubMed-Link<< 
Jérôme Hadjadj, Carla Noemi Castro, Maud Tusseau, Marie-Claude Stolzenberg, Fabienne Mazerolles, Nathalie 
Aladjidi, Martin Armstrong, Houman Ashrafian, Ioana Cutcutache, Georg Ebetsberger-Dachs, Katherine S Elliott, 
Isabelle Durieu, Nicole Fabien, Mathieu Fusaro, Maximilian Heeg, Yohan Schmitt, Marc Bras, Julian C Knight, 
Jean-Christophe Lega, Gaetan Lesca , Anne-Laure Mathieu, Marion Moreews, Baptiste Moreira, Audrey 
Nosbaum, Matthew Page, Cécile Picard, T Ronan Leahy, Isabelle Rouvet, Ethel Ryan, Damien Sanlaville, Klaus 
Schwarz, Andrew Skelton, Jean-Francois Viallard, Sebastien Viel, Marine Villard, Isabelle Callebaut, Capucine 
Picard, Thierry Walzer, Stephan Ehl, Alain Fischer, Bénédicte Neven, Alexandre Belot, Frédéric Rieux-Laucat 
 
20. Oktober 2020 (GeNeRARe)  
The clinical significance ofA2ML1variants in Noonan syndrome has to be reconsidered  
Eur J Hum Genet. 2020 Oct 20. [Epub ahead of print]  >>PubMed-Link<< 
Julia Brinkmann, Christina Lissewski, Valentina Pinna, Yoann Vial, Francesca Pantaleoni, Francesca Lepri, Paola 
Daniele, Birute Burnyte, Goran Cuturilo, Christine Fauth, Alper Gezdirici, Dieter Kotzot, Elif Yılmaz Güleç, Violeta 
Iotova, Denny Schanze, Francis Ramond, Markéta Havlovicová, Gulen Eda Utine, Pelin Ozlem Simsek-Kiper, 
Milena Stoyanova, Alain Verloes, Alessandro De Luca, Marco Tartaglia, Hélène Cavé, Martin Zenker 
 
18. Oktober 2020 (STOP-FSGS)  
Prolonged podocyte depletion in larval zebrafish resembles mammalian focal and segmental 
glomerulosclerosis  
FASEB J. 2020 Oct 18. [Epub ahead of print]  >>PubMed-Link<< 
Kerrin Ursula Ingeborg Hansen, Florian Siegerist, Sophie Daniel, Maximilian Schindler, Anna Iervolino, Antje 
Blumenthal, Christoph Daniel, Kerstin Amann, Weibin Zhou, Karlhans Endlich, Nicole Endlich 
 
13. Oktober 2020 (MitoNet)  
Biotinidase deficiency: A treatable cause of hereditary spastic paraparesis  
Neurol Genet. 2020 Oct 13. eCollection 2020 Dec. >>PubMed-Link<< 
Florentine Radelfahr, Korbinian M Riedhammer, Leonie F Keidel, Gwendolyn Gramer, Thomas Meitinger, 
Thomas Klopstock, Matias Wagner 
 
12. Oktober 2020 (Treat-ION, TreatHSP.net)  
CHIP mutations affect the heat shock response differently in human fibroblasts and iPSC-derived neurons  
Dis Model Mech. 2020 Oct 12.   >>PubMed-Link<< 
S Schuster, E Heuten, A Velic, J Admard, M Synofzik, S Ossowski, B Macek, S Hauser, L Schöls 
 
12. Oktober 2020 (GAIN)  
High frequency of variants in genes associated with primary immunodeficiencies in patients with rheumatic 
diseases with secondary hypogammaglobulinaemia  
Ann Rheum Dis. 2020 Oct 12. [Epub ahead of print]  >>PubMed-Link<< 
Georgios Sogkas, Natalia Dubrowinskaja, Ignatius Ryan Adriawan, Manfred Anim, Torsten Witte, Reinhold E 
Schmidt, Faranaz Atschekzei 
 
3. Oktober 2020 (GAIN)  
Matched Family Donor Lymphocyte Infusions as First Cellular Therapy for Patients with Severe Primary T Cell 
Deficiencies  
Biol Blood Marrow Transplant. 2020 Oct 3 [Epub ahead of print] >>PubMed-Link<< 
Manfred Hoenig, Joachim Roesler, Markus G Seidel, Michael H Albert, Fabian Hauck, Britta Maecker-Kolhoff, 
Britta Eiz-Vesper, Katharina Kleinschmidt, Klaus-Michael Debatin, Eva-Maria Jacobsen, Ingrid Furlan, Meinolf 
Suttorp, Catharina Schuetz, Ansgar S Schulz 
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1. Oktober 2020 (STOP-FSGS)  
The proteomic landscape of small urinary extracellular vesicles during kidney transplantation  
J Extracell Vesicles. 2020 Oct.[Epub ahead of print]  >>PubMed-Link<< 
Fabian Braun, Markus Rinschen, Denise Buchner, Katrin Bohl, Ingo Plagmann, Daniel Bachurski, Martin Richard 
Späth, Philipp Antczak, Heike Göbel, Corinna Klein, Jan-Wilm Lackmann, Oliver Kretz, Victor G Puelles, Roger 
Wahba, Michael Hallek, Bernhard Schermer, Thomas Benzing, Tobias B Huber, Andreas Beyer, Dirk Stippel, 
Christine E Kurschat, Roman-Ulrich Müller 
 
1. Oktober 2020 (STOP-FSGS)  
Macrophage frequency in the bone marrow correlates with morphologic subtype of myeloproliferative 
neoplasm  
Ann Hematol. 2020 Oct 26. [Epub ahead of print]  >>PubMed-Link<< 
David C A Molitor, Peter Boor, Andreas Buness, Rebekka K Schneider, Lino L Teichmann, Ruth-Miriam Körber, 
Gabor L Horvath, Steffen Koschmieder, Ines Gütgemann 
 
1. Oktober 2020 (NEOCYST)  
Novel nephronophthisis-associated variants reveal functional importance of MAPKBP1 dimerization for 
centriolar recruitment  
Kidney Int. 2020 Oct. [Epub ahead of print]  >>PubMed-Link<< 
Ria Schönauer, Wenjun Jin, Anastasia Ertel, Melanie Nemitz-Kliemchen, Nydia Panitz, Elena Hantmann, Anna 
Seidel, Daniela A Braun, Shirlee Shril, Matthias Hansen, Khurrum Shahzad, Richard Sandford, Sophie Saunier, 
Alexandre Benmerah, Carsten Bergmann, Friedhelm Hildebrandt, Jan Halbritter 
 
1. Oktober 2020 (MitoNet)  
MIC26 and MIC27 cooperate to regulate cardiolipin levels and the landscape of OXPHOS complexes  
Life Sci Alliance. 2020 Oct 1. [Epub ahead of print]  >>PubMed-Link<< 
Ruchika Anand, Arun Kumar Kondadi, Jana Meisterknecht, Mathias Golombek, Oliver Nortmann, Julia Riedel, 
Leon Peifer-Weiß, Nahal Brocke-Ahmadinejad, David Schlütermann, Björn Stork, Thomas O Eichmann, Ilka 
Wittig, Andreas S Reichert 
 
29. September 2020 (NEOCYST)  
Severe neurological outcomes after very early bilateral nephrectomies in patients with autosomal recessive 
polycystic kidney disease (ARPKD)  
Sci Rep. 2020 Sep 29. [Epub ahead of print]  >>PubMed-Link<< 
Kathrin Burgmaier, Gema Ariceta, Martin Bald, Anja Katrin Buescher, Mathias Burgmaier, Florian Erger, 
Michaela Gessner, Ibrahim Gokce, Jens König, Claudia Kowalewska, Laura Massella, Antonio Mastrangelo, 
Djalila Mekahli, Lars Pape, Ludwig Patzer, Alexandra Potemkina, Gesa Schalk, Raphael Schild, Rukshana Shroff, 
Maria Szczepanska, Katarzyna Taranta-Janusz, Marcin Tkaczyk, Lutz Thorsten Weber, Elke Wühl, Donald Wurm, 
Simone Wygoda, Ilona Zagozdzon, Jörg Dötsch, Jun Oh, Franz Schaefer, Max Christoph Liebau 
 
24. September 2020 (MitoNet)  
Bi-allelic pathogenic variants in NDUFC2 cause early-onset Leigh syndrome and stalled biogenesis of complex I  
EMBO Mol Med. 2020 Sep 24. [Epub ahead of print]  >>PubMed-Link<< 
Ahmad Alahmad, Alessia Nasca, Juliana Heidler, Kyle Thompson, Monika Oláhová, Andrea Legati, Eleonora 
Lamantea, Jana Meisterknecht, Manuela Spagnolo, Langping He, Seham Alameer, Fahad Hakami, Abeer 
Almehdar, Anna Ardissone, Charlotte L Alston, Robert McFarland, Ilka Wittig, Daniele Ghezzi, Robert W Taylor 
 
