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Veröffentlichungen der BMBF-geförderten Forschungsverbünde für seltene 
Erkrankungen, 2021 

28. DEZEMBER 2021 (TREAT-ION) 
Mutations associated with epileptic encephalopathy modify EAAT2 anion channel function 
Epilepsia. 2021 Dec 28.  >>PubMed-Link<< 
Peter Kovermann , Yulia Kolobkova  , Arne Franzen  , Christoph Fahlke  

26. DEZEMBER 2021 (GAIN) 
The Neurokinin-1 Receptor Is a Target in Pediatric Rhabdoid Tumors 
Curr Oncol. 2021 Dec 26. >>PubMed-Link<< 
Julian Kolorz, Salih Demir, Adrian Gottschlich, Iris Beirith, Matthias Ilmer, Daniel Lüthy, Christoph Walz, Mario 
M. Dorostkar, Thomas Magg, Fabian Hauck, Dietrich von Schweinitz, Sebastian Kobold, Roland Kappler, Michael 
Berger 

24. DEZEMBER 2021 (GAIN) 
Vulnerability to Meningococcal Disease in Immunodeficiency Due to a Novel Pathogenic Missense Variant in 
NFKB1 
Front Immunol. 2021 Dec 24.  >>PubMed-Link<< 
Manfred Anim, Georgios Sogkas, Gunnar Schmidt, Natalia Dubrowinskaja, Torsten Witte, Reinhold Ernst 
Schmidt, Faranaz Atschekzei 

20. DEZEMBER 2021 (GAIN) 
Rubella Virus Infected Macrophages and Neutrophils Define Patterns of Granulomatous Inflammation in 
Inborn and Acquired Errors of Immunity 
Front Immunol. 2021 Dec 20. >>PubMed-Link<< 
Ludmila Perelygina, Raeesa Faisthalab, Emily Abernathy, Min-Hsin Chen, LiJuan Hao, Lionel Bercovitch, Diana K 
Bayer, Lenora M Noroski, Michael T Lam, Maria Pia Cicalese, Waleed Al-Herz, Arti Nanda, Joud Hajjar, Koen 
Vanden Driessche, Shari Schroven, Julie Leysen, Misha Rosenbach, Philipp Peters, Johannes Raedler, Michael H 
Albert, Roshini S Abraham, Hemalatha G Rangarjan, David Buchbinder, Lisa Kobrynski, Anne Pham-Huy, Julie 
Dhossche, Charlotte Cunningham Rundles, Anna K Meyer, Amy Theos, T Prescott Atkinson, Amy Musiek, Mehdi 
Adeli, Ute Derichs, Christoph Walz, Renate Krüger, Horst von Bernuth, Christoph Klein, Joseph Icenogle, Fabian 
Hauck, Kathleen E Sullivan 
 
17. DEZEMBER 2021 (GAIN) 
Establishing the Molecular Diagnoses in a Cohort of 291 Patients With Predominantly Antibody Deficiency  
nol. 2021 Dec 17.  >>PubMed-Link<< 

Jessica Rojas-Restrepo , Andrés Caballero-Oteyza , Katrin Huebscher , Hanna Haberstroh, Manfred 
Fliegauf, Baerbel Keller , Robin Kobbe , Klaus Warnatz , Stephan Ehl , Michele Proietti , Bodo Grimbacher 

14. DEZEMBER 2021 (GAIN) 
Phenotype, genotype, treatment, and survival outcomes in patients with X-linked inhibitor of apoptosis  
 Clin Immunol. 2021 Dec.   >>PubMed-Link<< 

Linlin Yang, Claire Booth, Carsten Speckmann, Markus G Seidel, Austen Jj Worth, Gerhard Kindle, Arjan C 
Lankester, Grimbacher B, ESID Clinical and Registry Working Parties; Andrew R Gennery, Mikko Rj Seppanen, 
Emma C Morris, Siobhan O Burns 

9. DEZEMBER 2021 (MYPRED) 
Association of unbalanced translocation der(1;7) with germline GATA2 mutations 
Blood. 2021 Dec 9. >>PubMed-Link<< 
Emilia J Kozyra, Gudrun Göhring, Dennis D Hickstein, Katherine R Calvo, Courtney D DiNardo , Michael Dworzak, 
Valerie de Haas, Jan Starý, Henrik Hasle, Akiko Shimamura, Mark D Fleming, Hiroto Inaba, Sara Lewis, Amy P 
Hsu, Steven M Holland, Danielle E Arnold, Cristina Mecucci, Siobán B Keel, Alison A Bertuch, Kiran Tawana, 
Shlomit Barzilai, Shinsuke Hirabayashi, Masahiro Onozawa, Shaohua Lei, Helena Alaiz, Hajnalka Andrikovics, 
David Betts, Berna H Beverloo, Jochen Buechner, Martin Čermák, José Cervera, Olga Haus, Kirsi Jahnukainen, 
Kalliopi N Manola, Karin Nebral, Francesco Pasquali, Joelle Tchinda, Dominik Turkiewicz, Nadine Van Roy, 
Zuzana Zemanova, Victor B Pastor, Brigitte Strahm, Peter Noellke, Charlotte M Niemeyer, Brigitte 
Schlegelberger, Ayami Yoshimi, Marcin W Wlodarski 

https://pubmed.ncbi.nlm.nih.gov/34961934/
https://pubmed.ncbi.nlm.nih.gov/35049682/
https://pubmed.ncbi.nlm.nih.gov/35003082/
https://pubmed.ncbi.nlm.nih.gov/35003119/
https://pubmed.ncbi.nlm.nih.gov/34975878/
https://pubmed.ncbi.nlm.nih.gov/34975878/#affiliation-4
https://pubmed.ncbi.nlm.nih.gov/34975878/#affiliation-2
https://pubmed.ncbi.nlm.nih.gov/34975878/#affiliation-7
https://pubmed.ncbi.nlm.nih.gov/34975878/#affiliation-2
https://pubmed.ncbi.nlm.nih.gov/34975878/#affiliation-8
https://pubmed.ncbi.nlm.nih.gov/34920033/
https://pubmed.ncbi.nlm.nih.gov/34469508/


 

Seite 2 
 

2. DEZEMBER 2021 (ADDRESS) 
SIOP PNET5 MB Trial: History and Concept of a Molecularly Stratified Clinical Trial of Risk-Adapted Therapies 
for Standard-Risk Medulloblastoma 
Cancers (Basel). 2021 Dec 2. >>PubMed-Link<< 
Martin Mynarek, Till Milde, Laetitia Padovani, Geert O Janssens, Robert Kwiecien, Veronique Mosseri, Steven C 
Clifford, François Doz, Stefan Rutkowski 

2. DEZEMBER 2021 (MYPRED) 
Guideline for management of non-Down syndrome neonates with a myeloproliferative disease on behalf of 
the I-BFM AML Study Group and EWOG-MDS 
Haematologica. 2021 Dec 2. >>PubMed-Link<< 
Eline J M Bertrums, C Michel Zwaan, Daisuke Hasegawa, Valerie De Haas, Dirk N Reinhardt, Franco Locatelli, 
Barbara De Moerloose, Michael Dworzak, Arjan Buijs, Petr Smisek, Alexandra Kolenova, Cornelis Jan Pronk, Jan-
Henning Klusmann, Ana Carboné, Alina Ferster, Evangelia Antoniou, Soheil Meshinchi, Susana C Raimondi, 
Charlotte M Niemeyer, Henrik Hasle, Marry M Van den Heuvel-Eibrink, Bianca F Goemans 

2. DEZEMBER 2021 (TREAT-ION) 
Bi-allelic variants in OGDHL cause a neurodevelopmental spectrum disease featuring epilepsy, hearing loss, 
visual impairment, and ataxia 
Am J Hum Genet. 2021 Dec 2.   >>PubMed-Link<< 
Zheng Yie Yap, Stephanie Efthymiou, Simone Seiffert, Karen Vargas Parra, Sukyeong Lee, Alessia Nasca, Reza 
Maroofian, Isabelle Schrauwen, Manuela Pendziwiat, Sunhee Jung, Elizabeth Bhoj, Pasquale Striano, Kshitij 
Mankad, Barbara Vona, Sanmati Cuddapah, Anja Wagner, Javeria Raza Alvi, Elham Davoudi-Dehaghani, 
Mohammad-Sadegh Fallah, Srinitya Gannavarapu, Costanza Lamperti, Andrea Legati, Bibi Nazia Murtaza, 
Muhammad Shahid Nadeem, Mujaddad Ur Rehman, Kolsoum Saeidi, Vincenzo Salpietro, Sarah von Spiczak, 
Abigail Sandoval, Sirous Zeinali, Massimo Zeviani, Adi Reich, SYNaPS Study Group; University of Washington 
Center for Mendelian Genomics; Cholsoon Jang, Ingo Helbig, Tahsin Stefan Barakat, Daniele Ghezzi, Suzanne M 
Leal, Yvonne Weber, Henry Houlden, Wan Hee Yoon 

2. DEZEMBER 2021 (ADDRESS) 
Detection of cytogenetic changes and chromosomal aneuploidy with fluorescent in situ hybridization in 
cytological specimens of oral cancers in Fanconi anemia-Proof of concept 
Clin Exp Dent Res. 2021 Dec 2.   >>PubMed-Link<< 
Bruno Eduardo Silva de Araujo, Eunike Velleuer, Ralf Dietrich, Natalia Pomjanski, Isabela Karoline de Santana 
Almeida Araujo, Martin Schlensog, Susanne Irmtraud Wells, Josephine Christine Dorsman, Martin Schramm 

1. DEZEMBER 2021 (CONNECT-GENERATE) 
Autoantibodies in neurological disease 
Nat Rev Immunol. 2021 Dec. >>PubMed-Link<< 
Harald Prüss 
 
1. DEZEMBER 2021 (GAIN) 
Humoral protection to SARS-CoV2 declines faster in patients on TNF alpha blocking therapies 
RMD Open. 2021 Dec. >>PubMed-Link<< 
Ulf M Geisen, Melike Sümbül, Florian Tran, Dennis K Berner, Hayley M Reid, Lena Vullriede, Maria Ciripoi, Ann C 
Longardt, Paula Hoff, Peter J Morrison, Verena E Schneider, Rainald Zeuner, Jan H Schirmer, Andrea Steinbach, 
Susanna Nikolaus, S Gerdes, Stefan Schreiber, Petra Bacher, Bimba F Hoyer 

1. DEZEMBER 2021 (CONNECT-GENERATE) 
Clinical and neuroimaging findings in MOGAD-MRI and OCT 
Clin Exp Immunol. 2021 Dec. >>PubMed-Link<< 
Frederik Bartels, Angelo Lu, Frederike Cosima Oertel, Carsten Finke, Friedemann Paul, Claudia Chien 

27. NOVEMBER 2021 (STOP-FSGS) 
SARS-CoV-2 infection triggers profibrotic macrophage responses and lung fibrosis 
Cell. 2021 Nov 27. >>PubMed-Link<< 
Daniel Wendisch et al. 
DETAILS 

https://pubmed.ncbi.nlm.nih.gov/34885186/
https://pubmed.ncbi.nlm.nih.gov/34854279/
https://pubmed.ncbi.nlm.nih.gov/34800363/
https://pubmed.ncbi.nlm.nih.gov/34854575/
https://pubmed.ncbi.nlm.nih.gov/33976421/
https://pubmed.ncbi.nlm.nih.gov/34880128/
https://pubmed.ncbi.nlm.nih.gov/34152000/
https://pubmed.ncbi.nlm.nih.gov/34914922/
https://www.research4rare.de/wp-content/uploads/2021/11/PoQ_IV-2021-FSGS-special-Covid-19.pdf
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26. NOVEMBER 2021 (TREAT-ION) 
Genetic generalized epilepsies in adults – challenging assumptions and dogmas 
Nat Rev Neurol. 2021 Nov 26.   >>PubMed-Link<< 
Bernd J Vorderwülbecke, Britta Wandschneider, Yvonne Weber, Martin Holtkamp 

24. NOVEMBER 2021 (STOP-FSGS) 
Evaluation of endogenous miRNA reference genes across different zebrafish strains, developmental stages 
and kidney disease models 
Sci Rep. 2021 Nov 24.   >>PubMed-Link<< 
Florian Siegerist, Tim Lange, Anna Iervolino, Thor Magnus Koppe, Weibin Zhou, Giovambattista Capasso, 
Karlhans Endlich, Nicole Endlich 

22. NOVEMBER 2021 (GENERARE) 
Selectivity Determinants of RHO GTPase Binding to IQGAPs 
Int. J. Mol. Sci. 2021 Nov 22. >>PubMed-Link<< 
Niloufar Mosaddeghzadeh, Kazem Nouri, Oliver H F Krumbach, Ehsan Amin, Radovan Dvorsky, Mohammad R 
Ahmadian 

21. NOVEMBER 2021 (HICHOL) 
The Genetics of Inherited Cholestatic Disorders in Neonates and Infants: Evolving Challenges 
Genes. 2021 Nov 21.   >>PubMed-Link<< 
Rebecca Jeyaraj, Kirsten McKay Bounford, Nicola Ruth, Carla Lloyd, Fiona MacDonald, Christian J Hendriksz, 
Ulrich Baumann, Paul Gissen, Deirdre Kelly 
 
19. NOVEMBER 2021 (GAIN) 
The Immune Deficiency and Dysregulation Activity (IDDA2.1 ‚Kaleidoscope‘) Score and Other Clinical 
Measures in Inborn Errors of Immunity 
J Clin Immunol. 2021 Nov 19.   >>PubMed-Link<< 
Markus G Seidel, Victoria K Tesch, Linlin Yang, Fabian Hauck, Anna Lena Horn, Maria Anna Smolle, Franz 
Quehenberger, Martin Benesch 

15. NOVEMBER 2021 (STOP-FSGS) 
Deep learning-based classification of kidney transplant pathology: a retrospective, multicentre, proof-of-
concept study 
Lancet Digit Health. 2021 Nov 15. >>PubMed-Link<< 
Jesper Kers, Roman D Bülow, Barbara M Klinkhammer, Gerben E Breimer, Francesco Fontana, Adeyemi 
Adefidipe Abiola, Rianne Hofstraat, Garry L Corthals, Hessel Peters-Sengers, Sonja Djudjaj, Saskia von Stillfried, 
David L Hölscher, Tobias T Pieters, Arjan D van Zuilen, Frederike J Bemelman, Azam S Nurmohamed, Maarten 
Naesens, Joris J T H Roelofs, Sandrine Florquin, Jürgen Floege, Tri Q Nguyen, Jakob N Kather, Peter Boor 

12. NOVEMBER 2021 (HICHOL) 
A selectable all-in-one CRISPR prime editing piggyBac transposon allows for highly efficient gene editing in 
human cell lines 
Sci Rep. 2021 Nov 12.   >>PubMed-Link<< 
Reto Eggenschwiler Thomas Gschwendtberger, Christian Felski, Christopher Jahn, Florian Langer, Jared 
Sterneckert, Andreas Hermann, Jonathan Lühmann, Doris Steinemann, Alexandra Haase, Ulrich Martin, 
Susanne Petri, Tobias Cantz 

9. NOVEMBER 2021 (STOP-FSGS) 
Regenerating tubular epithelial cells of the kidney 
Nephrol Dial Transplant. 2021 Nov 9. >>PubMed-Link<< 
Eleni Stamellou, Katja Leuchtle, Marcus J Moeller 

8. NOVEMBER 2021 (MITONET) 
Characterising a homozygous two-exon deletion in UQCRH: comparing human and mouse phenotypes 

EMBO Mol Med. 2021 Nov 8.   >>PubMed-Link<< 
Silvia Vidali, Raffaele Gerlini, Kyle Thompson, Jill E Urquhart, Jana Meisterknecht, Juan Antonio Aguilar-
Pimentel, Oana V Amarie, Lore Becker, Catherine Breen, Julia Calzada-Wack, Nirav F Chhabra, Yi-Li Cho, Patricia 
da Silva-Buttkus, René G Feichtinger, Kristine Gampe, Lillian Garrett, Kai P Hoefig, Sabine M Hölter, Elisabeth 
Jameson, Tanja Klein-Rodewald, Stefanie Leuchtenberger, Susan Marschall, Philipp Mayer-Kuckuk, Gregor 

https://pubmed.ncbi.nlm.nih.gov/34837042/
https://pubmed.ncbi.nlm.nih.gov/34819534/
https://pubmed.ncbi.nlm.nih.gov/34830479/
https://pubmed.ncbi.nlm.nih.gov/34828443/
https://pubmed.ncbi.nlm.nih.gov/34797428/
https://pubmed.ncbi.nlm.nih.gov/34794930/
https://pubmed.ncbi.nlm.nih.gov/34773059/
https://pubmed.ncbi.nlm.nih.gov/32666119/
https://pubmed.ncbi.nlm.nih.gov/34750991/
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Miller, Manuela A Oestereicher, Kristina Pfannes, Birgit Rathkolb, Jan Rozman, Charlotte Sanders, Nadine 
Spielmann, Claudia Stoeger, Marten Szibor, Irina Treise, John H Walter, Wolfgang Wurst, Johannes A Mayr, 
Helmut Fuchs, Ulrich Gärtner, Ilka Wittig, Robert W Taylor, William G Newman, Holger Prokisch, Valerie Gailus-
Durner, Martin Hrabě de Angelis 

5. NOVEMBER 2021 (MITONET) 
Mitochondriale Erkrankungen 
Dtsch Arztebl Int. 2021 Nov 5 . >>PubMed-Link<< 
Thomas Klopstock, Claudia Priglinger, Ali Yilmaz, Cornelia Kornblum, Felix Distelmaier, Holger Prokisch 

4. NOVEMBER 2021 (NEOCYST) 
Early childhood height-adjusted total kidney volume as a risk marker of kidney survival in ARPKD 
Sci Rep. 2021 Nov 4.   >>PubMed-Link<< 
Kathrin Burgmaier, Samuel Kilian, Klaus Arbeiter, Bahriye Atmis, Anja Büscher, Ute Derichs, Ismail Dursun, Ali 
Duzova, Loai Akram Eid, Matthias Galiano, Michaela Gessner, Ibrahim Gokce, Karsten Haeffner, Nakysa 
Hooman, Augustina Jankauskiene, Friederike Körber, Germana Longo, Laura Massella, Djalila Mekahli, Gordana 
Miloševski-Lomić, Hulya Nalcacioglu, Rina Rus, Rukshana Shroff , Stella Stabouli, Lutz T Weber, Simone Wygoda, 
Alev Yilmaz, Katarzyna Zachwieja, Ilona Zagozdzon, Jörg Dötsch, Franz Schaefer, Max Christoph Liebau, 
ARegPKD Consortium 

4. NOVEMBER 2021 (GENERARE) 
SPRED2 loss-of-function causes a recessive Noonan syndrome-like phenotype 
Am J Hum Genet. 2021 Nov 4.   >>PubMed-Link<< 
Marialetizia Motta, Giulia Fasano, Sina Gredy, Julia Brinkmann, Adeline Alice Bonnard, Pelin Ozlem Simsek-
Kiper, Elif Yilmaz Gulec, Leila Essaddam, Gulen Eda Utine, Ingrid Guarnetti Prandi, Martina Venditti, Francesca 
Pantaleoni, Francesca Clementina Radio, Andrea Ciolfi, Stefania Petrini, Federica Consoli, Cédric Vignal, Denis 
Hepbasli, Melanie Ullrich, Elke de Boer, Lisenka E L M Vissers, Sami Gritli, Cesare Rossi, Alessandro De Luca, 
Saayda Ben Becher, Bruce D Gelb, Bruno Dallapiccola, Antonella Lauri, Giovanni Chillemi, Kai Schuh, Hélène 
Cavé, Martin Zenker, Marco Tartaglia 

2. NOVEMBER 2021 (ADDRESS) 
Analysis of the Li-Fraumeni Spectrum Based on an International Germline TP53 Variant Data Set: An 
International Agency for Research on Cancer TP53 Database Analysis 
JAMA Oncol. 2021 Oct 28.   >>PubMed-Link<< 
Christian P Kratz et al. 
DETAILS 

1. NOVEMBER 2021 (STOP-FSGS) 
Role of mTOR Signaling for Tubular Function and Disease 
Physiology (Bethesda). 2021 Nov 1.   >>PubMed-Link<< 
Florian Grahammer, Tobias B Huber, Ferruh Artunc 

1. NOVEMBER 2021 (TREAT-ION) 
Hyperexcitable interneurons trigger cortical spreading depression in an Scn1a migraine model 
J Clin Invest. 2021 Nov 1.   >>PubMed-Link<< 
Eva Auffenberg, Ulrike Bs Hedrich, Raffaella Barbieri, Daniela Miely, Bernhard Groschup, Thomas V Wuttke, 
Niklas Vogel, Philipp Lührs, Ilaria Zanardi, Sara Bertelli, Nadine Spielmann, Valerie Gailus-Durner, Helmut Fuchs, 
Martin Hrabě de Angelis, Michael Pusch, Martin Dichgans, Holger Lerche, Paola Gavazzo, Nikolaus Plesnila, 
Tobias Freilinger 

1. NOVEMBER 2021 (ADDRESS) 
Cluster of differentiation 33 single nucleotide polymorphism rs12459419 is a predictive factor in patients 
with nucleophosmin1-mutated acute myeloid leukemia receiving gemtuzumab ozogamicin 
Haematologica. 2021 Nov 1.   >>PubMed-Link<< 
Katrin Teich, Julia Krzykalla, Silke Kapp-Schwoerer, Verena I Gaidzik, Richard F Schlenk, Peter Paschka, Daniela 
Weber, Walter Fiedler, Michael W M Kühn, Thomas Schroeder, Karin Mayer, Michael Lübbert, Dhanya 
Ramachandran , Axel Benner, Arnold Ganser, Hartmut Döhner, Michael Heuser, Konstanze Döhner, Felicitas 
Thol 

  

https://pubmed.ncbi.nlm.nih.gov/34158150/
https://pubmed.ncbi.nlm.nih.gov/34737334/
https://pubmed.ncbi.nlm.nih.gov/34626534/
https://pubmed.ncbi.nlm.nih.gov/34709361/
https://www.research4rare.de/wp-content/uploads/2021/11/PoQ_IV-2021-ADDRESS_2.pdf
https://pubmed.ncbi.nlm.nih.gov/34514872/
https://pubmed.ncbi.nlm.nih.gov/34546973/
https://pubmed.ncbi.nlm.nih.gov/34047179/
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1. NOVEMBER 2021 (CONNECT-GENERATE) 
Encephalitis patient-derived monoclonal GABAA receptor antibodies cause epileptic seizures 
J Exp Med. 2021 Nov 1.   >>PubMed-Link<< 
Jakob Kreye, Sukhvir K Wright, Adriana van Casteren, Laura Stöffler, Marie-Luise Machule, S Momsen Reincke, 
Marc Nikolaus, Scott van Hoof, Elisa Sanchez-Sendin, Marie A Homeyer, César Cordero Gómez, Hans-Christian 
Kornau, Dietmar Schmitz, Angela M Kaindl, Philipp Boehm-Sturm, Susanne Mueller, Max A Wilson, Manoj A 
Upadhya, Divya R Dhangar, Stuart Greenhill, Gavin Woodhall, Paul Turko, Imre Vida, Craig C Garner, Jonathan 
Wickel, Christian Geis, Yuko Fukata, Masaki Fukata, Harald Prüss 

1. NOVEMBER 2021 (GAIN) 
BTK operates a phospho-tyrosine switch to regulate NLRP3 inflammasome activity 
J Exp Med. 2021 Nov 1.   >>PubMed-Link<< 
Zsófia Agnes Bittner, Xiao Liu, Maria Mateo Tortola, Ana Tapia-Abellán, Sangeetha Shankar, Liudmila Andreeva, 
Matthew Mangan, Marianne Spalinger, Hubert Kalbacher, Peter Düwell, Marta Lovotti, Karlotta Bosch, Sabine 
Dickhöfer, Ana Marcu, Stefan Stevanović, Franziska Herster, Yamel Cardona Gloria, Tzu-Hsuan Chang, Francesca 
Bork, Carsten L Greve, Markus W Löffler, Olaf-Oliver Wolz, Nadine A Schilling, Jasmin B Kümmerle-Deschner, 
Samuel Wagner, Anita Delor, Bodo Grimbacher, Oliver Hantschel, Michael Scharl, Hao Wu, Eicke Latz, 
Alexander N R Weber 

1. NOVEMBER 2021 (MYPRED) 
Recommendations for Diagnosis and Treatment of Children with Transient Abnormal Myelopoiesis (TAM) 
and Myeloid Leukemia in Down Syndrome (ML-DS) 
Klin Padiatr. 2021 Nov. >>PubMed-Link<< 
Sina Al-Kershi, Richard Golnik, Marius Flasinski, Katharina Waack, Mareike Rasche, Ursula Creutzig, Michael 
Dworzak, Dirk Reinhardt, Jan-Henning Klusmann 

1. NOVEMBER 2021 (MYPRED) 
Functional classification of RUNX1 variants in familial platelet disorder with associated myeloid malignancies 
Leukemia. 2021 Nov. >>PubMed-Link<< 
Melanie Decker, Tim Lammens, Alina Ferster, Miriam Erlacher, Ayami Yoshimi, Charlotte M Niemeyer, Martijn P 
T Ernst, Marc H G P Raaijmakers, Nicolas Duployez, Andreas Flaum, Doris Steinemann, Brigitte Schlegelberger, 
Thomas Illig, Tim Ripperger 