11. September 2020 (NEOCYST)  
Systematic evaluation of olfaction in patients with hereditary cystic kidney diseases/renal ciliopathies  
J Med Genet. 2020 Sep 11. [Epub ahead of print]  >>PubMed-Link<< 
Mareike Dahmer-Heath, Valentin Schriever, Sabine Kollmann, Carolin Schleithoff, Andrea Titieni, Metin Cetiner, 
Ludwig Patzer, Burkhard Tönshoff, Matthias Hansen, Petra Pennekamp, Joachim Gerß, Martin Konrad, Jens 
König 
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3. September 2020 (CONNECT-GENERATE)  
Cerebrospinal fluid findings in patients with myelin oligodendrocyte glycoprotein (MOG) antibodies. Part 2: 
Results from 108 lumbar punctures in 80 pediatric patients  
J Neuroinflammation. 2020 Sep 3. [Epub ahead of print]  >>PubMed-Link<< 
Sven Jarius, Christian Lechner, Eva M Wendel, Matthias Baumann, Markus Breu, Mareike Schimmel, Michael 
Karenfort, Adela Della Marina, Andreas Merkenschlager, Charlotte Thiels, Astrid Blaschek, Michela Salandin, 
Steffen Leiz, Frank Leypoldt, Alexander Pschibul, Annette Hackenberg, Andreas Hahn, Steffen Syrbe, Jurgis 
Strautmanis, Martin Häusler, Peter Krieg, Astrid Eisenkölbl, Johannes Stoffels, Matthias Eckenweiler, Ilya 
Ayzenberg, Jürgen Haas, Romana Höftberger, Ingo Kleiter, Mirjam Korporal-Kuhnke, Marius Ringelstein, 
Klemens Ruprecht, Nadja Siebert, Kathrin Schanda, Orhan Aktas, Friedemann Paul, Markus Reindl, Brigitte 
Wildemann, Kevin Rostásy, in cooperation with the BIOMARKER study group and the Neuromyelitis optica 
Study Group (NEMOS) 
 
3. September 2020 (CONNECT-GENERATE)  
Cerebrospinal fluid findings in patients with myelin oligodendrocyte glycoprotein (MOG) antibodies. Part 1: 
Results from 163 lumbar punctures in 100 adult patients  
J Neuroinflammation. 2020 Sep 3. [Epub ahead of print]  >>PubMed-Link<< 
Sven Jarius, Hannah Pellkofer, Nadja Siebert, Mirjam Korporal-Kuhnke, Martin W Hümmert, Marius Ringelstein, 
Paulus S Rommer, Ilya Ayzenberg, Klemens Ruprecht, Luisa Klotz, Nasrin Asgari, Tobias Zrzavy , Romana 
Höftberger, Rafik Tobia, Mathias Buttmann, Kai Fechner, Kathrin Schanda, Martin Weber, Susanna Asseyer, 
Jürgen Haas, Christian Lechner, Ingo Kleiter, Orhan Aktas, Corinna Trebst, Kevin Rostasy, Markus Reindl, Tania 
Kümpfel, Friedemann Paul, Brigitte Wildemann,  
 
1. September 2020 (CONNECT-GENERATE)  
Cognitive impact of neuronal antibodies: encephalitis and beyond  
Transl Psychiatry. 2020 Sep 1. [Epub ahead of print]  >>PubMed-Link<< 
L L Gibson, A McKeever, E Coutinho, C Finke, T A Pollak 
 
1. September 2020 (GeNeRARe)  
Anti-tumor mechanisms of rigosertib in colorectal cancer  
Ann Oncol. 2020 Sep 01. [Epub ahead of print]  
S.M. Hassanian Mehr, F. Rahmani, M. Hashemzehi, A. Avan, F. Barneh, F. Asgharzadeh, R. Moradi-Marjaneh, A. 
Soleimani, M. Parizadeh, G.A. Ferns, M. Ghayour Mobarhan, M. Ryzhikov, A.R. Afshari, M.R. Ahmadian, E. 
Giovannetti, M. Jafari, A.R. Rezaei, M. Khazaei 
 
31. August 2020 (STOP-FSGS)  
Distinct Modes of Balancing Glomerular Cell Proteostasis in Mucolipidosis Type II and III Prevent Proteinuria  
J Am Soc Nephrol. 2020 Aug. [Epub ahead of print]  >>PubMed-Link<< 
Wiebke Sachs, Marlies Sachs, Elke Krüger, Stephanie Zielinski, Oliver Kretz, Tobias B Huber, Anke Baranowsky, 
Lena Marie Westermann, Renata Voltolini Velho, Nataniel Floriano Ludwig, Timur Alexander Yorgan, Giorgia Di 
Lorenzo, Katrin Kollmann, Thomas Braulke, Ida Vanessa Schwartz, Thorsten Schinke, Tatyana Danyukova, 
Sandra Pohl, Catherine Meyer-Schwesinger 
 
29. August 2020 (TreatHSP.net)  
Long-term course of anterior spinal cord herniation presenting with an upper motor neuron syndrome: case 
report illustrating diagnostic and therapeutic implications  
BMC Neurol. 2020 Aug 29.   >>PubMed-Link<< 
Martin Regensburger, Johannes C M Schlachetzki, Jörg Klekamp, Arnd Doerfler, Jürgen Winkler 
 
25. August 2020 (MitoNet)  
Mitochondrial Regulation of the 26S Proteasome  
Cell Rep. 2020 Aug 25. [Epub ahead of print]  >>PubMed-Link<< 
Thomas Meul, Korbinian Berschneider, Sabine Schmitt, Christoph H Mayr, Laura F Mattner, Herbert B Schiller, 
Ayse S Yazgili, Xinyuan Wang, Christina Lukas, Camille Schlesser, Cornelia Prehn, Jerzy Adamski, Elisabeth Graf, 
Thomas Schwarzmayr, Fabiana Perocchi, Alexandra Kukat, Aleksandra Trifunovic, Laura Kremer, Holger 
Prokisch, Bastian Popper, Christine von Toerne, Stefanie M Hauck, Hans Zischka, Silke Meiners 
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https://pubmed.ncbi.nlm.nih.gov/32641396/
https://pubmed.ncbi.nlm.nih.gov/32861240/
https://pubmed.ncbi.nlm.nih.gov/32846138/
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25. August 2020 (CONNECT-GENERATE)  
Gender issues of antibody-mediated diseases in neurology: (NMOSD/autoimmune encephalitis/MG)  
Ther Adv Neurol Disord. 2020 Aug 25.  >>PubMed-Link<< 
Ayse Altintas, Justina Dargvainiene, Christiane Schneider-Gold, Nasrin Asgari, Ilya Ayzenberg, Andrea I Ciplea, 
Ralf Junker, Frank Leypoldt, Klaus-Peter Wandinger, Kerstin Hellwig 
 
24. August 2020 (NEOCYST)  
Metabolic Changes in Polycystic Kidney Disease as a Potential Target for Systemic Treatment  
Int J Mol Sci. 2020 Aug 24. [Epub ahead of print]  >>PubMed-Link<< 
Sophie Haumann, Roman-Ulrich Müller, Max C Liebau 
 
21. August 2020 (STOP-FSGS)  
Orthotopic Kidney Auto-Transplantation in a Porcine Model Using 24 Hours Organ Preservation And 
Continuous Telemetry  
J Vis Exp. 2020 Aug 21. [Epub ahead of print]  >>PubMed-Link<< 
Wen-Jia Liu, Lisa Ernst, Benedict Doorschodt, Jan Bednarsch, Felix Becker, Richi Nakatake, Yuki Masano, Ulf 
Peter Neumann, Sven Arke Lang, Peter Boor, Isabella Lurje, Georg Lurje, René Tolba, Zoltan Czigany 
 
14. August 2020 (STOP-FSGS)  
SARS-CoV-2 renal tropism associates with acute kidney injury  
Lancet. 2020 Aug 14. [Epub ahead of print] >>PubMed-Link<< 
Fabian Braun, Marc Lütgehetmann, Susanne Pfefferle, Milagros N Wong, Alexander Carsten, Maja T 
Lindenmeyer, Dominik Nörz, Fabian Heinrich, Kira Meißner, Dominic Wichmann, Stefan Kluge, Oliver Gross, 
Klaus Pueschel, Ann S Schröder, Carolin Edler, Martin Aepfelbacher, Victor G Puelles, Tobias B Huber 
 
12. August 2020 (Treat-ION)  
Predicting functional effects of missense variants in voltage-gated sodium and calcium channels  
Sci Transl Med. 2020 Aug 12. [Epub ahead of print]  >>PubMed-Link<< 
Henrike O Heyne, David Baez-Nieto, Sumaiya Iqbal, Duncan S Palmer, Andreas Brunklaus, Patrick May, Epi25 
Collaborative; Katrine M Johannesen, Stephan Lauxmann, Johannes R Lemke, Rikke S Møller, Eduardo Pérez-
Palma, Ute I Scholl, Steffen Syrbe, Holger Lerche, Dennis Lal, Arthur J Campbell, Hao-Ran Wang, Jen Pan, Mark J 
Daly 
 