1. NOVEMBER 2021 (MYPRED) 
The RUNX1 database (RUNX1db): establishment of an expert curated RUNX1 registry and genomics database 
as a public resource for familial platelet disorder with myeloid malignancy 
Haematologica. 2021 Nov 1.   >>PubMed-Link<< 
Claire C Homan, Sarah L King-Smith, David M Lawrence, Peer Arts, Jinghua Feng, James Andrews, Mark 
Armstrong, Thuong Ha, Julia Dobbins, Michael W Drazer, Kai Yu, Csaba Bödör, Alan Cantor, Mario Cazzola, Erin 
Degelman, Courtney D DiNardo, Nicolas Duployez, Remi Favier, Stefan Fröhling, Jude Fitzgibbon, Jeffery M Klco, 
Alwin Krämer, Mineo Kurokawa, Joanne Lee, Luca Malcovati, Neil V Morgan, Georges Natsoulis, Carolyn Owen, 
Keyur P Patel, Claude Preudhomme, Hana Raslova, Hugh Rienhoff, Tim Ripperger, Rachael Schulte, Kiran 
Tawana, Elvira Velloso, Benedict Yan, Paul Liu, Lucy A Godley, Andreas W Schreiber, Christopher N Hahn, 
Hamish S Scott, Anna L Brown 

1. NOVEMBER 2021 (MITONET) 
Prevalence and clinical prediction of mitochondrial disorders in a large neuropediatric cohort 
J Exp Med. 2021 Nov 1.   >>PubMed-Link<< 
Amelie T van der Ven, Jessika Johannsen, Fanny Kortüm, Matias Wagner, Konstantinos Tsiakas, Tatjana 
Bierhals, Davor Lessel, Theresia Herget, Katja Kloth, Jasmin Lisfeld, Tasja Scholz, Nadia Obi, Saskia Wortmann, 
Holger Prokisch, Christian Kubisch, Jonas Denecke, René Santer, Maja Hempel 

1. NOVEMBER 2021 (NEOCYST) 
NPHP1 gene-associated nephronophthisis is associated with an occult retinopathy 
Kidney Int. 2021 Nov.   >>PubMed-Link<< 
Johannes Birtel, Georg Spital, Marius Book, Sandra Habbig, Sören Bäumner, Vera Riehmer, Bodo B Beck, David 
Rosenkranz, Hanno J Bolz, Mareike Dahmer-Heath, Philipp Herrmann, Jens König, Peter Charbel Issa 

https://pubmed.ncbi.nlm.nih.gov/34546336/
https://pubmed.ncbi.nlm.nih.gov/34554188/
https://pubmed.ncbi.nlm.nih.gov/34407551/
https://pubmed.ncbi.nlm.nih.gov/33692461/
https://pubmed.ncbi.nlm.nih.gov/34233450/
https://pubmed.ncbi.nlm.nih.gov/34490615/
https://pubmed.ncbi.nlm.nih.gov/34153329/
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28. OKTOBER 2021 (GENERARE) 
Inhibition of the RacGEF VAV3 by the small molecule IODVA1 impedes RAC signaling and overcomes 
resistance to tyrosine kinase inhibition in acute lymphoblastic leukemia 
Leukemia. 2021 Oct 28.   >>PubMed-Link<< 
Shailaja Hegde, Anjelika Gasilina, Mark Wunderlich, Yuan Lin, Marcel Buchholzer, Oliver H F Krumbach, 
Mohammad Akbarzadeh, Mohammad Reza Ahmadian, William Seibel, Yi Zheng, John P Perentesis, Benjamin E 
Mizukawa, Lisa Privette Vinnedge, José A Cancelas, Nicolas N Nassar 

27. OKTOBER 2021 (GENERARE) 
RHO GTPase-Related Long Noncoding RNAs in Human Cancers 
Cancers (Basel). 2021 Oct 27.   >>PubMed-Link<< 
Mahsa Saliani, Amin Mirzaiebadizi, Niloufar Mosaddeghzadeh, Mohammad Reza Ahmadian 

27. OKTOBER 2021 (MYPRED) 
The regulatory effect of hyaluronan on human mesenchymal stem cells‘ fate modulates their interaction 
with cancer cells in vitro 
Sci Rep. 2021 Oct 27.   >>PubMed-Link<< 
Christian Vogeley, Özer Degistirici, Sören Twarock, Jessica Wladarz, Oliver Reiners, Tobias Gorges, Jens W 
Fischer, Roland Meisel, Katharina Gorges 

25. OKTOBER 2021 (CONNECT-GENERATE) 
CSF Findings in Acute NMDAR and LGI1 Antibody-Associated Autoimmune Encephalitis 
EMBO Mol Med. 2021 Nov 8.   >>PubMed-Link<< 
Marc Dürr, Gunnar Nissen, Kurt-Wolfram Sühs, Philipp Schwenkenbecher , Christian Geis, Marius Ringelstein, 
Hans-Peter Hartung, Manuel A Friese, Max Kaufmann, Michael P Malter, Marie Madlener, Franziska S Thaler, 
Tania Kümpfel, Makbule Senel, Martin G Häusler, Hauke Schneider, Florian Then Bergh, Christoph Kellinghaus, 
Uwe K Zettl, Klaus-Peter Wandinger, Nico Melzer, Catharina C Gross, Peter Lange, Jens Dreyhaupt, Hayrettin 
Tumani, Frank Leypoldt, Jan Lewerenz, German Network for Research on Autoimmune Encephalitis 

22. OKTOBER 2021 (MITONET) 
Myopathic mitochondrial DNA depletion syndrome associated with biallelic variants in LIG3 
Brain. 2021 Oct 22.   >>PubMed-Link<< 
Federica Invernizzi, Andrea Legati, Alessia Nasca, Eleonora Lamantea, Barbara Garavaglia, Mirjana Gusic, 
Robert Kopajtich, Holger Prokisch, Massimo Zeviani, Costanza Lamperti, Daniele Ghezzi 

21. OKTOBER 2021 (MITONET) 
Autosomal dominant optic atrophy: A novel treatment for OPA1 splice defects using U1 snRNA adaption 
Mol Ther Nucleic Acids. 2021 Oct 21. >>PubMed-Link<< 
Christoph Jüschke, Thomas Klopstock, Claudia B Catarino, Marta Owczarek-Lipska, Bernd Wissinger, John 
Neidhardt 

18. OKTOBER 2021 (NEOCYST) 
Generation of an induced pluripotent stem cell line (DHMCi006-A) from a patient with autosomal recessive 
polycystic kidney disease (ARPKD) carrying a compound heterozygous missense mutation in the fibrocystin 
encoding PKHD1 gene 
Stem Cell Res. 2021 Oct 18.   >>PubMed-Link<< 
Theresa Leonie Fluhr, Mansoureh Tabatabaeifar, Hanna Syring, Gudrun Göhring, Franz Schaefer, Sabine Jung-
Klawitter 

16. OKTOBER 2021 (NEOCYST) 
Generation of an induced pluripotent stem cell line (DHMCi007-A) from a patient with autosomal recessive 
polycystic kidney disease (ARPKD) carrying a homozygous missense mutation in the fibrocystin-encoding 
PKHD1 gene 
Stem Cell Res. 2021 Oct 16.   >>PubMed-Link<< 
Mansoureh Tabatabaeifar, Theresa Leonie Fluhr, Hanna Syring, Gudrun Göhring, Franz Schaefer, Sabine Jung-
Klawitter 

15. OKTOBER 2021 (GAIN) 
The expansion of human T-bet high CD21 low B cells is T cell dependent 
Sci Immunol. 2021 Oct 15.   >>PubMed-Link<< 
Baerbel Keller et al. DETAILS 

https://pubmed.ncbi.nlm.nih.gov/34711926/
https://pubmed.ncbi.nlm.nih.gov/34771549/
https://pubmed.ncbi.nlm.nih.gov/34707175/
https://pubmed.ncbi.nlm.nih.gov/34750991/
https://pubmed.ncbi.nlm.nih.gov/34165507/
https://pubmed.ncbi.nlm.nih.gov/34853716/
https://pubmed.ncbi.nlm.nih.gov/34695767/
https://pubmed.ncbi.nlm.nih.gov/34688127/
https://pubmed.ncbi.nlm.nih.gov/34623902/
https://www.research4rare.de/wp-content/uploads/2021/10/PoQ_IV-2021-GAIN.pdf


 

Seite 7 
 

14. OKTOBER 2021 (MITONET) 
Multi-Omics Approach to Mitochondrial DNA Damage in Human Muscle Fibers 
Int J Mol Sci. 2021 Oct 14.   >>PubMed-Link<< 
Matthias Elstner, Konrad Olszewski, Holger Prokisch, Thomas Klopstock, Marta Murgia 

13. OKTOBER 2021 (CONNECT-GENERATE) 
Super-resolving Microscopy in Neuroscience 
Chem Rev. 2021 Oct 13.   >>PubMed-Link<< 
Christian Werner, Markus Sauer, Christian Geis 

7. OKTOBER 2021 (GAIN) 
Diagnostic Yield and Therapeutic Consequences of Targeted Next-Generation Sequencing in Sporadic Primary 
Immunodeficiency 
Int Arch Allergy Immunol. 2021 Oct 7.   >>PubMed-Link<< 
Georgios Sogkas, Natalia Dubrowinskaja, Katharina Schütz, Lars Steinbrück, Jasper Götting, Nicolaus Schwerk, 
Ulrich Baumann, Bodo Grimbacher, Torsten Witte, Reinhold E Schmidt, Faranaz Atschekzei 

5. OKTOBER 2021 (ADDRESS) 
Inhibition of USP28 overcomes Cisplatin-resistance of squamous tumors by suppression of the Fanconi 
anemia pathway 
Cell Death Differ. 2021 Oct 5.   >>PubMed-Link<< 
Cristian Prieto-Garcia, Oliver Hartmann, Michaela Reissland, Thomas Fischer, Carina R Maier, Mathias 
Rosenfeldt, Christina Schülein-Völk, Kevin Klann, Reinhard Kalb, Ivan Dikic, Christian Münch, Markus E 
Diefenbacher 

5. OKTOBER 2021 (NEOCYST) 
Is There a Functional Role of Mitochondrial Dysfunction in the Pathogenesis of ARPKD? 
Front Med (Lausanne). 2021 Oct 5.   >>PubMed-Link<< 
Max Christoph Liebau 

4. OKTOBER 2021 (GENERARE) 
Galloway-Mowat syndrome: New insights from bioinformatics and expression during Xenopus 
embryogenesis 
Gene Expr Patterns. 2021 Oct 4.   >>PubMed-Link<< 
Ernestine Treimer, Kathrin Niedermayer, Sven Schumann, Martin Zenker, Michael J Schmeisser, Susanne J Kühl 

1. OKTOBER 2021 (ADDRESS) 
Proportion of children with cancer that have an indication for genetic counseling and testing based on the 
cancer type irrespective of other features 
Fam Cancer. 2021 Oct.   >>Web-Link<< 
Thi Minh Kha Nguyen, Astrid Behnert, Torsten Pietsch, Christian Vokuhl, Christian Peter Kratz 

1. OKTOBER 2021 (TREATHSP.NET) 
Functional gait measures correlate to fear of falling, and quality of life in patients with Hereditary Spastic 
Paraplegia: A cross-sectional study 
Clin Neurol Neurosurg. 2021 Oct. >>PubMed-Link<< 
SarahHeiko Gaßner, Julia List, Christine F Martindale, Martin Regensburger, Jochen Klucken, Jürgen Winkler, 
Zacharias Kohl 

1. OKTOBER 2021 (CONNECT-GENERATE) 
Rituximab Treatment and Long-term Outcome of Patients With Autoimmune Encephalitis: Real-world 
Evidence From the GENERATE Registry 
Neurol Neuroimmunol Neuroinflamm. 2021 Oct 1.   >>PubMed-Link<< 
Franziska S Thaler, Luise Zimmermann, Stefan Kammermeier, Christine Strippel, Marius Ringelstein, Andrea 
Kraft, Kurt-Wolfram Sühs, Jonathan Wickel, Christian Geis, Robert Markewitz, Christian Urbanek, Claudia 
Sommer, Kathrin Doppler, Loana Penner, Jan Lewerenz, Rosa Rößling, Carsten Finke, Harald Prüss, Nico Melzer, 
Klaus-Peter Wandinger, Frank Leypoldt, Tania Kümpfel, German Network for Research on Autoimmune 
Encephalitis (GENERATE) 

  

https://pubmed.ncbi.nlm.nih.gov/34681740/
https://pubmed.ncbi.nlm.nih.gov/33752325/
https://pubmed.ncbi.nlm.nih.gov/34619682/
https://pubmed.ncbi.nlm.nih.gov/34611298/
https://pubmed.ncbi.nlm.nih.gov/34676227/
https://pubmed.ncbi.nlm.nih.gov/34619372/
https://link.springer.com/article/10.1007%2Fs10689-021-00234-4
https://pubmed.ncbi.nlm.nih.gov/34455170/
https://pubmed.ncbi.nlm.nih.gov/34599001/
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1. OKTOBER 2021 (MYPRED) 
Clinical evolution, genetic landscape and trajectories of clonal hematopoiesis in SAMD9/SAMD9L syndromes 
Nat Med. 2021 Oct.   >>PubMed-Link<< 
Sushree S Sahoo et al. 
DETAILS 

1. OKTOBER 2021 (STOP-FSGS) 
High salt diet-induced proximal tubular phenotypic changes and sodium-glucose cotransporter-2 expression 
are coordinated by cold shock Y-box binding protein-1 
FASEB J. 2021 Oct.   >>PubMed-Link<< 
Anja Bernhardt, Saskia Häberer, JingJing Xu, Hannah Damerau, Johannes Steffen, Charlotte Reichardt, 
Katharina Wolters, Hannes Steffen, Berend Isermann, Katrin Borucki, Nadine Artelt, Nicole Endlich, Renata 
Kozyraki, Sabine Brandt, Jonathan A Lindquist, Peter R Mertens 

1. OKTOBER 2021 (MITONET) 
Quantification of NADH:ubiquinone oxidoreductase (complex I) content in biological samples 
J Biol Chem. 2021 Oct.   >>PubMed-Link<< 
Fariha Ansari, Belem Yoval-Sánchez, Zoya Niatsetskaya, Sergey Sosunov, Anna Stepanova, Christian Garcia, 
Edward Owusu-Ansah, Vadim Ten, Ilka Wittig, Alexander Galkin 

1. OKTOBER 2021 (ADDRESS) 
Choose and stay on one out of two paths: distinction between clinical versus research genetic testing to 
identify cancer predisposition syndromes among patients with cancer 
Fam Cancer. 2021 Oct.   >>PubMed-Link<< 
Tim Ripperger, D Gareth Evans, David Malkin, Christian P Kratz 
joint publication ADDRess/MyPred 

1. OKTOBER 2021 (CONNECT-GENERATE) 
Analysis of autoantibody spectrum and human herpesvirus 6 in adult patients with ‚early‘ versus ‚late‘ 
diagnosis of ‚possible limbic encephalitis‘ 
Epilepsy Res. 2021 Oct.   >>PubMed-Link<< 
Annika Reimers, Chiara A Hummel, Anna Maria Eis-Hübinger, Rainer Surges, Pitt Niehusmann, Susanne Schoch, 
Albert J Becker, Julika Pitsch 

1. OKTOBER 2021 (ADDRESS) 
Overview of the Clinical Features of Li-Fraumeni Syndrome and the Current European ERN GENTURIS 
Guideline 
Geburtshilfe Frauenheilkd. 2021 Oct. 
Kratz Christian Peter, Steinke-Lange Verena, Spier Isabel, Aretz Stefan, Schroeck Evelin, Holinski-Feder Elke 

1. OKTOBER 2021 (MYPRED) 
Choose and stay on one out of two paths: distinction between clinical versus research genetic testing to 
identify cancer predisposition syndromes among patients with cancer 
Fam Cancer. 2021 Oct.   >>PubMed-Link<< 
Tim Ripperger, D Gareth Evans, David Malkin, Christian P Kratz 
joint publication ADDRess/MyPred 

1. OKTOBER 2021 (ADDRESS) 
Cancer in Children With Fanconi Anemia and Ataxia-Telangiectasia-A Nationwide Register-Based Cohort 
Study in Germany 
J Clin Oncol. 2021 Oct 1.   >>PubMed-Link<< 
Christina M Dutzmann et al. 
DETAILS 

1. OKTOBER 2021 (GAIN) 
Bowel Histology of CVID Patients Reveals Distinct Patterns of Mucosal Inflammation 
J Clin Immunol. 2021 Oct 1.   >>PubMed-Link<< 
Cornelia M van Schewick, David M Lowe, Siobhan O Burns, Sarita Workman, Andrew Symes, David Guzman, 
Fernando Moreira, Jennifer Watkins, Ian Clark, Bodo Grimbacher 

https://pubmed.ncbi.nlm.nih.gov/34621053/
https://www.research4rare.de/wp-content/uploads/2021/10/PoQ_IV-2021-MyPred.pdf
https://pubmed.ncbi.nlm.nih.gov/34533842/
https://pubmed.ncbi.nlm.nih.gov/34543622/
https://pubmed.ncbi.nlm.nih.gov/33576909/
https://pubmed.ncbi.nlm.nih.gov/34246119/
https://pubmed.ncbi.nlm.nih.gov/33576909/
https://pubmed.ncbi.nlm.nih.gov/34597127/
https://www.research4rare.de/wp-content/uploads/2021/10/PoQ_IV-2021-ADDRESS_1.pdf
https://pubmed.ncbi.nlm.nih.gov/34599484/
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1. OKTOBER 2021 (MITONET) 
Gene Therapies for the Treatment of Leber Hereditary Optic Neuropathy 
Int Ophthalmol Clin. 2021 Oct 1.   >>PubMed-Link<< 
José-Alain Sahel, Nancy J Newman, Patrick Yu-Wai-Man, Catherine Vignal-Clermont, Valerio Carelli, Valérie 
Biousse, Mark L Moster, Robert Sergott, Thomas Klopstock, Alfredo A Sadun, Laure Blouin, Barrett Katz, Magali 
Taiel 

1. OKTOBER 2021 (MITONET) 
Increased presence of nuclear DNAJA3 and upregulation of cytosolic STAT1 and of nucleic acid sensors trigger 
innate immunity in the ClpP-null mouse 
Neurogenetic. 2021 Oct. >>PubMed-Link<< 
Maletzko A., Key J., Wittig I., Gispert S., Koepf G., Canet-Pons J., Torres-Odio S., West A. P., Auburger G. 

30. SEPTEMBER 2021 (CONNECT-GENERATE) 
Long-Term Cognitive Outcome in Anti-N-Methyl-D-Aspartate Receptor Encephalitis 
Ann Neurol. 2021 Sep 30.   >>PubMed-Link<< 
Josephine Heine, Ute A Kopp, Johanna Klag, Christoph J Ploner, Harald Prüss, Carsten Finke 

29. SEPTEMBER 2021 (TREATHSP.NET) 
Preparing n-of-1 Antisense Oligonucleotide Treatments for Rare Neurological Diseases in Europe: Genetic, 
Regulatory, and Ethical Perspectives 
Nucleic Acid Ther. 2021 Sep 29.   >>PubMed-Link<< 
Matthis Synofzik, Willeke M C van Roon-Mom, Georg Marckmann, Hermine A van Duyvenvoorde, Holm 
Graessner, Rebecca Schüle, Annemieke Aartsma-Rus 

28. SEPTEMBER 2021 (CONNECT-GENERATE) 
Genome-wide Association Study Identifies 2 New Loci Associated With Anti-NMDAR Encephalitis 
Neurol Neuroimmunol Neuroinflamm. 2021 Sep 28.   >>PubMed-Link<< 
Anja K Tietz, Klemens Angstwurm, Tobias Baumgartner, Kathrin Doppler, Katharina Eisenhut, Martin Elisak, 
Andre Franke, Kristin S Golombeck, Robert Handreka, Max Kaufmann, Markus Kraemer, Andrea Kraft, Jan 
Lewerenz, Wolfgang Lieb, Marie Madlener, Nico Melzer, Hana Mojzisova, Peter Möller, Thomas Pfefferkorn, 
Harald Prüss, Kevin Rostásy, Margret Schnegelsberg, Ina Schröder, Kai Siebenbrodt, Kurt-Wolfram Sühs, 
Jonathan Wickel, Klaus-Peter Wandinger, Frank Leypoldt, Gregor Kuhlenbäumer, German Network for Research 
on Autoimmune Encephalitis (GENERATE) 

28. SEPTEMBER 2021 (GAIN) 
Novel aspects of regulatory T cell dysfunction as a therapeutic target in giant cell arteritis 
Ann Rheum Dis. 2021 Sep 28.   >>PubMed-Link<< 
Ignatius Ryan Adriawan, Faranaz Atschekzei, Oliver Dittrich-Breiholz, Panagiotis Garantziotis, Stefanie Hirsch, 
Linus Maximillian Risser, Maike Kosanke, Reinhold Ernst Schmidt, Torsten Witte, Georgios Sogkas 

26. SEPTEMBER 2021 (ADDRESS) 
Breast cancer characteristics and surgery among women with Li-Fraumeni syndrome in Germany-A 
retrospective cohort study 
Cancer Med. 2021 Sep 26.   >>PubMed-Link<< 
Nathalie Rippinger, Christine Fischer, Hans-Peter Sinn, Nicola Dikow, Christian Sutter, Kerstin Rhiem, Sabine 
Grill, Friedrich W Cremer, Huu P Nguyen, Nina Ditsch, Karin Kast, Simone Hettmer, Christian P Kratz, Sarah 
Schott 

23. SEPTEMBER 2021 (STOP-FSGS) 
Increased rejection rates in kidney transplantations during the COVID-19 pandemic 
Transpl Int. 2021 Sep 23.   >>PubMed-Link<< 
Christian Schmidt-Lauber, Melissa Spoden, Tobias B Huber, Christian Günster, Florian Grahammer 

22. SEPTEMBER 2021 (GAIN) 
Early-onset, fatal interstitial lung disease in STAT3 gain-of-function patients 
Pediatr Pulmonol. 2021 Sep 22.   >>PubMed-Link<< 
Florian Gothe, Jonathan Gehrig, Christina Katharina Rapp, Katrin Knoflach, Simone Reu-Hofer, Florian Länger, 
Dirk Schramm, Julia Ley-Zaporozhan, Stephan Ehl, Nicolaus Schwerk, Laura Faletti, Matthias Griese 

https://pubmed.ncbi.nlm.nih.gov/34584057/
https://pubmed.ncbi.nlm.nih.gov/34345994/
https://pubmed.ncbi.nlm.nih.gov/34595771/
https://pubmed.ncbi.nlm.nih.gov/34591693/
https://pubmed.ncbi.nlm.nih.gov/34584012/
https://pubmed.ncbi.nlm.nih.gov/34583923/
https://pubmed.ncbi.nlm.nih.gov/34569185/
https://pubmed.ncbi.nlm.nih.gov/34555224/
https://pubmed.ncbi.nlm.nih.gov/34549903/
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20. SEPTEMBER 2021 (CONNECT-GENERATE) 
Multimodal electrophysiological analyses reveal that reduced synaptic excitatory neurotransmission 
underlies seizures in a model of NMDAR antibody-mediated encephalitis 
Commun Biol. 2021 Sep 20.   >>PubMed-Link<< 
Sukhvir K Wright, Richard E Rosch, Max A Wilson, Manoj A Upadhya, Divya R Dhangar, Charlie Clarke-Bland, 
Tamara T Wahid, Sumanta Barman, Norbert Goebels, Jakob Kreye, Harald Prüss, Leslie Jacobson, Danielle S 
Bassett, Angela Vincent, Stuart D Greenhill, Gavin L Woodhall 

13. SEPTEMBER 2021 (GENERARE) 
KRAS-related long noncoding RNAs in human cancers 
Cancer Gene Ther. 2021 Sep 6. >>PubMed-Link<< 
Mahsa Saliani, Amin Mirzaiebadizi, Ali Javadmanesh, Akram Siavoshi, Mohammad Reza Ahmadian 

10. SEPTEMBER 2021 (HICHOL) 
Intrahepatic cholestasis of pregnancy in conjunction with a frameshift deletion in FGFR4 
Clin Res Hepatol Gastroenterol. 2021 Sep 10.   >>PubMed-Link<< 
Syeda Saima Batool, Marc Dauer, Susanne Nicole Weber, Roman Liebe, Frank Lammert, Matthias Christian 
Reichert 

9. SEPTEMBER 2021 (TREAT-ION) 
Therapeutic Potential of Sodium Channel Blockers as a Targeted Therapy Approach in KCNA1-Associated 
Episodic Ataxia and a Comprehensive Review of the Literature 
Front Neurol. 2021 Sep 9.   >>PubMed-Link<< 
Stephan Lauxmann, Lukas Sonnenberg, Nils A Koch, Christian Bosselmann, Natalie Winter, Niklas Schwarz, 
Thomas V Wuttke, Ulrike B S Hedrich, Yuanyuan Liu, Holger Lerche, Jan Benda, Josua Kegele 

6. SEPTEMBER 2021 (MYPRED) 
Induced Pluripotent Stem Cells to Model Juvenile Myelomonocytic Leukemia: New Perspectives for 
Preclinical Research 
Cells. 2021 Sep 6.   >>PubMed-Link<< 
Zeinab Wehbe, Foued Ghanjati, Christian Flotho 

6. SEPTEMBER 2021 (STOP-FSGS) 
Multiorgan tropism of SARS-CoV-2 lineage B.1.1.7 
Int J Legal Med. 2021 Sep 6.   >>PubMed-Link<< 
Benjamin Ondruschka, Fabian Heinrich, Maja Lindenmeyer, Carolin Edler, Dustin Möbius, Jan Czogalla, Axel 
Heinemann, Fabian Braun, Martin Aepfelbacher, Marc Lütgehetmann, Tobias B Huber 

3. SEPTEMBER 2021 (GENERARE) 
Criss-crossing autism spectrum disorder and adult neurogenesis 
J Neurochem. 2021 Sep 3.   >>PubMed-Link<< 
Frank Bicker, Leonardo Nardi, Jannik Maier, Verica Vasic, Michael J Schmeisser 