12. August 2020 (GeNeRARe)  
Variants of SOS2 are a rare cause of Noonan syndrome with particular predisposition for lymphatic 
complications  
Eur J Hum Genet. 2020 Aug 12. [Epub ahead of print]  >>PubMed-Link<< 
Christina Lissewski, Valérie Chune, Francesca Pantaleoni, Alessandro De Luca, Yline Capri, Julia Brinkmann, 
Francesca Lepri, Paola Daniele, Erika Leenders, Laura Mazzanti, Emanuela Scarano, Francesca Clementina 
Radio, Kerstin Kutsche, Alma Kuechler, Marion Gérard, Kara Ranguin, Marine Legendre, Yoann Vial, Ineke van 
der Burgt, Tuula Rinne, Elena Andreucci, Gioia Mastromoro, Maria Cristina Digilio, Hélène Cave, Marco 
Tartaglia, Martin Zenker 
 
6. August 2020 (mitoNET; TreatHSP.net)  
Bi-allelic HPDL Variants Cause a Neurodegenerative Disease Ranging from Neonatal Encephalopathy to 
Adolescent-Onset Spastic Paraplegia  
Am J Hum Genet. 2020 Aug 6. [Epub ahead of print]  >>PubMed-Link<< 
Ralf A Husain, Mona Grimmel, Matias Wagner, J Christopher Hennings, Christian Marx, René G Feichtinger, 
Abdelkrim Saadi, Kevin Rostásy, Florentine Radelfahr, Andrea Bevot, Marion Döbler-Neumann, Hans Hartmann, 
Laurence Colleaux, Isabell Cordts, Xenia Kobeleva, Hossein Darvish, Somayeh Bakhtiari, Michael C Kruer, 
Arnaud Besse, Andy Cheuk-Him Ng, Diana Chiang, Francois Bolduc, Abbas Tafakhori, Shrikant Mane, Saghar 
Ghasemi Firouzabadi, Antje K Huebner, Rebecca Buchert, Stefanie Beck-Woedl, Amelie J Müller, Lucia Laugwitz, 
Thomas Nägele, Zhao-Qi Wang, Tim M Strom, Marc Sturm, Thomas Meitinger, Thomas Klockgether, Olaf Riess, 
Thomas Klopstock, Ulrich Brandl, Christian A Hübner, Marcus Deschauer, Johannes A Mayr, Penelope E Bonnen, 
Ingeborg Krägeloh-Mann, Saskia B Wortmann, Tobias B Haack 
Details  
 

https://pubmed.ncbi.nlm.nih.gov/32922516/
https://pubmed.ncbi.nlm.nih.gov/32847032/
https://pubmed.ncbi.nlm.nih.gov/32894268/
https://pubmed.ncbi.nlm.nih.gov/32818439/
https://pubmed.ncbi.nlm.nih.gov/32801145/
https://pubmed.ncbi.nlm.nih.gov/32788663/
https://pubmed.ncbi.nlm.nih.gov/32707086/
https://www.research4rare.de/wp-content/uploads/2020/08/PoQ_III-2020-TreatHSPnet_mitoNET.pdf
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6. August 2020 (MitoNet)  
Bi-allelic HPDL Variants Cause a Neurodegenerative Disease Ranging from Neonatal Encephalopathy to 
Adolescent-Onset Spastic Paraplegia  
Am J Hum Genet. 2020 Aug 6. [Epub ahead of print]  >>PubMed-Link<< 
Ralf A Husain, Mona Grimmel, Matias Wagner, J Christopher Hennings, Christian Marx, René G Feichtinger, 
Abdelkrim Saadi, Kevin Rostásy, Florentine Radelfahr, Andrea Bevot, Marion Döbler-Neumann, Hans Hartmann, 
Laurence Colleaux, Isabell Cordts, Xenia Kobeleva, Hossein Darvish, Somayeh Bakhtiari, Michael C Kruer, 
Arnaud Besse, Andy Cheuk-Him Ng, Diana Chiang, Francois Bolduc, Abbas Tafakhori, Shrikant Mane, Saghar 
Ghasemi Firouzabadi, Antje K Huebner, Rebecca Buchert, Stefanie Beck-Woedl, Amelie J Müller, Lucia Laugwitz, 
Thomas Nägele, Zhao-Qi Wang, Tim M Strom, Marc Sturm, Thomas Meitinger, Thomas Klockgether, Olaf Riess, 
Thomas Klopstock, Ulrich Brandl, Christian A Hübner, Marcus Deschauer, Johannes A Mayr, Penelope E Bonnen, 
Ingeborg Krägeloh-Mann, Saskia B Wortmann, Tobias B Haack 
Details  
 
2. August 2020 (Treat-ION)  
Functional consequences of SLC1A3 mutations associated with episodic ataxia 6  
Hum Mutat. 2020 Aug 2. [Epub ahead of print]  >>PubMed-Link<< 
Aparna Sharma Chivukula, Mariia Suslova, Daniel Kortzak, Peter Kovermann, Christoph Fahlke 
 
1. August 2020 (NEOCYST)  
Matching clinical and genetic diagnoses in autosomal dominant polycystic kidney disease reveals novel 
phenocopies and potential candidate genes  
Genet Med. 2020 Aug. [Epub ahead of print]  >>PubMed-Link<< 
Ria Schönauer, Sebastian Baatz, Melanie Nemitz-Kliemchen, Valeska Frank, Friederike Petzold, Sebastian 
Sewerin, Bernt Popp, Johannes Münch, Steffen Neuber, Carsten Bergmann, Jan Halbritter 
 
1. August 2020 (GAIN)  
Clinical Phenotypes and Immunological Characteristics of 18 Egyptian LRBA Deficiency Patients  
J Clin Immunol. 2020 Aug. [Epub ahead of print]  >>PubMed-Link<< 
Safa Meshaal, Rabab El Hawary, Rana Adel, Dalia Abd Elaziz, Aya Erfan, Sohilla Lotfy, Mona Hafez, Mona 
Hassan, Matthew Johnson, Jessica Rojas-Restrepo, Laura Gamez-Diaz, Bodo Grimbacher, Walaa Shoman, 
Yasmine Abdelmeguid, Jeannette Boutros, Nermeen Galal, Nancy El-Guindy, Aisha Elmarsafy 
 
1. August 2020 (GAIN)  
Dynamics in protein translation sustaining T cell preparedness  
Nat Immunol. 2020 Aug. [Epub ahead of print]  >>PubMed-Link<< 
Tobias Wolf, Wenjie Jin, Giada Zoppi, Ian A Vogel, Murodzhon Akhmedov, Christopher K E Bleck, Tim 
Beltraminelli, Jan C Rieckmann, Neftali J Ramirez, Marco Benevento, Samuele Notarbartolo, Dirk Bumann, Felix 
Meissner, Bodo Grimbacher, Matthias Mann, Antonio Lanzavecchia, Federica Sallusto, Ivo Kwee, Roger Geiger 
 
31. Juli 2020 (GAIN)  
Altered Microbiota, Impaired Quality of Life, Malabsorption, Infection, and Inflammation in CVID Patients 
With Diarrhoea  
Front Immunol. 2020 Jul 31. [Epub ahead of print]  >>PubMed-Link<< 
Cornelia M van Schewick, Christina Nöltner, Svenja Abel, Siobhan O Burns, Sarita Workman, Andrew Symes, 
David Guzman, Michele Proietti, Alla Bulashevska, Fernando Moreira, Veronika Soetedjo, David M Lowe, Bodo 
Grimbacher 
 
29. Juli 2020 (MyPred)  
Germline predisposition in myeloid neoplasms: Unique genetic and clinical features of GATA2 deficiency and 
SAMD9/SAMD9L syndromes  
Best Pract Res Clin Haematol. 2020 Jul 29. [Epub ahead of print]  >>PubMed-Link<< 
Sushree S. Sahoo, Emilia J. Kozyra, Marcin W. Wlodarskia, 
 
 
 
 

https://pubmed.ncbi.nlm.nih.gov/32707086/
https://www.research4rare.de/wp-content/uploads/2020/08/PoQ_III-2020-TreatHSPnet_mitoNET-1.pdf
https://pubmed.ncbi.nlm.nih.gov/32741053/
https://pubmed.ncbi.nlm.nih.gov/32398770/
https://pubmed.ncbi.nlm.nih.gov/32506362/
https://pubmed.ncbi.nlm.nih.gov/32632289/
https://pubmed.ncbi.nlm.nih.gov/32849570/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC7388796/
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27. Juli 2020 (STOP-FSGS)  
Pan-cancer image-based detection of clinically actionable genetic alterations  
Nature Cancer. 2020 Jul 27.[Epub ahead of print]  >>Web-Link<< 
Jakob Nikolas Kather, Lara R. Heij, Heike I. Grabsch, Chiara Loeffler, Amelie Echle, Hannah Sophie Muti, 
Jeremias Krause, Jan M. Niehues, Kai A. J. Sommer, Peter Bankhead, Loes F. S. Kooreman, Jefree J. Schulte, 
Nicole A. Cipriani, Roman D. Buelow, Peter Boor, Nadina Ortiz-Brüchle, Andrew M. Hanby, Valerie Speirs, Sara 
Kochanny, Akash Patnaik, Andrew Srisuwananukorn, Hermann Brenner, Michael Hoffmeister, Piet A. van den 
Brandt, Dirk Jäger, Christian Trautwein, Alexander T. Pearson, Tom Luedde  
 