1. SEPTEMBER 2021 (NEOCYST) 
Refining genotype-phenotype correlations in 304 patients with autosomal recessive polycystic kidney disease 
and PKHD1 gene variants 
Kidney Int. 2021 Sep. >>PubMed-Link<< 
Burgmaier, K., Brinker, L., Erger, F., Beck, B. B., Benz, M. R., Bergmann, C., Boyer, O., Collard, L., Dafinger, C., 
Fila, M., Kowalewska, C., Lange-Sperandio, B., Massella, L., Mastrangelo, A., Mekahli, D., Miklaszewska, M., 
Ortiz-Bruechle, N., Patzer, L., Prikhodina, L., Ranchin, B., Ranguelov, N., Schild, R., Seeman, T., Sever, L., Sikora, 
P., Szczepanska, M., Teixeira, A., Thumfart, J., Uetz, B., Weber, L. T., Wuhl, E., Zerres, K., Dotsch, J., Schaefer, F., 
Liebau, M. C., Escape Study Grp, G. P. N. Study Grp, A. RegPKD Consortium 
DETAILS 

1. SEPTEMBER 2021 (NEOCYST) 
Systematic evaluation of olfaction in patients with hereditary cystic kidney diseases/renal ciliopathies 
J Med Genet. 2021 Sep. >>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 

https://pubmed.ncbi.nlm.nih.gov/34545200/
https://pubmed.ncbi.nlm.nih.gov/34489556/
https://pubmed.ncbi.nlm.nih.gov/34517148/
https://pubmed.ncbi.nlm.nih.gov/34566847/
https://pubmed.ncbi.nlm.nih.gov/34571984/
https://pubmed.ncbi.nlm.nih.gov/34486072/
https://pubmed.ncbi.nlm.nih.gov/34478569/
https://pubmed.ncbi.nlm.nih.gov/33940108/
https://www.research4rare.de/wp-content/uploads/2021/09/PoQ_III-2021-NEOCYST.pdf
https://pubmed.ncbi.nlm.nih.gov/32917769/
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1. SEPTEMBER 2021 (HICHOL) 
Downregulation of TGR5 (GPBAR1) in biliary epithelial cells contributes to the pathogenesis of sclerosing 
cholangitis 
J Hepatol. 2021 Sep. >>PubMed-Link<< 
Reich, M., Spomer, L., Klindt, C., Fuchs, K., Stindt, J., Deutschmann, K., Hohne, J., Liaskou, E., Hov, J. R., Karlsen, 
T. H., Beuers, U., Verheij, J., Ferreira-Gonzalez, S., Hirschfield, G., Forbes, S. J., Schramm, C., Esposito, I., 
Nierhoff, D., Fickert, P., Fuchs, C. D., Trauner, M., Garcia-Beccaria, M., Gabernet, G., Nahnsen, S., Mallm, J. P., 
Vogel, M., Schoonjans, K., Lautwein, T., Kohrer, K., Haussinger, D., Luedde, T., Heikenwalder, M., Keitel, V. 

1. SEPTEMBER 2021 (GENERARE) 
Rigosertib elicits potent anti-tumor responses in colorectal cancer by inhibiting Ras signaling pathway 
Cell Signal. 2021 Sep.  >>PubMed-Link<< 
Rahmani, F.,  Hashemzehi, M., Avan, A., Barneh, F., Asgharzadeh, F., Marjaneh, R. M., Soleimani, A., Parizadeh, 
M., Ferns, G. A., Mobarhan, M. G., Ryzhikov, M., Afshari, A. R., Ahmadian, M. R., Giovannetti, E., Jafari, M., 
Khazaei, M., Hassanian, S. M. 

1. SEPTEMBER 2021 (CONNECT-GENERATE) 
Association Between Neuronal Autoantibodies and Cognitive Impairment in Patients With Lung Cancer 
JAMA Oncol. 2021 Sep 1.   >>PubMed-Link<< 
Bartels F, Wandrey MM, Aigner A, Strönisch T, Farmer K, Rentzsch K, Tessmer A, Grohé C, Finke C 
DETAILS 

1. SEPTEMBER 2021 (MITONET) 
Cross-Sectional Analysis of Baseline Visual Parameters in Subjects Recruited Into the RESCUE and REVERSE 
ND4-LHON Gene Therapy Studies 
J Neuroophthalmol. 2021 Sep 1.   >>PubMed-Link<< 
Mark L Moster, Robert C Sergott, Nancy J Newman, Patrick Yu-Wai-Man, Valerio Carelli, Molly Scannell Bryan, 
Gerard Smits, Valérie Biousse, Catherine Vignal-Clermont, Thomas Klopstock, Alfredo A Sadun, Adam A DeBusk, 
Michele Carbonelli, Rabih Hage, Siegfried Priglinger, Rustum Karanjia, Laure Blouin, Magali Taiel, Barrett Katz, 
José Alain Sahel, LHON study group 
 
1. SEPTEMBER 2021 (TREAT-ION) 
4-Aminopyridine is a promising treatment option for patients with gain-of-function KCNA2-encephalopathy 
Science Translational Medicine. 2021 Sep. >>PubMed-Link<< 
U. B. S. Hedrich, S. Lauxmann, M. Wolff, M. Synofzik, T. Bast, A. Binelli, J. M. Serratosa, P. Martínez-Ulloa, N. M. 
Allen, M. D. King, K. M. Gorman, B. B. Zeev, M. Tzadok, L. Wong-Kisiel, D. Marjanovic, G. Rubboli, S. M. Sisodiya, 
F. Lutz, H. P. Ashraf, K. Torge, P. Yan, C. Bosselmann, N. Schwarz, M. Fudali, H. Lerche 
DETAILS 

26. AUGUST 2021 (TREATHSP.NET) 
Generation and characterization of an endogenously tagged SPG11-human iPSC line by CRISPR/Cas9 
mediated knock-in 
Stem Cell Res. 2021 Aug 26.   >>PubMed-Link<< 
Laura Krumm, Tatyana Pozner, Johanna Kaindl, Martin Regensburger, Claudia Günther, Soeren Turan, Reza 
Asadollahi, Anita Rauch, Beate Winner 

25. AUGUST 2021 (TREAT-ION) 
Genotype-phenotype correlations in SCN8A-related disorders reveal prognostic and therapeutic implications 
Brain. 2021 Aug 25. >>PubMed-Link<< 
Katrine M Johannesen, Yuanyuan Liu, Mahmoud Koko, Cathrine E Gjerulfsen, Lukas Sonnenberg, Julian 
Schubert, Christina D Fenger, Ahmed Eltokhi, Maert Rannap, Nils A Koch, Stephan Lauxmann, Johanna Krüger, 
Josua Kegele, Laura Canafoglia, Silvana Franceschetti, Thomas Mayer, Johannes Rebstock, Pia Zacher, Susanne 
Ruf, Michael Alber, Katalin Sterbova, Petra Lassuthová, Marketa Vlckova, Johannes R Lemke, Konrad Platzer, 
Ilona Krey, Constanze Heine, Dagmar Wieczorek, Judith Kroell-Seger, Caroline Lund, Karl Martin Klein, P Y Billie 
Au, Jong M Rho, Alice W Ho, Silvia Masnada, Pierangelo Veggiotti, Lucio Giordano, Patrizia Accorsi, Christina E 
Hoei-Hansen, Pasquale Striano, Federico Zara, Helene Verhelst, Judith S Verhoeven, Bert van der Zwaag, Aster 
V E Harder, Eva Brilstra, Manuela Pendziwiat, Sebastian Lebon, Maria Vaccarezza, Ngoc Minh Le, Jakob 
Christensen, Sabine Grønborg, Stephen W Scherer, Jennifer Howe, Walid Fazeli, Katherine B Howell, Richard 
Leventer, Chloe Stutterd, Sonja Walsh, Marion Gerard, Bénédicte Gerard, Sara Matricardi, Claudia M Bonardi, 

https://pubmed.ncbi.nlm.nih.gov/33872692/
https://pubmed.ncbi.nlm.nih.gov/34214591/
https://pubmed.ncbi.nlm.nih.gov/34196651/
https://www.research4rare.de/wp-content/uploads/2021/09/PoQ_III-2021-CONNECT-GENERATE.pdf
https://pubmed.ncbi.nlm.nih.gov/34310464/
https://pubmed.ncbi.nlm.nih.gov/34516822/
https://www.research4rare.de/wp-content/uploads/2021/09/PoQIII-2021-TREAT-ION.pdf
https://pubmed.ncbi.nlm.nih.gov/34479069/
https://pubmed.ncbi.nlm.nih.gov/34431999/
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Stefano Sartori, Andrea Berger, Dorota Hoffman-Zacharska, Massimo Mastrangelo, Francesca Darra, Arve Vøllo, 
M Mahdi Motazacker, Phillis Lakeman, Mathilde Nizon, Cornelia Betzler, Cecilia Altuzarra, Roseline Caume, 
Agathe Roubertie, Philippe Gélisse, Carla Marini, Renzo Guerrini, Frederic Bilan, Daniel Tibussek, Margarete 
Koch-Hogrebe, M Scott Perry, Shoji Ichikawa, Elena Dadali, Artem Sharkov, Irina Mishina, Mikhail Abramov, Ilya 
Kanivets, Sergey Korostelev, Sergey Kutsev, Karen E Wain, Nancy Eisenhauer, Monisa Wagner, Juliann M Savatt, 
Karen Müller-Schlüter, Haim Bassan, Artem Borovikov, Marie-Cecile Nassogne, Anne Destrée, An-Sofie 
Schoonjans, Marije Meuwissen, Marga Buzatu, Anna Jansen, Emmanuel Scalais, Siddharth Srivastava, Wen-
Hann Tan, Heather E Olson, Tobias Loddenkemper, Annapurna Poduri, Katherine L Helbig, Ingo Helbig, Mark P 
Fitzgerald, Ethan M Goldberg, Timo Roser, Ingo Borggraefe, Tobias Brünger, Patrick May, Dennis Lal, Damien 
Lederer, Guido Rubboli, Henrike O Heyne, Gaetan Lesca, Ulrike B S Hedrich, Jan Benda, Elena Gardella, Holger 
Lerche, Rikke S Møller 

24. AUGUST 2021 (CONNECT-GENERATE) 
Intrathecal Antibody Production Against Epstein-Barr, Herpes Simplex, and Other Neurotropic Viruses in 
Autoimmune Encephalitis 
Neurol Neuroimmunol Neuroinflamm. 2021 Aug 24.   >>PubMed-Link<< 
Philipp Schwenkenbecher, Thomas Skripuletz, Peter Lange, Marc Dürr, Felix F Konen, Nora Möhn, Marius 
Ringelstein, Til Menge, Manuel A Friese, Nico Melzer, Michael P Malter, Martin Häusler, Franziska S Thaler, 
Martin Stangel, Jan Lewerenz, Kurt-Wolfram Sühs, German Network for Research on Autoimmune Encephalitis 

20. AUGUST 2021 (STOP-FSGS) 
Intercellular cGAMP transmission induces innate immune activation and tissue inflammation in Trex1 
deficiency 
iScience. 2021 Jul 9. >>PubMed-Link<< 
Jutte, B. B., Krollmann, C., Cieslak, K., Koerber, R. M., Boor, P., Graef, C. M., Bartok, E., Wagner, M., Carell, T., 
Landsberg, J., Aymans, P., Wenzel, J., Brossart, P., Teichmann, L. L. 

13. AUGUST 2021 (CONNECT-GENERATE) 
Structural and functional ramifications of antigenic drift in recent SARS-CoV-2 variants 
Science. 2021 Aug 13. >>PubMed-Link<< 
Meng Yuan, Deli Huang, Chang-Chun D Lee, Nicholas C Wu, Abigail M Jackson, Xueyong Zhu, Hejun Liu, 
Linghang Peng, Marit J van Gils, Rogier W Sanders, Dennis R Burton, S Momsen Reincke, Harald Prüss, Jakob 
Kreye, David Nemazee, Andrew B Ward, Ian A Wilson 

13. AUGUST 2021 (GAIN) 
NBAS Variants Are Associated with Quantitative and Qualitative NK and B Cell Deficiency 
J Clin Immunol. 2021 Aug 13. >>PubMed-Link<< 
Lenz, D., Pahl, J., Hauck, F., Alameer, S., Balasubramanian, M., Baric, I., Boy, N., Church, J. A., Crushell, E., Dick, 
A., Distelmaier, F., Gujar, J., Indolfi, G., Lurz, E., Peters, B., Schwerd, T., Serranti, D., Kolker, S., Klein, C., 
Hoffmann, G. F., Prokisch, H., Greil, J., Cerwenka, A., Giese, T., Staufner, C. 

12. AUGUST 2021 (NEOCYST) 
Systematic review on outcomes used in clinical research on autosomal recessive polycystic kidney disease-
are patient-centered outcomes our blind spot? 
Pediatr Nephrol. 2021 Aug 12. >>PubMed-Link<< 
Gimpel, C., Liebau, M. C., Schaefer, F. 

8. AUGUST 2021 (TREAT-ION) 
Machine learning-based identification and characterization of 15 novel pathogenic SUOX missense mutations 
Mol Genet Metab. Sep-Oct 2021.   >>PubMed-Link<< 
Alexander Tobias Kaczmarek, Nike Bahlmann, Besarta Thaqi, Patrick May, Guenter Schwarz 

6. AUGUST 2021 (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.   >>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 

https://pubmed.ncbi.nlm.nih.gov/34429365/
https://pubmed.ncbi.nlm.nih.gov/34368651/
https://pubmed.ncbi.nlm.nih.gov/34016740/
https://pubmed.ncbi.nlm.nih.gov/34386911/
https://pubmed.ncbi.nlm.nih.gov/34386850/
https://pubmed.ncbi.nlm.nih.gov/34420858/
https://pubmed.ncbi.nlm.nih.gov/32707086/


 

Seite 13 
 

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 
joint publication mitoNET/TreatHSP.net 
DETAILS 

1. AUGUST 2021 (GAIN) 
TACI deficiency – a complex system out of balance 
Curr Opin Immunol. 2021 Aug. >>PubMed-Link<< 
Ulrich Salzer, Bodo Grimbacher 

1. AUGUST 2021 (STOP-FSGS) 
Multisystemic Cellular Tropism of SARS-CoV-2 in Autopsies of COVID-19 Patients 
Cells. 2021 Aug. >>PubMed-Link<< 
Wong, D. W. L., Klinkhammer, B. M., Djudjaj, S., Villwock, S., Timm, M. C., Buhl, E. M., Wucherpfennig, S., 
Cacchi, C., Braunschweig, T., Knuchel-Clarke, R., Jonigk, D., Werlein, C., Bulow, R. D., Dahl, E., Von Stillfried, S., 
Boor, P. 

1. AUGUST 2021 (HICHOL) 
Kapitel 50 – Behandlung progressiv-familiärer intrahepatischer Cholestasen (PFIC) 
in: Therapie-Handbuch – Gastroenterologie und Hepatologie, 2021. >>ScienceDirect-Link<< 
Verena Keitel-Anselmino 

1. AUGUST 2021 (STOP-FSGS) 
Deep-Learning-Driven Quantification of Interstitial Fibrosis in Digitized Kidney Biopsies 
Am J Pathol. 2021 Aug.   >>PubMed-Link<< 
Yi Zheng, Clarissa A Cassol, Saemi Jung, Divya Veerapaneni, Vipul C Chitalia, Kevin Y M Ren, Shubha S Bellur, 
Peter Boor, Laura M Barisoni, Sushrut S Waikar, Margrit Betke, Vijaya B Kolachalama 

1. AUGUST 2021 (GAIN) 
TACI deficiency – a complex system out of balance 
Curr Opin Immunol. 2021 Aug. >>PubMed-Link<< 
Salzer, U, Grimbacher, B 

1. AUGUST 2021 (MITONET) 
Pathogenic variants in MRPL44 cause infantile cardiomyopathy due to a mitochondrial translation defect 
Mol Genet Metab. 2021 Aug.   >>PubMed-Link<< 
Marisa W Friederich, Gabrielle C Geddes, Saskia B Wortmann, Ann Punnoose, Eric Wartchow, Kaz M Knight, 
Holger Prokisch, Geralyn Creadon-Swindell, Johannes A Mayr, Johan L K Van Hove 

1. AUGUST 2021 (GAIN) 
Abatacept for treatment-refractory pediatric CTLA4-haploinsufficiency 
Clin Immunol. 2021 Aug. >>PubMed-Link<< 
Lanz, A. L., Riester, M., Peters, P., Schwerd, T., Lurz, E., Hajji, M. S., Rohlfs, M., Ley-Zaporozhan, J., Walz, C., 
Kotlarz, D., Klein, C., Albert, M. H., Hauck, F. 

28. JULI 2021 (DYSTRACT) 
A Multi-center Genome-wide Association Study of Cervical Dystonia 
Mov. Disord. 2021 Jul 28. >>PubMed-Link<< 
Sun YV, Li CC, Hui Q, Huang YF, Barbano R, Rodriguez R, Malaty IA, Reich S, Bambarger K, Holmes K, Jankovic J, 
Patel NJ, Roze E, Vidailhet M, Berman BD, LeDoux MS, Espay AJ, Agarwal P, Pirio-Richardson S, Frank SA, Ondo 
WG, Saunders-Pullman R, Chouinard S, Natividad S, Berardelli A, Pantelyat AY, Brashear A, Fox SH, Kasten M, 
Kramer UM, Neis M, Baumer T, Loens S, Borsche M, Zittel S, Maurer A, Gelderblom M, Volkmann J, Odorfer T, 
Kuhn AA, Borngraber F, Konig IR, Cruchaga C, Cotton AC, Kilic-Berkmen G, Freeman A, Factor SA, Scorr L, 
Bremner JD, Vaccarino V, Quyyumi AA, Klein C, Perlmutter JS, Lohmann K, Jinnah HA. 

  

https://www.research4rare.de/wp-content/uploads/2020/08/PoQ_III-2020-TreatHSPnet_mitoNET.pdf
https://pubmed.ncbi.nlm.nih.gov/34247095/
https://pubmed.ncbi.nlm.nih.gov/34440669/
https://www.sciencedirect.com/science/article/pii/B9783437238475000508
https://pubmed.ncbi.nlm.nih.gov/34033750/
https://pubmed.ncbi.nlm.nih.gov/34247095/
https://pubmed.ncbi.nlm.nih.gov/34140213/
https://pubmed.ncbi.nlm.nih.gov/34116213/
https://pubmed.ncbi.nlm.nih.gov/34320236/
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26. JULI 2021 (MITONET) 
A novel cryptic splice site mutation in COL1A2 as a cause of osteogenesis imperfecta 
Bone Rep. 2021 Jul 26.   >>PubMed-Link<< 
Ahmed El-Gazzar, Johannes A Mayr, Barbara Voraberger, Karin Brugger, Stéphane Blouin, Katharina Tischlinger, 
Hans-Christoph Duba, Holger Prokisch, Nadja Fratzl-Zelman, Wolfgang Högler 

21. JULI 2021 (MITONET) 
Complexome Profiling: Assembly and Remodeling of Protein Complexes 
Int J Mol Sci. 2021 Jul 21. >>PubMed-Link<< 
Ilka Wittig, Pedro Felipe Malacarne 

20. JULI 2021 (MITONET) 
Robust Huber-LASSO for improved prediction of protein, metabolite and gene expression levels relying on 
individual genotype data 
Brief Bioinform. 2021 Jul 20.   >>PubMed-Link<< 
Heike Deutelmoser, Dominique Scherer, Hermann Brenner, Melanie Waldenberger, INTERVAL study; Karsten 
Suhre, Gabi Kastenmüller, Justo Lorenzo Bermejo 

20. JULI 2021 (MITONET) 
Natural History of Polymerase Gamma-Related Ataxia 
Mov Disord. 2021 Jul 20.   >>PubMed-Link<< 
Friedemann Bender, Dagmar Timmann, Bart P van de Warrenburg, Astrid D Adarmes-Gómez, Benjamin Bender, 
Andreas Thieme, Matthis Synofzik, Ludger Schöls 

13. JULI 2021 (MYPRED) 
Current Treatment of Juvenile Myelomonocytic Leukemia 
J Clin Med. 2021 Jul 13.   >>PubMed-Link<< 
Christina Mayerhofer, Charlotte M Niemeyer, Christian Flotho 

11. JULI 2021 (STOP-FSGS) 
Macrophage migration inhibitory factor exerts pro-proliferative and anti-apoptotic effects via CD74 in 
murine hepatocellular carcinoma 
Br J Pharmacol. 2021 Jul 11. >>PubMed-Link<< 
Wirtz, T. H., Saal, A., Bergmann, I., Fischer, P., Heinrichs, D., Brandt, E. F., Koenen, M. T., Djudjaj, S., Schneider, 
K.M., Boor, P., Bucala, R., Weiskirchen, R., Bernhagen, J., Trautwein, C., Berres, M. L. 

9. JULI 2021 (MYPRED) 
Hematopoietic stem cell transplantation in children and adolescents with GATA2-related myelodysplastic 
syndrome 
Bone Marrow Transplant. 2021 Jul 9.   >>PubMed-Link<< 
Rachel Bortnick, Marcin Wlodarski, Valerie de Haas, Barbara De Moerloose, Michael Dworzak, Henrik Hasle, 
Riccardo Masetti, Jan Starý, Dominik Turkiewicz, Marek Ussowicz, Emilia Kozyra, Michael Albert, Peter Bader, 
Victoria Bordon, Gunnar Cario, Rita Beier, Johannes Schulte, Dorine Bresters, Ingo Müller, Herbert Pichler, Petr 
Sedlacek, Martin G Sauer, Marco Zecca, Gudrun Göhring, Ayami Yoshimi, Peter Noellke, Miriam Erlacher, 
Franco Locatelli, Charlotte M Niemeyer, Brigitte Strahm, for EWOG-MDS 

9. JULI 2021 (STOP-FSGS) 
Validation of a Prospective Urinalysis-Based Prediction Model for ICU Resources and Outcome of COVID-19 
Disease: A Multicenter Cohort Study 
J Clin Med. 2021 Jul 9.   >>PubMed-Link<< 
Oliver Gross, Onnen Moerer, Thomas Rauen, Jan Böckhaus, Elion Hoxha, Achim Jörres, Matthias Kamm, Amin 
Elfanish, Wolfram Windisch, Michael Dreher, Juergen Floege, Stefan Kluge, Christian Schmidt-Lauber, Jan-Eric 
Turner, Samuel Huber, Marylyn M Addo, Simone Scheithauer, Tim Friede, Gerald S Braun, Tobias B Huber, 
Sabine Blaschke 

8. JULI 2021 (TREAT-ION) 
Genetics of Paroxysmal Dyskinesia: Novel Variants Corroborate the Role of KCNA1 in Paroxysmal Dyskinesia 
and Highlight the Diverse Phenotypic Spectrum of KCNA1- and SLC2A1-Related Disorders 
Front Neurol. 2021 Jul 8.   >>PubMed-Link<< 
Josua Kegele, Johanna Krüger, Mahmoud Koko, Lara Lange, Ana Victoria Marco Hernandez, Francisco Martinez, 
Alexander Münchau, Holger Lerche, Stephan Lauxmann 

https://pubmed.ncbi.nlm.nih.gov/34381850/
https://pubmed.ncbi.nlm.nih.gov/34360575/
https://pubmed.ncbi.nlm.nih.gov/33063116/
https://pubmed.ncbi.nlm.nih.gov/34288125/
https://pubmed.ncbi.nlm.nih.gov/34300250/
https://pubmed.ncbi.nlm.nih.gov/34250589/
https://pubmed.ncbi.nlm.nih.gov/34244664/
https://pubmed.ncbi.nlm.nih.gov/34300217/
https://pubmed.ncbi.nlm.nih.gov/34305802/
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7. JULI 2021 (TREATHSP.NET) 
Axon-Specific Mitochondrial Pathology in SPG11 Alpha Motor Neurons 
Front Neurosci. 2021 Jul 7. >>PubMed-Link<< 
Fabian Güner, Tatyana Pozner, Florian Krach, Iryna Prots, Sandra Loskarn, Ursula Schlötzer-Schrehardt, Jürgen 
Winkler, Beate Winner, Martin Regensburger 

7. JULI 2021 (GENERARE) 
The intramolecular allostery of GRB2 governing its interaction with SOS1 is modulated by phosphotyrosine 
ligands 
Biochem J. 2021 Jul 7. >>PubMed-Link<< 
Jasemi, N. S. K., Herrmann, C., Estirado, E. M., Gremer, L., Willbold, D., Brunsveld, L., Dvorsky, R., Ahmadian, M. 
R. 