24. Juli 2020 (MitoNet)  
The Effect of Resveratrol on Mitochondrial Function in Myoblasts of Patients with the Common m.3243A>G 
Mutation  
Biomolecules. 2020 Jul 24. [Epub ahead of print]  >>PubMed-Link<< 
Leila Motlagh Scholle, Helena Schieffers, Samiya Al-Robaiy, Annemarie Thaele, Faramarz Dehghani, Diana 
Lehmann Urban, Stephan Zierz 
 
21. Juli 2020 (GeNeRARe)  
Activating MRAS mutations cause Noonan syndrome associated with hypertrophic cardiomyopathy  
Hum Mol Genet. 2020 Jul 21. [Epub ahead of print]  >>PubMed-Link<< 
Marialetizia Motta, Lena Sagi-Dain, Oliver H F Krumbach, Andreas Hahn, Amir Peleg, Alina German, Christina 
Lissewski, Simona Coppola, Francesca Pantaleoni, Luisa Kocherscheid, Franziska Altmüller, Denny Schanze, 
Thushiha Logeswaran, Soheyla Chahrokh-Zadeh, Anna Munzig, Saeideh Nakhaei-Rad, Hélène Cavé, Mohammad 
R Ahmadian, Marco Tartaglia, Martin Zenker 
 
16. Juli 2020 (GAIN)  
Bile acids regulate intestinal antigen presentation and reduce graft-versus-host disease without impairing 
the graft-versus-leukemia effect  
Haematologica. 2020 Jul 16. [Epub ahead of print]  >>PubMed-Link<< 
Eileen Haring, Franziska M Uhl, Geoffroy Andrieux, Michele Proietti, Alla Bulashevska, Barbara Sauer, Lukas M 
Braun, Enrique de Vega Gomez, Philipp R Esser, Stefan F Martin, Dietmar Pfeifer, Marie Follo, Annette Schmitt-
Graeff, Joerg Buescher, Justus Duyster, Bodo Grimbacher, Melanie Boerries, Erika L Pearce, Robert Zeiser, Petya 
Apostolova 
 
8. Juli 2020 (CONNECT-GENERATE)  
Generate-Boost: study protocol for a prospective, multicenter, randomized controlled, double-blinded phase 
II trial to evaluate efficacy and safety of bortezomib in patients with severe autoimmune encephalitis  
Trials. 2020 Jul 8.  >>PubMed-Link<< 
Jonathan Wickel, Ha-Yeun Chung, Stephanie Platzer, Thomas Lehmann, Harald Prüss, Frank Leypoldt, Albrecht 
Günther, André Scherag, Christian Geis, GENERATE Study Group 
 
6. Juli 2020 (MyPred)  
De novo missense variants in the RAP1B gene identified in two patients with syndromic thrombocytopenia  
Clin Genet. 2020 Jul 6. [Epub ahead of print]  >>PubMed-Link<< 
Jan Hendrik Niemann, Chen Du, Susanne Morlot, Gunnar Schmidt, Bernd Auber, Beate Kaune, Gudrun Göhring, 
Tim Ripperger, Brigitte Schlegelberger, Winfried Hofmann, Thomas Smol, Emilie Ait-Yahya, Anna Raimbault, 
Anne Lambilliotte, Florence Petit, Doris Steinemann 
 
2. Juli 2020 (GAIN)  
Mutations in SREBF1, Encoding Sterol Regulatory Element Binding Transcription Factor 1, Cause Autosomal-
Dominant IFAP Syndrome  
Am J Hum Genet. 2020 Jul 2. [Epub ahead of print]  >>PubMed-Link<< 
Huijun Wang, Aytaj Humbatova, Yuanxiang Liu, Wen Qin, Mingyang Lee, Nicole Cesarato, Fanny Kortüm, 
Sheetal Kumar, Maria Teresa Romano, Shangzhi Dai, Ran Mo, Sugirthan Sivalingam, Susanne Motameny, Yuan 
Wu, Xiaopeng Wang, Xinwu Niu, Songmei Geng, Dorothea Bornholdt, Peter M Kroisel, Gianluca Tadini, Scott D 
Walter, Fabian Hauck, Katta M Girisha, Anne-Marie Calza, Armand Bottani, Janine Altmüller, Andreas Buness, 
Shuxia Yang, Xiujuan Sun, Lin Ma, Kerstin Kutsche, Karl-Heinz Grzeschik, Regina C Betz, Zhimiao Lin  
 

https://www.nature.com/articles/s43018-020-0087-6
https://pubmed.ncbi.nlm.nih.gov/32722320/
https://pubmed.ncbi.nlm.nih.gov/31108500/
https://pubmed.ncbi.nlm.nih.gov/32675222/
https://pubmed.ncbi.nlm.nih.gov/32641101/
https://pubmed.ncbi.nlm.nih.gov/32627184/
https://pubmed.ncbi.nlm.nih.gov/32497488/
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1. Juli 2020 (CONNECT-GENERATE)  
Clinical and Magnetic Resonance Imaging Outcome Predictors in Pediatric Anti-N-Methyl-D-Aspartate 
Receptor Encephalitis  
Ann Neurol. 2020 Jul. [Epub ahead of print]  >>PubMed-Link<< 
Frederik Bartels, Stephan Krohn, Marc Nikolaus, Jessika Johannsen, Ronny Wickström, Mareike Schimmel, 
Martin Häusler, Andrea Berger, Markus Breu, Markus Blankenburg, Johannes Stoffels, Oliver Hendricks, 
Günther Bernert, Gerd Kurlemann, Ellen Knierim, Angela Kaindl, Kevin Rostásy , Carsten Finke 
 
1. Juli 2020 (STOP-FSGS)  
Artificial intelligence and machine learning in nephropathology  
Kidney Int. 2020 Jul. Epub 2020 Apr 1. >>PubMed-Link<<  
Becker JU, Mayerich D, Padmanabhan M, Barratt J, Ernst A, Boor P, Cicalese PA, Mohan C, Nguyen HV, Roysam B. 
 
27. Juni 2020 (GAIN)  
A Novel Complete Autosomal-Recessive STAT1 LOF Variant Causes Immunodeficiency with Hemophagocytic 
Lymphohistiocytosis-Like Hyperinflammation  
J Allergy Clin Immunol Pract. 2020 Jun 27. [Epub ahead of print]  >>PubMed-Link<< 
Daniel F R Boehmer, Lisa M Koehler, Thomas Magg, Philipp Metzger, Meino Rohlfs, Julia Ahlfeld, Anita Rack-Hoch, 
Karl Reiter, Michael H Albert, Stefan Endres, Simon Rothenfusser, Christoph Klein, Lars M Koenig, Fabian Hauck 
 
24. Juni 2020 (GeNeRARe)  
Expanding the genotypic and phenotypic spectrum of severe serine biosynthesis disorders  
Hum Mutat. 2020 Jun 24. [Epub ahead of print]  >>PubMed-Link<< 
Fatima Abdelfattah, Ariana Kariminejad, Anne-Karin Kahlert, Patrick J Morrison, Evren Gumus, Katherine D 
Mathews, Benjamin W Darbro, David J Amor, Maie Walsh, Yves Sznajer, Luisa Weiß, Sabine Weidensee, David 
Chitayat, Patrick Shannon, Eva Bermejo-Sánchez, Isolina Riaño-Galán, Ian Hayes, Gemma Poke, Caroline 
Rooryck, Perrine Pennamen, Suonavy Khung-Savatovsky, Annick Toutain, Marie-Laure Vuillaume, Siavash 
Ghaderi-Sohi, Mohamad H Kariminejad, Sönke Weinert, Heinrich Sticht, Martin Zenker, Denny Schanze 
 
22. Juni 2020 (STOP-FSGS)  
Diminution in sperm quantity and quality in mouse models of Duchenne Muscular Dystrophy induced by a 
myostatin-based muscle growth-promoting intervention  
Eur J Transl Myol. 2020 Jun 22. [Epub ahead of print] >>PubMed-Link<< 
Fabian Braun, Marc Lütgehetmann, Susanne Pfefferle, Milagros N Wong, Alexander Carsten, Maja T 
Lindenmeyer, Dominik Nörz, Fabian Heinrich, Kira Meißner, Dominic Wichmann, Stefan Kluge, Oliver Gross, 
Klaus Pueschel, Ann S Schröder, Carolin Edler, Martin Aepfelbacher, Victor G Puelles, Tobias B Huber 
 