6. JULI 2021 (NEOCYST) 
DLG5 variants are associated with multiple congenital anomalies including ciliopathy phenotypes 
J Med Genet. 2021 Jul. >>PubMed-Link<< 
Jonathan Marquez, Nina Mann, Kathya Arana, Engin Deniz, Weizhen Ji, Monica Konstantino, Emily K Mis, Charu 
Deshpande, Lauren Jeffries, Julie McGlynn, Hannah Hugo, Eugen Widmeier, Martin Konrad, Velibor Tasic, 
Raffaella Morotti , Julia Baptista, Sian Ellard, Saquib Ali Lakhani, Friedhelm Hildebrandt, Mustafa K Khokha 

5. JULI 2021 (GAIN) 
B cell depletion impairs vaccination-induced CD8 + T cell responses in a type I interferon-dependent manner 
Ann Rheum Dis. 2021 Jul 5.   >>PubMed-Link<< 
Theresa Graalmann, Katharina Borst, Himanshu Manchanda, Lea Vaas, Matthias Bruhn, Lukas Graalmann, 
Mario Koster, Murielle Verboom, Michael Hallensleben, Carlos Alberto Guzmán, Gerd Sutter, Reinhold E 
Schmidt, Torsten Witte, Ulrich Kalinke 

1. JULI 2021 (CONNECT-GENERATE) 
ATR regulates neuronal activity by modulating presynaptic firing 
Nat Commun. 2021 Jul 1. >>PubMed-Link<< 
Murat Kirtay, Josefine Sell, Christian Marx, Holger Haselmann, Mihai Ceanga, Zhong-Wei Zhou, Vahid Rahmati, 
Joanna Kirkpatrick, Katrin Buder, Paulius Grigaravicius, Alessandro Ori, Christian Geis, Zhao-Qi Wang 

1. JULI 2021 (CONNECT-GENERATE) 
Autoimmune Global Amnesia as Manifestation of AMPAR Encephalitis and Neuropathologic Findings 
Neurol Neuroimmunol Neuroinflamm. 2021 Jul.   >>PubMed-Link<< 
Gerda Ricken, Tobias Zrzavy, Stefan Macher, Patrick Altmann, Johannes Troger, Kim Kristin Falk, Andreas Kiefer, 
Andreas Fichtenbaum, Goran Mitulovic, Helmut Kubista, Klaus-Peter Wandinger, Paulus Rommer, Thorsten 
Bartsch, Thomas Berger, Jörg Weber, Frank Leypoldt, Romana Höftberger 

1. JULI 2021 (MITONET) 
Mitochondrial disease in adults: recent advances and future promise 
Lancet Neurol. 2021 Jul. >>PubMed-Link<< 
Ng, Y. S., Bindoff, L. A., Gorman, G. S., Klopstock, T., Kornblum, C., Mancuso, M., McFarland, R., Sue, C. M., 
Suomalainen, A., Taylor, R. W., Thorburn, D. R., Turnbull, D. M. 
DETAILS 

1. JULI 2021 (NEOCYST) 
Diagnosis and Management of Renal Cystic Disease of the Newborn: Core Curriculum 2021 
Am J Kidney Dis. 2021 Jul. >>PubMed-Link<< 
Rupesh Raina, Ronith Chakraborty, Sidharth K Sethi, Deepak Kumar, Kelly Gibson, Carsten Bergmann 

1. JULI 2021 (GAIN) 
Genetic, Immunological, and Clinical Features of 32 Patients with Autosomal Recessive STAT1 Deficiency 
J Am Soc Nephrol. 2022 Jan.   >>PubMed-Link<< 
Tom Le Voyer, Sonoko Sakata, Miyuki Tsumura, Taushif Khan, Ana Esteve-Sole, Bandar K Al-Saud, Hatice Eke 
Gungor, Prasad Taur, Valentine Jeanne-Julien, Mette Christiansen, Lisa-Maria Köhler, Gehad Eltayeb ElGhazali, 
Jérémie Rosain, Shiho Nishimura, Fumiaki Sakura, Matthieu Bouaziz, Carmen Oleaga-Quintas, Alejandro Nieto-
Patlán , Àngela Deyà-Martinez, Yasemin Altuner Torun, Anna-Lena Neehus, Manon Roynard, Sefika Elmas 
Bozdemir, Nawal Al Kaabi, Moza Al Hassani, Irina Mersiyanova, Flore Rozenberg, Carsten Speckmann, Ina 
Hainmann, Fabian Hauck, Mohammed Hamdan Alzahrani, Sami Hussain Alhajjar, Saleh Al-Muhsen, Theresa 

https://pubmed.ncbi.nlm.nih.gov/34326717/
https://pubmed.ncbi.nlm.nih.gov/34232285/
https://pubmed.ncbi.nlm.nih.gov/32631816/
https://pubmed.ncbi.nlm.nih.gov/34226189/
https://pubmed.ncbi.nlm.nih.gov/34210973/
https://pubmed.ncbi.nlm.nih.gov/34016735/
https://pubmed.ncbi.nlm.nih.gov/34146515/
https://www.research4rare.de/wp-content/uploads/2021/07/PoQ_III-2021-mitoNET.pdf
https://pubmed.ncbi.nlm.nih.gov/33418012/
https://pubmed.ncbi.nlm.nih.gov/34183371/
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Cole, Ramsay Fuleihan, Peter D Arkwright, Raffaele Badolato, Laia Alsina, Laurent Abel, Mukesh Desai, Hamoud 
Al-Mousa, Anna Shcherbina, Nico Marr, Stéphanie Boisson-Dupuis, Jean-Laurent Casanova, Satoshi Okada, 
Jacinta Bustamante 
 
1. JULI 2021 (ADDRESS) 
A novel classification of hematologic conditions in patients with Fanconi anemia 
Haematologica. 2021 Jul 1.   >>PubMed-Link<< 
Yvonne Lisa Behrens, Gudrun Göhring, Randa Bawadi, Sümeyye Cöktü, Christina Reimer, Beatrice Hoffmann, 
Birte Sänger, Simon Käfer, Felicitas Thol, Miriam Erlacher, Charlotte M Niemeyer, Irith Baumann, Reinhard Kalb, 
Detlev Schindler, Christian Peter Kratz 
joint publication ADDRess/MyPred 

1. JULI 2021 (GAIN) 
Pembrolizumab for treatment of progressive multifocal leukoencephalopathy in primary immunodeficiency 
and/or hematologic malignancy: a case series of five patients 
J Neurol. 2021 Jul 1. >>PubMed-Link<< 
Volk, T., Warnatz, K., Marks, R., Urbach, H., Schluh, G., Strohmeier, V., Rojas-Restrepo, J., Grimbacher, B., 
Rauer, S. 

1. JULI 2021 (CONNECT-GENERATE) 
Association Between Neuronal Autoantibodies and Cognitive Impairment in Patients With Lung Cancer 
JAMA Oncol. 2021 Jul 1. >>PubMed-Link<< 
Bartels, F., Wandrey, M. M., Aigner, A., Stronisch, T., Farmer, K., Rentzsch, K., Tessmer, A., Grohe, C., Finke, C. 

1. JULI 2021 (MYPRED) 
A novel classification of hematologic conditions in patients with Fanconi anemia 
Haematologica. 2021 Jul 1.   >>PubMed-Link<< 
Yvonne Lisa Behrens, Gudrun Göhring, Randa Bawadi, Sümeyye Cöktü, Christina Reimer, Beatrice Hoffmann, 
Birte Sänger, Simon Käfer, Felicitas Thol, Miriam Erlacher, Charlotte M Niemeyer, Irith Baumann, Reinhard Kalb, 
Detlev Schindler, Christian Peter Kratz 
joint publication ADDRess/MyPred 

1. JULI 2021 (MITONET) 
CEDAR, an online resource for the reporting and exploration of complexome profiling data 
Biochim Biophys Acta Bioenerg. 2021 Jul 1.   >>PubMed-Link<< 
Joeri van Strien, Alexander Haupt, Uwe Schulte, Hans-Peter Braun, Alfredo Cabrera-Orefice, Jyoti S Choudhary, 
Felix Evers, Erika Fernandez-Vizarra, Sergio Guerrero-Castillo, Taco W A Kooij, Petra Páleníková, Mercedes 
Pardo, Cristina Ugalde, Ilka Wittig, Lars Wöhlbrand, Ulrich Brandt, Susanne Arnold, Martijn A Huynen 

1. JULI 2021 (GENERARE) 
The RHO Family GTPases: Mechanisms of Regulation and Signaling 
Cells. 2021 Jul.   >>PubMed-Link<< 
Mosaddeghzadeh Niloufar; Ahmadian, Mohammad Reza 

29. JUNI 2021 (STOP-FSGS) 
Non-invasive molecular imaging of kidney diseases 
Nat Rev Nephrol. 2021 Jun 29.   >>PubMed-Link<< 
Barbara M Klinkhammer, Twan Lammers, Felix M Mottaghy, Fabian Kiessling, Jürgen Floege, Peter Boor 

27. JUNI 2021 (MYPRED) 
Somatic mosaicism in inherited bone marrow failure syndromes 
Best Pract Res Clin Haematol. 2021 Jun. >>PubMed-Link<< 
Gutierrez-Rodrigues, F., Sahoo, S. S., Wlodarski, M. W., Young, N. S. 

25. JUNI 2021 (TREATHSP.NET) 
The ARCA Registry: A Collaborative Global Platform for Advancing Trial Readiness in Autosomal Recessive 
Cerebellar Ataxias 
Front Neurol. 2021 Jun 25.   >>PubMed-Link<< 
Andreas Traschütz, Selina Reich, Astrid D Adarmes, Mathieu Anheim, Mahmoud Reza Ashrafi, Jonathan Baets, A 
Nazli Basak, Enrico Bertini, Bernard Brais, Cynthia Gagnon, Janina Gburek-Augustat, Hasmet A Hanagasi, Anna 
Heinzmann, Rita Horvath, Peter de Jonghe, Christoph Kamm, Peter Klivenyi, Thomas Klopstock, Martina 

https://pubmed.ncbi.nlm.nih.gov/34196171/
https://pubmed.ncbi.nlm.nih.gov/34196768/
https://pubmed.ncbi.nlm.nih.gov/34196651/
https://pubmed.ncbi.nlm.nih.gov/34196171/
https://pubmed.ncbi.nlm.nih.gov/33722514/
https://pubmed.ncbi.nlm.nih.gov/34359999/
https://pubmed.ncbi.nlm.nih.gov/34188207/
https://pubmed.ncbi.nlm.nih.gov/34404533/
https://pubmed.ncbi.nlm.nih.gov/34248822/
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Minnerop, Alexander Münchau, Mathilde Renaud, Richard H Roxburgh, Filippo M Santorelli, Tommaso 
Schirinzi, Deborah A Sival, Dagmar Timmann, Stefan Vielhaber, Michael Wallner, Bart P van de Warrenburg, 
Ginevra Zanni, Stephan Zuchner, Thomas Klockgether, Rebecca Schüle, Ludger Schöls, PREPARE Consortium; 
Matthis Synofzik 

22. JUNI 2021 (STOP-FSGS) 
Super-resolved local recruitment of CLDN5 to filtration slits implicates a direct relationship with podocyte 
foot process effacement 
J Cell Mol Med. 2021 Jun 22. >>PubMed-Link<< 
Florian Tesch, Florian Siegerist, Eleonora Hay, Nadine Artelt, Christoph Daniel, Kerstin Amann, Uwe 
Zimmermann, Panagiotis Kavvadas, Olaf Grisk, Christos Chadjichristos, Karlhans Endlich, Christos 
Chatziantoniou, Nicole Endlich 

22. JUNI 2021 (TREATHSP.NET) 
Biallelic variants in HPDL cause pure and complicated hereditary spastic paraplegia 
Brain. 2021 Jun 22.   >>PubMed-Link<< 
Manuela Wiessner, Reza Maroofian , Meng-Yuan Ni, Andrea Pedroni, Juliane S Müller, Rolf Stucka, Christian 
Beetz, Stephanie Efthymiou, Filippo M Santorelli, Ahmed A Alfares, Changlian Zhu, Anna Uhrova Meszarosova, 
Elham Alehabib, Somayeh Bakhtiari, Andreas R Janecke, Maria Gabriela Otero, Jin Yun Helen Chen, James T 
Peterson, Tim M Strom, Peter De Jonghe, Tine Deconinck, Willem De Ridder, Jonathan De Winter, Rossella 
Pasquariello, Ivana Ricca, Majid Alfadhel, Bart P van de Warrenburg, Ruben Portier, Carsten Bergmann, Saghar 
Ghasemi Firouzabadi, Sheng Chih Jin, Kaya Bilguvar, Sherifa Hamed, Mohammed Abdelhameed, Nourelhoda A 
Haridy, Shazia Maqbool, Fatima Rahman, Najwa Anwar, Jenny Carmichael, Alistair Pagnamenta, Nick W Wood, 
Frederic Tran Mau-Them, Tobias Haack, Genomics England Research Consortium, PREPARE network; Maja Di 
Rocco, Isabella Ceccherini, Michele Iacomino, Federico Zara, Vincenzo Salpietro, Marcello Scala, Marta Rusmini, 
Yiran Xu, Yinghong Wang, Yasuhiro Suzuki, Kishin Koh, Haitian Nan, Hiroyuki Ishiura, Shoji Tsuji, Laëtitia 
Lambert, Emmanuelle Schmitt, Elodie Lacaze, Hanna Küpper, David Dredge, Cara Skraban, Amy Goldstein, Mary 
J H Willis, Katheryn Grand, John M Graham, Richard A Lewis, Francisca Millan, Özgür Duman, Nihal Dündar, 
Gökhan Uyanik, Ludger Schöls, Peter Nürnberg, Gudrun Nürnberg, Andrea Catala Bordes, Pavel Seeman, Martin 
Kuchar, Hossein Darvish, Adriana Rebelo, Filipa Bouçanova, Jean-Jacques Medard, Roman Chrast, Michaela 
Auer-Grumbach, Fowzan S Alkuraya, Hanan Shamseldin, Saeed Al Tala, Jamileh Rezazadeh Varaghchi, Maryam 
Najafi, Selina Deschner, Dieter Gläser, Wolfgang Hüttel, Michael C Kruer, Erik-Jan Kamsteeg, Yoshihisa 
Takiyama, Stephan Züchner, Jonathan Baets, Matthis Synofzik, Rebecca Schüle, Rita Horvath, Henry Houlden, 
Luca Bartesaghi, Hwei-Jen Lee, Konstantinos Ampatzis, Tyler Mark Pierson, Jan Senderek 