18. Juni 2020 (MyPred)  
Synonymous GATA2 mutations result in selective loss of mutated RNA and are common in patients with 
GATA2 deficiency  
Leukemia. 2020 Jun 18. [Epub ahead of print]  >>PubMed-Link<< 
Emilia J Kozyra, Victor B Pastor, Stylianos Lefkopoulos, Sushree S Sahoo, Hauke Busch, Rebecca K Voss, Miriam 
Erlacher, Dirk Lebrecht, Enikoe A Szvetnik, Shinsuke Hirabayashi, Ramunė Pasaulienė, Lucia Pedace, Marco 
Tartaglia, Christian Klemann, Patrick Metzger, Melanie Boerries, Albert Catala, Henrik Hasle, Valerie de Haas, 
Krisztián Kállay, Riccardo Masetti, Barbara De Moerloose, Michael Dworzak, Markus Schmugge, Owen Smith, 
Jan Starý, Ester Mejstrikova, Marek Ussowicz, Emma Morris, Preeti Singh, Matthew Collin, Marta Derecka, 
Gudrun Göhring, Christian Flotho, Brigitte Strahm, Franco Locatelli, Charlotte M Niemeyer, Eirini Trompouki, 
Marcin W Wlodarski,  
 
17. Juni 2020 (STOP-FSGS)  
Clinical-grade Detection of Microsatellite Instability in Colorectal Tumors by Deep Learning  
Gastroenterology, 2020 Jun 17;S0016-5085(20)34818-6. >>PubMed-Link<< 
Ms. Amelie Echle, Prof. Heike Irmgard Grabsch, Prof. Philip Quirke, Prof. Piet A., van den Brandt, Dr Nicholas P. 
West, Dr. Gordon G.A. Hutchins, Dr. Lara R. Heij, Ms. Xiuxiang Tan, Dr. Susan D. Richman, Mr. Jeremias Krause, 
Dr. Elizabeth Alwers, Ms. Josien Jenniskens, Ms. Kelly Offermans, Prof. Richard Gray, Prof. Hermann Brenner, 
Prof. Jenny Chang-Claude, Prof. Christian Trautwein, Prof. Alexander T. Pearson, Prof. Peter Boor, Prof. Tom 
Luedde, Prof. Nadine Therese Gaisa, Prof. Michael Hoffmeister, Dr. Jakob Nikolas Kather 
 

https://pubmed.ncbi.nlm.nih.gov/32314416/
https://pubmed.ncbi.nlm.nih.gov/32475607/
https://pubmed.ncbi.nlm.nih.gov/32603902/
https://pubmed.ncbi.nlm.nih.gov/32579715/
https://pubmed.ncbi.nlm.nih.gov/32782759/
https://pubmed.ncbi.nlm.nih.gov/32627184/
https://pubmed.ncbi.nlm.nih.gov/32562722/
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15. Juni 2020 (GAIN)  
Glucagon like peptide-2 for Intestinal stem cell and Paneth cell repair during graft-versus-host disease in 
mice and humans.  
Blood. 2020 Jun 15. Online ahead of print. >>PubMed-Link<< 
Norona J, Apostolova P, Schmidt D, Ihlemann R, Reischmann N, Taylor G, Köhler N, de Heer J, Heeg S, Andrieux 
G, Siranosian BA, Schmitt-Graeff A, Pfeifer D, Catalano A, Frew I, Proietti M, Grimbacher B, Bulashevska A, Bhatt 
AS, Brummer T, Clauditz TS, Zabelina T, Kroeger N, Blazar BR, Boerries M, Ayuk F, Zeiser R. 
Details  
11. Juni 2020 (GeNeRARe)  
Novel FMRP interaction networks linked to cellular stress  
FEBS J. 2020 Jun 11. [Epub ahead of print]  >>PubMed-Link<< 
Mohamed S Taha, Fereshteh Haghighi, Anja Stefanski, Saeideh Nakhaei-Rad, Neda S Kazemein Jasemi, 
Mohamed Aghyad Al Kabbani, Boris Görg, Masahiro Fujii, Phillip A Lang, Dieter Häussinger, Roland P Piekorz, 
Kai Stühler, Mohammad R Ahmadian 
 
9. Juni 2020 (Treat-ION)  
In Vitro Differentiated Human Stem Cell-Derived Neurons Reproduce Synaptic Synchronicity Arising During 
Neurodevelopment  
Stem Cell Reports, 2020 Jun 9. [Epub ahead of print]>>PubMed-Link<< 
Filip Rosa, Ashutosh Dhingra, Betül Uysal, G Dulini C Mendis, Heidi Loeffler, Gina Elsen, Stephan Mueller, Niklas 
Schwarz, Melissa Castillo-Lizardo, Claire Cuddy, Felicitas Becker, Peter Heutink, Christopher A Reid, Steven 
Petrou, Holger Lerche, Snezana Maljevic 
 
8. Juni 2020 (MitoNet)  
Multiple Pathways Coordinate Assembly of Human Mitochondrial Complex IV and Stabilization of 
Respiratory Supercomplexes  
EMBO J. 2020 Jun 8.  [Epub ahead of print]  >>PubMed-Link<< 
Teresa Lobo-Jarne, Rafael Pérez-Pérez, Flavia Fontanesi, Alba Timón-Gómez, Ilka Wittig, Ana Peñas, Pablo 
Serrano-Lorenzo, Inés García-Consuegra, Joaquín Arenas, Miguel A Martín, Antoni Barrientos, Cristina Ugalde 
 
4. Juni 2020 (GeNeRARe)  
The novel duplication HRAS c.186_206dup p.(Glu62_Arg68dup): clinical and functional aspects  
Eur J Hum Genet. 2020 Jun 4. [Epub ahead of print]  >>PubMed-Link<< 
Karen W Gripp, Laura Baker, Katherine M Robbins, Deborah L Stabley, Gary A Bellus, Verena Kolbe, Theresa 
Nauth, Georg Rosenberger 
 
2. Juni 2020 (CONNECT-GENERATE)  
Antibodies to nodal/paranodal proteins in paediatric immune-mediated neuropathy  
Neurol Neuroimmunol Neuroinflamm. 2020 Jun 2. [Epub ahead of print]  >>PubMed-Link<< 
Desiree De Simoni, Gerda Ricken, Michael Winklehner, Inga Koneczny, Michael Karenfort, Ulf Hustedt, Ulrich 
Seidel, Omar Abdel-Mannan, Pinki Munot, Simon Rinaldi, Claudia Steen, Michael Freilinger, Markus Breu, 
Rainer Seidl, Markus Reindl, Julia Wanschitz, Cinta Lleixà, Günther Bernert, Klaus-Peter Wandinger, Ralf Junker, 
Luis Querol, Frank Leypoldt, Kevin Rostásy, Romana Höftberger 
 
1. Juni 2020 (MitoNet)  
The Clinical Application of RNA Sequencing in Genetic Diagnosis of Mendelian Disorders  
Clin Lab Med. 2020 Jun >>PubMed-Link<< 
Sarah L Stenton, Holger Prokisch 
 
 
 
 
 
 
 
 
 

https://pubmed.ncbi.nlm.nih.gov/32542357/
https://www.research4rare.de/wp-content/uploads/2020/06/PoQ_II-2020-GAIN.pdf
https://pubmed.ncbi.nlm.nih.gov/32525608/
https://pubmed.ncbi.nlm.nih.gov/32559460/
https://pubmed.ncbi.nlm.nih.gov/32511785/
https://pubmed.ncbi.nlm.nih.gov/32499600/
https://pubmed.ncbi.nlm.nih.gov/32487720/
https://pubmed.ncbi.nlm.nih.gov/32439064/
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1. Juni 2020 (GAIN)  
Dominant-negative mutations in human IL6ST underlie hyper-IgE syndrome.  
J Exp Med. 2020 Jun 1;  >> PubMed-Link << 
Béziat V, Tavernier SJ, Chen YH, Ma CS, Materna M, Laurence A, Staal J, Aschenbrenner D, Roels L, Worley L, 
Claes K, Gartner L, Kohn LA, De Bruyne M, Schmitz-Abe K, Charbonnier LM, Keles S, Nammour J, Vladikine N, 
Maglorius Renkilaraj MRL, Seeleuthner Y, Migaud M, Rosain J, Jeljeli M, Boisson B, Van Braeckel E, Rosenfeld 
JA, Dai H, Burrage LC, Murdock DR, Lambrecht BN, Avettand-Fenoel V, Vogel TP; Undiagnosed Diseases 
Network, Esther CR, Haskologlu S, Dogu F, Ciznar P, Boutboul D, Ouachée-Chardin M, Amourette J, Lebras MN, 
Gauvain C, Tcherakian C, Ikinciogullari A, Beyaert R, Abel L, Milner JD, Grimbacher B, Couderc LJ, Butte MJ, 
Freeman AF, Catherinot É, Fieschi C, Chatila TA, Tangye SG, Uhlig HH, Haerynck F, Casanova JL, Puel A 
 
1. Juni 2020 (MitoNet)  
Genetics of mitochondrial diseases: Identifying mutations to help diagnosis  
EBioMedicine. 2020 Jun.  [Epub ahead of print]  >>PubMed-Link<< 
Sarah L Stenton, Holger Prokisch 
 
1. Juni 2020 (MyPred)  
Lentiviral gene therapy and vitamin B3 treatment enable granulocytic differentiation of G6PC3-deficient 
induced pluripotent stem cells  
Gene Ther. 2020 Jun. [Epub ahead of print]  >>PubMed-Link<< 
Dirk Hoffmann, Johannes Kuehle, Daniela Lenz, Friederike Philipp, Daniela Zychlinski, Nico Lachmann, Thomas 
Moritz, Doris Steinemann, Michael Morgan, Julia Skokowa, Christoph Klein, Axel Schambach 
 
1. Juni 2020 (CONNECT-GENERATE)  
Drebrin Autoantibodies in Patients with Seizures and Suspected Encephalitis  
Ann Neurol. 2020 Jun.  >>PubMed-Link<< 
Julika Pitsch, Delara Kamalizade, Anna Braun, Julia C Kuehn, Polina E Gulakova, Theodor Rüber, Gert Lubec, Dirk 
Dietrich, Randi von Wrede, Christoph Helmstaedter, Rainer Surges, Christian E Elger, Elke Hattingen, Hartmut 
Vatter, Susanne Schoch, Albert J Becker 
 
28. Mai 2020 (STOP-FSGS)  
Microbiota-Induced Type I Interferons Instruct a Poised Basal State of Dendritic Cells  
Cell. 2020 May 28. [Epub ahead of print] >>PubMed-Link<< 
Laura Schaupp, Sabine Muth, Leif Rogell, Michael Kofoed-Branzk, Felix Melchior, Stefan Lienenklaus, Stephanie 
C Ganal-Vonarburg, Matthias Klein, Fabian Guendel, Tobias Hain, Kristian Schütze, Ulrike Grundmann, Vanessa 
Schmitt, Martina Dorsch, Julia Spanier 10 , Pia-Katharina Larsen, Thomas Schwanz, Sven Jäckel, Christoph 
Reinhardt, Tobias Bopp, Sven Danckwardt, Karsten Mahnke, Gitta Anne Heinz, Mir-Farzin Mashreghi, Pawel 
Durek, Ulrich Kalinke, Oliver Kretz, Tobias B Huber, Siegfried Weiss, Christoph Wilhelm, Andrew J Macpherson, 
Hansjörg Schild, Andreas Diefenbach, Hans Christian Probst 
 
25. Mai 2020 (NEOCYST)  
Maintenance Peritoneal Dialysis in Children With Autosomal Recessive Polycystic Kidney Disease: A 
Comparative Cohort Study of the International Pediatric Peritoneal Dialysis Network Registry  
Am J Kidney Dis. 2020 Mar. [Epub ahead of print]  >>PubMed-Link<< 
Abdelaziz Akarkach, Kathrin Burgmaier, Anja Sander, Nakysa Hooman, Lale Sever, Francisco Cano, Pedro 
Zambrano, Ilmay Bilge, Joseph T Flynn, Onder Yavascan, Patricia G Vallés , Reyner Loza Munarriz, Hiren P Patel, 
Erkin Serdaroglu, Vera H Koch, Angela Del Carmen Suarez, Monica Galanti, Claudia Gonzalez Celedon, Anabella 
Rébori, Jameela A Kari, Cynthia J Wong, Ewa Elenberg, Luisa F Rojas, Bradley A Warady, Max C Liebau, Franz 
Schaefer, IPPN Registry 
 
24. Mai 2020 (STOP-FSGS)  
Chemokine CXCL13 as a New Systemic Biomarker for B-Cell Involvement in Acute T Cell-Mediated Kidney 
Allograft Rejection  
Int J Mol Sci. 2019 May 24. [Epub ahead of print] >>PubMed-Link<< 
Lena Schiffer, Flavia Wiehle, Jan Hinrich Bräsen, Wilfried Gwinner, Robert Greite, Kirill Kreimann, Anja Thorenz, 
Katja Derlin, Beina Teng, Song Rong, Sibylle von Vietinghoff, Hermann Haller, Michael Mengel, Lars Pape, 
Christian Lerch, Mario Schiffer, Faikah Gueler  
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18. Mai 2020 (TreatHSP.net)  
Decoding Parkinson’s disease – iPSC-derived models in the OMICs era  
Mol Cell Neurosci. 2020 Jul. [Epub ahead of print] >>PubMed-Link<< 
Florian Krach, Marios-Evangelos Bogiongko, Beate Winner 
 
18. Mai 2020 (TreatHSP.net)  
Novel Biallelic CTSD Gene Variants Cause Late-Onset Ataxia and Retinitis Pigmentosa  
Mov Disord . 2020 May 18. [Epub ahead of print]  >>PubMed-Link<< 
Martin Regensburger, Georgia Minakaki, Matthias Kettwig, Cord Huchzermeyer, Felix Eisenhut, Tobias B Haack, 
Zacharias Kohl, Jürgen Winkler 
 
13. Mai 2020 (Treat-ION)  
MISCAST: MIssense variant to protein StruCture Analysis web SuiTe  
Nucleic Acids Res. 2020 May 13 [Epub ahead of print] >>PubMed-Link<< 
Iqbal S, Hoksza D, Pérez-Palma E, May P, Jespersen JB, Ahmed SS, Rifat ZT, Heyne HO, Rahman MS, Cottrell JR, 
Wagner FF, Daly MJ, Campbell AJ, Lal D. 
 
13. Mai 2020 (STOP-FSGS)  
Multiorgan and Renal Tropism of SARS-CoV-2  
N Engl J Med. 2020 May 13. [Epub ahead of print] >>PubMed-Link<< 
Puelles VG, Lütgehetmann M, Lindenmeyer MT, Sperhake JP, Wong MN, Allweiss L, Chilla S, Heinemann A, 
Wanner N, Liu S, Braun F, Lu S, Pfefferle S, Schröder AS, Edler C, Gross O, Glatzel M, Wichmann D, Wiech T, 
Kluge S, Pueschel K, Aepfelbacher M, Huber TB   Details  
1. Mai 2020 (TreatHSP.net)  
Biallelic mutations in SORD cause a common and potentially treatable hereditary neuropathy with 
implications for diabetes  
Nat Genet. 2020 May. [Epub ahead of print]>>PubMed-Link<< 
Andrea Cortese, Yi Zhu, Adriana P Rebelo, Sara Negri, Steve Courel, Lisa Abreu, Chelsea J Bacon, Yunhong Bai, 
Dana M Bis-Brewer, Enrico Bugiardini, Elena Buglo, Matt C Danzi, Shawna M E Feely, Alkyoni Athanasiou-
Fragkouli, Nourelhoda A Haridy, Inherited Neuropathy Consortium; Rosario Isasi, Alaa Khan, Matilde Laurà, 
Stefania Magri, Menelaos Pipis, Chiara Pisciotta, Eric Powell, Alexander M Rossor, Paola Saveri, Janet E Sowden, 
Stefano Tozza, Jana Vandrovcova, Julia Dallman, Elena Grignani, Enrico Marchioni, Steven S Scherer, Beisha 
Tang, Zhiqiang Lin, Abdullah Al-Ajmi, Rebecca Schüle, Matthis Synofzik, Thierry Maisonobe, Tanya Stojkovic, 
Michaela Auer-Grumbach, Mohamed A Abdelhamed, Sherifa A Hamed, Ruxu Zhang, Fiore Manganelli, Lucio 
Santoro, Franco Taroni, Davide Pareyson, Henry Houlden, David N Herrmann, Mary M Reilly, Michael E Shy, R 
Grace Zhai, Stephan Zuchner 
 
1. Mai 2020 (GAIN)  
Long-term Outcome of LRBA Deficiency in 76 Patients After Various Treatment Modalities as Evaluated by 
the Immune Deficiency and Dysregulation Activity (IDDA) Score  
J Allergy Clin Immunol. 2020 May. [Epub ahead of print]  >>PubMed-Link<< 
Victoria Katharina Tesch, Hassan Abolhassani, Bella Shadur, Joachim Zobel, Yuliya Mareika, Svetlana Sharapova, 
Elif Karakoc-Aydiner, Jacques G Rivière, Marina Garcia-Prat, Nicolette Moes, Filomeen Haerynck, Luis I 
Gonzales-Granado, Juan Luis Santos Pérez, Anna Mukhina, Anna Shcherbina , Asghar Aghamohammadi, Lennart 
Hammarström, Figen Dogu, Sule Haskologlu, Aydan I İkincioğulları, Sevgi Köstel Bal, Safa Baris, Sara Sebnem 
Kilic, Neslihan Edeer Karaca, Necil Kutukculer, Hermann Girschick, Antonios Kolios, Sevgi Keles, Vedat Uygun, 
Polina Stepensky, Austen Worth, Joris M van Montfrans, Anke M J Peters, Isabelle Meyts, Mehdi Adeli, Antonio 
Marzollo, Nurcicek Padem, Amer M Khojah, Zahra Chavoshzadeh, Magdalena Avbelj Stefanija, Shahrzad 
Bakhtiar, Benoit Florkin, Marie Meeths, Laura Gamez, Bodo Grimbacher, Mikko R J Seppänen, Arjan Lankester, 
Andrew R Gennery, Markus G Seidel, Inborn Errors, Clinical, and Registry Working Parties of the European 
Society for Blood and Marrow Transplantation and the European Society for Immunodeficiencies  
 
1. Mai 2020 (STOP-FSGS)  
A novel mouse model of phospholipase A2 receptor 1-associated membranous nephropathy mimics 
podocyte injury in patients  
Kidney Int. 2020 May. [Epub ahead of print] >>PubMed-Link<< 
Catherine Meyer-Schwesinger, Nicola M Tomas, Silke Dehde, Larissa Seifert, Irm Hermans-Borgmeyer, Thorsten 
Wiech, Friedrich Koch-Nolte, Tobias B Huber, Gunther Zahner 

https://pubmed.ncbi.nlm.nih.gov/32439399/
https://pubmed.ncbi.nlm.nih.gov/32421885/
https://pubmed.ncbi.nlm.nih.gov/32402084/
https://www.ncbi.nlm.nih.gov/pubmed/32402155
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https://pubmed.ncbi.nlm.nih.gov/31887391/?from_single_result=1%29+Long-term+outcome+of+LRBA+deficiency+in+76+patients+after+various+treatment+modalities+as+evaluated+by+the+immune+deficiency+and+dysregulation+activity+%28IDDA%29+score&expanded_search_query=1%29+Long-term+outcome+of+LRBA+deficiency+in+76+patients+after+various+treatment+modalities+as+evaluated+by+the+immune+deficiency+and+dysregulation+activity+%28IDDA%29+score
https://pubmed.ncbi.nlm.nih.gov/32033781/
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1. Mai 2020 (TreatHSP.net)  
Janus-faced Spatacsin (SPG11): Involvement in Neurodevelopment and Multisystem Neurodegeneration  
Brain. 2020 May 1. [Epub ahead of print]  >>PubMed-Link<< 
Tatyana Pozner, Martin Regensburger, Tobias Engelhorn, Jürgen Winkler, Beate Winner 
 
20. April 2020 (NEOCYST)  
STAT Signaling in Polycystic Kidney Disease  
Cell Signal. 2020 Apr 20. [Epub ahead of print]  >>PubMed-Link<< 
Sebastian Strubl, Jacob A Torres, Alison K Spindt, Hannah Pellegrini, Max C Liebau, Thomas Weimbs 
 
16. April 2020 (MitoNet)  
Lifetime Risk of Autosomal Recessive Mitochondrial Disorders Calculated From Genetic Databases  
EBioMedicine. 2020 Apr.  [Epub ahead of print]  >>PubMed-Link<< 
Jing Tan, Matias Wagner, Sarah L Stenton, Tim M Strom, Saskia B Wortmann, Holger Prokisch, Thomas 
Meitinger, Konrad Oexle, Thomas Klopstock 
 
9. April 2020 (GAIN)  
Characterization of the clinical and immunologic phenotype and management of 157 individuals with 56 
distinct heterozygous NFKB1 mutations  
J Allergy Clin Immunol. 2020 Apr 9. [Epub ahead of print]  >>PubMed-Link<< 
Tiziana Lorenzini, Manfred Fliegauf, Nils Klammer, Natalie Frede, Michele Proietti, Alla Bulashevska, Nadezhda 
Camacho-Ordonez, Markku Varjosalo, Matias Kinnunen, Esther de Vries, Jos W M van der Meer, Rohan 
Ameratunga, Chaim M Roifman, Yael D Schejter, Robin Kobbe, Timo Hautala, Faranaz Atschekzei, Reinhold E 
Schmidt, Claudia Schröder, Polina Stepensky, Bella Shadur, Luis A Pedroza, Michiel van der Flier, Mónica 
Martínez-Gallo, Luis Ignacio Gonzalez-Granado, Luis M Allende, Anna Shcherbina, Natalia Kuzmenko, Victoria 
Zakharova, João Farela Neves, Peter Svec, Ute Fischer, Winnie Ip, Oliver Bartsch, Safa Bar, Christoph Klein, Raif 
Geha, Janet Chou, Mohammed Alosaimi, Lauren Weintraub, Kaan Boztug, Tatjana Hirschmugl, Maria Marluce 
Dos Santos Vilela, Dirk Holzinger, Maximilian Seidl, Vassilios Lougaris, Alessandro Plebani, Laia Alsina, Monica 
Piquer-Gibert, Angela Deyà-Martínez, Charlotte A Slade, Asghar Aghamohammadi, Hassan Abolhassani, Lennart 
Hammarström, Outi Kuismin, Merja Helminen, Hana Lango Allen, James E Thaventhiran, Alexandra F Freeman, 
Matthew Cook, Shahrzad Bakhtiar, Mette Christiansen, Charlotte Cunningham-Rundles, Niraj C Patel, William 
Rae, Tim Niehues, Nina Brauer, Jaana Syrjänen, Mikko R J Seppänen, Siobhan O Burns, Paul Tuijnenburg, Taco 
W Kuijpers, NIHR-BioResource – Rare Diseases Consortium; Klaus Warnatz, Bodo Grimbacher 
 
2. April 2020 (MitoNet)  
A Salvage Pathway Maintains Highly Functional Respiratory Complex I  
Nat Commun. 2020 Apr 2.   >>PubMed-Link<< 
Karolina Szczepanowska, Katharina Senft, Juliana Heidler, Marija Herholz, Alexandra Kukat, Michaela Nicole 
Höhne, Eduard Hofsetz, Christina Becker, Sophie Kaspar, Heiko Giese, Klaus Zwicker, Sergio Guerrero-Castillo, 
Linda Baumann, Johanna Kauppila Anastasia Rumyantseva, Stefan Müller, Christian K Frese, Ulrich Brandt, Jan 
Riemer, Ilka Wittig, Aleksandra Trifunovic 
 
1. April 2020 (MitoNet)  
Antisense-Mediated Skipping of Dysferlin Exons in Control and Dysferlinopathy Patient-Derived Cells  
Nucleic Acid Ther. 2020 Apr. [Epub ahead of print]  >>PubMed-Link<< 
Nisha Verwey, Isabella Gazzoli, Sabine Krause, Kamel Mamchaoui, Vincent Mouly, Annemieke Aartsma-Rus 
 
1. April 2020 (STOP-FSGS)  
Inhibition of Activin/Myostatin signalling induces skeletal muscle hypertrophy but impairs mouse testicular 
development  
Eur J Transl Myol. 2020 Apr 1.   >>PubMed-Link<< 
Danielle Vaughan, Olli Ritvos, Robert Mitchell, Oliver Kretz, Maciej Lalowski, Helge Amthor, David Chambers, 
Antonios Matsakas, Arja Pasternack, Henry Collins-Hooper, Randy Ballesteros, Tobias B Huber, Bernd Denecke, 
Darius Widera, Abir Mukherjee, Ketan Patel 
 

https://pubmed.ncbi.nlm.nih.gov/32355960/
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17. März 2020 (Treat-ION)  
Gene family information facilitates variant interpretation and identification of disease-associated genes in 
neurodevelopmental disorders  
Genome Med. 2020 Mar 17.  >>PubMed-Link<< 
Dennis Lal, Patrick May, Eduardo Perez-Palma, Kaitlin E. Samocha, Jack A. Kosmicki, Elise B. Robinson, Rikke S. 
Møller, Roland Krause, Peter Nürnberg, Sarah Weckhuysen, Peter De Jonghe, Renzo Guerrini, Lisa M. Niestroj, 
Juliana Du, Carla Marini, EuroEPINOMICS-RES Consortium, James S. Ware, Mitja Kurki, Padhraig Gormley, Sha 
Tang, Sitao Wu, Saskia Biskup, Annapurna Poduri, Bernd A. Neubauer, Bobby P. C. Koeleman, Katherine L. 
Helbig, Yvonne G. Weber, Ingo Helbig, Amit R. Majithia, Aarno Palotie, and Mark J. Daly 
 
6. März 2020 (STOP-FSGS)  
Dysregulated mesenchymal PDGFR-β drives kidney fibrosis  
EMBO Mol Med. 2020 März 6 >>PubMed-Link<< 
Buhl EM, Djudjaj S, Klinkhammer BM, Ermert K, Puelles VG, Lindenmeyer MT, Cohen CD, He C, Borkham-
Kamphorst E, Weiskirchen R, Denecke B, Trairatphisan P, Saez-Rodriguez J, Huber TB, Olson LE, Floege J, Boor P. 
Details  
 
4. März 2020 (Treat-ION)  
Increased glutamate transporter-associated anion currents cause glial apoptosis in episodic ataxia 6  
Brain Communications Vol 2(1) 2020 >>PubMed-Link<< 
Kovermann P, Untiet V, Kolobkova Y, Engels M, Baader S, Schilling K, and Fahlke C. 
 
1. März 2020 (STOP-FSGS)  
A collagen-binding protein enables molecular imaging of kidney fibrosis in vivo  
Kidney Int. 2020 Mar. [Epub ahead of print] >>PubMed-Link<< 
Baues M, Klinkhammer BM, Ehling J, Gremse F, van Zandvoort MAMJ, Reutelingsperger CPM, Daniel C, Amann 
K, Bábíčková J, Kiessling F, Floege J, Lammers T, Boor P. 
 
1. März 2020 (GAIN)  
Structural Noninfectious Manifestations of the Central Nervous System in Common Variable 
Immunodeficiency Disorders  
J Allergy Clin Immunol Pract. 2020 Mar. [Epub ahead of print]  >>PubMed-Link<< 
Annick van de Ven, Irina Mader, Daniel Wolff, Sigune Goldacker, Hannah Fuhrer, Sebastian Rauer, Bodo 
Grimbacher, Klaus Warnatz 
 
24. Februar 2020 (STOP-FSGS)  
Crystal Clots as Therapeutic Target in Cholesterol Crystal Embolism  
Circ Res. 2020 Feb 24. [Epub ahead of print] >>PubMed-Link<< 
Shi C, Kim T, Steiger S, Mulay SR, Klinkhammer BM, Bäuerle T, Melica ME, Romagnani P, Möckel D, Baues M, 
Mammadova-Bach E, Yang L, Brouns SL, Heemskerk JW, Braun A, Lammers T, Boor P, Anders HJ. 
 
21. Februar 2020 (STOP-FSGS)  
Cellular and Molecular Mechanisms of Kidney Injury in 2,8-Dihydroxyadenine Nephropathy  
J Am Soc Nephrol. 2020 Feb 21. [Epub ahead of print] >>PubMed-Link<< 
Barbara Mara Klinkhammer, Sonja Djudjaj, Uta Kunter, Runolfur Palsson, Vidar Orn Edvardsson, Thorsten 
Wiech, Margret Thorsteinsdottir, Sverrir Hardarson, Orestes Foresto-Neto, Shrikant R. Mulay, Marcus Johannes 
Moeller, Wilhelm Jahnen-Dechent, Jürgen Floege, Hans-Joachim Anders and Peter Boor 
 
10. Februar 2020 (MitoNet)  
Respiratory chain signalling is essential for adaptive remodelling following cardiac ischaemia  
J Cell Mol Med. 2020 Feb 10.  [Epub ahead of print]>>PubMed-Link<< 
Szibor M, Schreckenberg R, Gizatullina Z, Dufour E, Wiesnet M, Dhandapani PK, Debska-Vielhaber G, Heidler J, 
Wittig I, Nyman TA8, Gärtner U, Hall AR, Pell V, Viscomi C, Krieg T, Murphy MP, Braun T, Gellerich FN, Schlüter 
KD, Jacobs HT. 
 
1. Februar 2020 (MitoNet)  
Bioenergetic consequences from xenotopic expression of a tunicate AOX in mouse mitochondria: Switch 
from RET and ROS to FET  
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https://www.ncbi.nlm.nih.gov/pubmed/32040259
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Biochim Biophys Acta Bioenerg. 2020 Feb 1. [Epub ahead of print] >>PubMed-Link<< 
Szibor M, Gainutdinov T, Fernandez-Vizarra E, Dufour E, Gizatullina Z, Debska-Vielhaber G, Heidler J, Wittig I, 
Viscomi C, Gellerich F, Moore AL. 
 
1. Februar 2020 (TreatHSP.net)  
Aicardi-Goutières Syndrome Due to a Paternal Mosaic IFIH1 Mutation  
Neurol Genet. 2020 Feb. [Epub ahead of print]  >>PubMed-Link<< 
Victoria Tüngler, Marion Doebler-Neumann, Michaela Salandin, Peter Kaufmann, Christine Wolf, Nadja Lucas, 
Florian Harmuth, Jennifer Reichbauer, Ingeborg Krägeloh-Mann, Rebecca Schüle, Min Ae Lee-Kirsch 
 
30. Januar 2020 (MitoNet)  
Functional characterization of the first missense variant in CEP78, a founder allele associated with cone-rod 
dystrophy, hearing loss, and reduced male fertility  
Hum Mutat. 2020 Jan 30. [Epub ahead of print] >>PubMed-Link<< 
Ascari G, Peelman F, Farinelli P, Rosseel T, Lambrechts N, Wunderlich KA, Wagner M, Nikopoulos K, Martens P, 
Balikova I, Derycke L, Holtappels G, Krysko O, Van Laethem T, De Jaegere S, Guillemyn B, De Rycke R, De 
Bleecker J, Creytens D, Van Dorpe J, Gerris J, Bachert C, Neuhofer C, Walraedt S, Bischoff A, Pedersen LB, 
Klopstock T, Rivolta C, Leroy BP, De Baere E, Coppieters F. 
 
24. Januar 2020 (GAIN)  
Cancer Tendency in a Patient with ZNF341 Deficiency  
J Clin Immunol. 2020 Jan 24 [Epub ahead of print]  >>PubMed-Link<< 
Cekic S, Hartberger JM, Frey-Jakobs S, Huriyet H, Hortoglu MB, Neubauer JC, Karali Y, Abakay CD, Saraydaroglu 
O, Cavas T, Grimbacher B, Kilic S 
 
17. Januar 2020 (TreatHSP.net)  
Modeling Cell-Cell Interactions in Parkinson’s Disease Using Human Stem Cell-Based Models  
Front Cell Neurosci. 2020 Jan 17. [Epub ahead of print]  >>PubMed-Link<< 
Katrin Simmnacher, Jonas Lanfer, Tania Rizo, Johanna Kaindl, Beate Winner 
 
13. Januar 2020 (MitoNet)  
Delineating MT-ATP6-associated disease: From isolated neuropathy to early onset neurodegeneration.  
Neurol Genet. 2020 Jan 13 >> PubMed-Link<< 
Stendel C, Neuhofer C, Floride E, Yuqing S, Ganetzky RD, Park J, Freisinger P, Kornblum C, Kleinle S, Schöls L, 
Distelmaier F, Stettner GM, Büchner B, Falk MJ, Mayr JA, Synofzik M, Abicht A, Haack TB, Prokisch H, 
Wortmann SB, Murayama K, Fang F, Klopstock T; ATP6 Study Group 
 
2. Januar 2020 (MitoNet)  
Pathogenic Bi-allelic Mutations in NDUFAF8 Cause Leigh Syndrome with an Isolated Complex I Deficiency  
Am J Hum Genet. 2020 Jan 2. [Epub ahead of print] >> PubMed-Link<< 
Alston CL, Veling MT, Heidler J, Taylor LS, Alaimo JT, Sung AY, He L, Hopton S, Broomfield A, Pavaine J, Diaz J, 
Leon E, Wolf P, McFarland R, Prokisch H, Wortmann SB, Bonnen PE, Wittig I, Pagliarini DJ, Taylor RW. 
 
1. Januar 2020 (MitoNet)  
The diagnosis of inborn errors of metabolism by an integrative “multi-omics” approach: A perspective 
encompassing genomics, transcriptomics, and proteomics  
J Inherit Metab Dis. 2020 Jan. [Epub ahead of print] >>PubMed-Link<< 
Stenton SL, Kremer LS, Kopajtich R, Ludwig C, Prokisch H. 
 
1. Januar 2020 (Treat-ION)  
Genetic Potassium Channel-Associated Epilepsies: Clinical Review of the Kv Family  
Eur J Paediatr Neurol. 2020 Jan [Epub ahead of print]  >>PubMed-Link<< 
Nicholas M Allen, Sarah Weckhuysen, Kathleen Gorman, Mary D King, Holger Lerche 
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1. Januar 2020 (GAIN)  
Distinct molecular response patterns of activating STAT3 mutations associate with penetrance of 
lymphoproliferation and autoimmunity  
Clin Immunol. 2020 Jan [Epub ahead of print 2019 Nov 23] >>PubMed-Link<< 
Sabine Jägle, Maximilian Heeg, Sarah Grün, Anne Rensing-Ehl, Maria Elena Maccari, Christian Klemann, Neil 
Jones, Kai Lehmberg, Claudia Bettoni, Klaus Warnatz, Bodo Grimbacher, Ariane Biebl, Uwe Schauer, Rosie 
Hague, Olaf Neth, Andrea Mauracher, Jana Pachlopnik Schmid, Alexandre Fabre, Larysa Kostyuchenko, Marita 
Führer, Myriam Ricarda Lorenz, Klaus Schwarz, Jan Rohr, Stephan Ehl 
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