18. JUNI 2021 (GAIN) 
Heterozygous OAS1 gain-of-function variants cause an autoinflammatory immunodeficiency 
Sci Immunol. 2021 Jun 18. >>PubMed-Link<< 
Thomas Magg, Tsubasa Okano, Lars M Koenig, Daniel F R Boehmer, Samantha L Schwartz, Kento Inoue, Jennifer 
Heimall, Francesco Licciardi, Julia Ley-Zaporozhan, Ronald M Ferdman, Andrés Caballero-Oteyza, Esther N Park, 
Brenda M Calderon, Debayan Dey, Hirokazu Kanegane, Kazutoshi Cho, Davide Montin, Karl Reiter, Matthias 
Griese, Michael H Albert, Meino Rohlfs, Paul Gray, Christoph Walz, Graeme L Conn, Kathleen E Sullivan, 
Christoph Klein, Tomohiro Morio, Fabian Hauck 

18. JUNI 2021 (GAIN) 
There is no gene for CVID — novel monogenetic causes 
Curr Opin Immunol. 2021 Jun 18.   >>PubMed-Link<< 
Neftali J Ramirez, Sara Posadas-Cantera, Andrés Caballero-Oteyza, Nadezhda Camacho-Ordonez, Bodo 
Grimbacher 

16. JUNI 2021 (GENERARE) 
Spotlight on Accessory Proteins: RTK-RAS-MAPK Modulators as New Therapeutic Targets 
Biomolecules. 2021 Jun. >>PubMed-Link<< 
Silke Pudewell and Mohammad Reza Ahmadian 

7. JUNI 2021 (GAIN) 
Therapeutic options for CTLA-4 Insufficiency 
J Allergy Clin Immunol. 2021 Jun 7. >>PubMed-Link<< 
Egg D, Rump IC, Mitsuiki N, Rojas-Restrepo J, Maccari M-E, Schwab C, Gabrysch A, Warnatz K, Goldacker S, 
Patiño V, Wolff D, Okada S, Hayakawa S, Shikama Y, Kanda K, Imai K, Sotomatsu M, Kuwashima M, Kamiya T, 

https://pubmed.ncbi.nlm.nih.gov/34156149/
https://pubmed.ncbi.nlm.nih.gov/33970200/
https://pubmed.ncbi.nlm.nih.gov/34145065/
https://pubmed.ncbi.nlm.nih.gov/34153571/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8234298/
https://pubmed.ncbi.nlm.nih.gov/34111452/
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Morio T, Matsumoto K, Mori T, Yoshimoto Y, Dybedal I, Kanariou M, Yesim Kucuk Z, Chapdelaine H, 
Petruzelkova L, Lorenz H-M, Sullivan KE, Heimall J, Moutschen M, Litzman J, Recher M, Albert MH, Hauck F, 
Seneviratne S, Pachlopnik Schmid J, Kolios A, Unglik G, Klemann C, Snapper S, Giulino-Roth L, Svaton M, Platt 
CD, Hambleton S, Neth O, Gosse G, Reinsch S, Holzinger D, Kim Y-J, Bakhtiar S, Atschekzei F, Schmidt RE, Sogkas 
G, Chandrakasan S, Rae W, Derfalvi B, Marquart HV, Ozen A, Kiykim A, Karakoc-Aydiner E, Králíčková P, de Bree 
G, Kiritsi D, Seidel MG, Kobbe R, Dantzer J, Alsina L, Armangue T, Lougaris V, Agyeman P, Nyström S, 
Buchbinder D, Arkwright PD, Grimbacher B. 

2. JUNI 2021 (MITONET) 
Aberrant activity of mitochondrial NCLX is linked to impaired synaptic transmission and is associated with 
mental retardation 
Commun Biol. 2021 Jun 2.   >>PubMed-Link<< 
Alexandra Stavsky, Ohad Stoler, Marko Kostic, Tomer Katoshevsky, Essam A Assali, Ivana Savic, Yael Amitai, 
Holger Prokisch, Steffen Leiz, Cornelia Daumer-Haas, Ilya Fleidervish, Fabiana Perocchi, Daniel Gitler, Israel 
Sekler 

2. JUNI 2021 (GAIN) 
Lineage-Specific Chimerism and Outcome After Hematopoietic Stem Cell Transplantation for DOCK8 
Deficiency 
J Clin Immunol. 2021 Jun 2. >>PubMed-Link<< 
Raedler J, Magg T, Rohlfs M, Klein C, Vallée T, Hauck F, Albert MH 

1. JUNI 2021 (HICHOL) 
Diagnosis and management of secondary causes of steatohepatitis 
J Hepatol. 2021 Jun.   >>PubMed-Link<< 
Roman Liebe, Irene Esposito, Hans H Bock, Stephan Vom Dahl, Jan Stindt, Ulrich Baumann, Tom Luedde, Verena 
Keitel 
DETAILS 

1. JUNI 2021 (MITONET) 
How Machine Learning and Statistical Models Advance Molecular Diagnostics of Rare Disorders Via Analysis 
of RNA Sequencing Data 
Front Mol Biosci. 2021 Jun 1. >>PubMed-Link<< 
Schlieben, L. D., Prokisch, H., Yepez, V. A. 

1. JUNI 2021 (STOP-FSGS) 
Pro-cachectic factors link experimental and human chronic kidney disease to skeletal muscle wasting 
programs 
J Clin Invest. 2021 Jun 1. >>PubMed-Link<< 
Solagna, Francesca; Tezze, Caterina; Lindenmeyer, Maja T.; Lu, Shun; Wu, Guochao; Liu, Shuya; Zhao,Yu; 
Mitchell, Robert; Meyer, Charlotte; Omairi, Saleh; Kilic, Temel; Paolini, Andrea; Ritvos, Olli; Pasternack, Arja; 
Matsakas, Antonios; Kylies, Dominik; Schulze Zur Wiesch, Julian; Turner, Jan-Eric; Wanner, Nicola; Nair, Viji; 
Eichinger, Felix; Menon, Rajasree; Martin, Ina V; Klinkhammer, Barbara M; Hoxha, Elion; Cohen, Clemens D; 
Tharaux, Pierre-Louis; Boor, Peter; Ostendorf, Tammo; Kretzler, Matthias; Sandri, Marco; Kretz, Oliver; Puelles, 
Victor G; Patel, Ketan; Huber, Tobias B 
DETAILS 

1. JUNI 2021 (STOP-FSGS) 
A multicenter blinded preclinical randomized controlled trial on Jak1/2 inhibition in MRL/MpJ-Fas(lpr) mice 
with proliferative lupus nephritis predicts low effect size 
Kidney International. 2021 Jun. >>PubMed-Link<< 
Lei, Yutian; Sehnert, Bettina; Voll, Reinhard E.; Jacobs-Cacha, Conxita; Jose Soler, Maria; et al 

1. JUNI 2021 (MITONET) 
Physiological extremes of the human blood metabolome: A metabolomics analysis of highly glycolytic, 
oxidative, and anabolic athletes 
Physiol Rep. 2021 Jun.   >>PubMed-Link<< 
Daniela Schranner, Martin Schönfelder, Werner Römisch-Margl, Johannes Scherr, Jürgen Schlegel, Otto Zelger, 
Annett Riermeier, Stephanie Kaps, Cornelia Prehn, Jerzy Adamski, Quirin Söhnlein, Fabian Stöcker, Florian 
Kreuzpointner, Martin Halle, Gabi Kastenmüller, Henning Wackerhage 

https://pubmed.ncbi.nlm.nih.gov/34079053/
https://pubmed.ncbi.nlm.nih.gov/34080085/
https://pubmed.ncbi.nlm.nih.gov/33577920/
https://www.research4rare.de/wp-content/uploads/2021/06/PoQ_II-2021-HIChol.pdf
https://pubmed.ncbi.nlm.nih.gov/34141720/
https://pubmed.ncbi.nlm.nih.gov/34060483/
https://www.research4rare.de/wp-content/uploads/2021/06/PoQ_II-2021_STOP-FSGS.pdf
https://pubmed.ncbi.nlm.nih.gov/33607177/
https://pubmed.ncbi.nlm.nih.gov/34152092/
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31. MAI 2021 (MYPRED) 
Review of guidelines for the identification and clinical care of patients with genetic predisposition for 
hematological malignancies 
Fam Cancer. 2021 May 31.   >>PubMed-Link<< 
Brigitte Schlegelberger, Cristina Mecucci, Marcin Wlodarski 

31. MAI 2021 (GAIN) 
Dysregulated immunity in PID patients with low GARP expression on Tregs due to mutations in LRRC32 
Cell Mol Immunol. 2021 May 31. >>PubMed-Link<< 
Lehmkuhl P, Gentz M, Caballero Garcia de Otezya A, Grimbacher B, Schulze-Koops H, Skapenko A 

24. MAI 2021 (MITONET) 
Intravitreal Gene Therapy vs. Natural History in Patients With Leber Hereditary Optic Neuropathy Carrying 
the m.11778G>A ND4 Mutation: Systematic Review and Indirect Comparison 
Frontiers In Neurology. May 24. >>PubMed-Link<< 
Newman, Nancy J.; Yu-Wai-Man, Patrick; Carelli, Valerio; Biousse, Valerie; Moster, Mark L.; et al. 

21. MAI 2021 (GAIN) 
Activation-induced deaminase is critical for the establishment of DNA methylation patterns prior to the 
germinal center reaction 
Nucleic Acids Res. 2021 May 21.   >>PubMed-Link<< 
Francesc Català-Moll, Anna G Ferreté-Bonastre, Tianlu Li, Dieter Weichenhan, Pavlo Lutsik, Laura Ciudad, Ángel 
F Álvarez-Prado, Javier Rodríguez-Ubreva, Christian Klemann, Carsten Speckmann, Amaya Vilas-Zornoza, 
Hassan Abolhassani, Mónica Martínez-Gallo, Romina Dieli-Crimi, Jacques G Rivière, Andrea Martín-Nalda, Roger 
Colobran, Pere Soler-Palacín, Sven Kracker, Lennart Hammarström, Felipe Prosper, Anne Durandy, Bodo 
Grimbacher, Christoph Plass, Esteban Ballestar 

16. MAI 2021 (STOP-FSGS) 
SARS-CoV-2 RNA screening in routine pathology specimens 
Microb Biotechnol. 2021 May 16.   >>PubMed-Link<< 
Saskia von Stillfried, Sophia Villwock, Roman D Bülow, Sonja Djudjaj, Eva M Buhl, Angela Maurer, Nadina Ortiz-
Brüchle, Peter Celec, Barbara M Klinkhammer, Dickson W L Wong, Claudio Cacchi, Till Braunschweig, Ruth 
Knüchel-Clarke, Edgar Dahl, Peter Boor 

14. MAI 2021 (GENERARE) 
Early life adversity targets the transcriptional signature of hippocampal NG2+ glia and affects voltage gated 
sodium (Na v) channels properties 
Neurobiol Stress. 2021 May 14.   >>PubMed-Link<< 
Giulia Treccani, Hatice Yigit, Thomas Lingner, Vanessa Schleuβner, Franziska Mey, Michael A van der Kooij, 
Malin Wennström, David P Herzog, Matthias Linke, Markus Fricke, Michael J Schmeisser, Gregers Wegener, 
Thomas Mittmann, Jacqueline Trotter, Marianne B Müller 

11. MAI 2021 (ADDRESS) 
Posttransplantation MRD monitoring in patients with AML by next-generation sequencing using DTA and 
non-DTA mutations 
Blood Adv. 2021 May 11.   >>PubMed-Link<< 
Michael Heuser, Bennet Heida, Konstantin Büttner, Clara Philine Wienecke, Katrin Teich, Carolin Funke, 
Maximilian Brandes, Piroska Klement, Alessandro Liebich, Martin Wichmann, Blerina Neziri, Anuhar Chaturvedi, 
Arnold Kloos, Konstantinos Mintzas, Verena I Gaidzik, Peter Paschka, Lars Bullinger, Walter Fiedler, Albert 
Heim, Wolfram Puppe, Jürgen Krauter, Konstanze Döhner, Hartmut Döhner, Arnold Ganser, Michael Stadler, 
Lothar Hambach, Razif Gabdoulline, Felicitas Thol 

10. MAI 2021 (TREATHSP.NET) 
Solving unsolved rare neurological diseases-a Solve-RD viewpoint 
Eur J Hum Genet. 2021 May 10.   >>PubMed-Link<< 
Rebecca Schüle, Dagmar Timmann, Corrie E Erasmus, Jennifer Reichbauer, Melanie Wayand, Solve-RD-DITF-
RND; Bart van de Warrenburg, Ludger Schöls, Carlo Wilke, Andrea Bevot, Stephan Zuchner, Sergi Beltran, 
Steven Laurie, Leslie Matalonga, Holm Graessner, Matthis Synofzik, Solve-RD Consortium 

  

https://pubmed.ncbi.nlm.nih.gov/34057692/
https://pubmed.ncbi.nlm.nih.gov/34059789/
https://pubmed.ncbi.nlm.nih.gov/34108929/
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10. MAI 2021 (TREATHSP.NET) 
Lipid Droplets in the Pathogenesis of Hereditary Spastic Paraplegia 
Front Mol Biosci. 2021 May 10.   >>PubMed-Link<< 
Nimesha Tadepalle, Elena I Rugarli 

6. MAI 2021 (MYPRED) 
iPSC modeling of stage-specific leukemogenesis reveals BAALC as a key oncogene in severe congenital 
neutropenia 
Cell Stem Cell. 2021 May 6.   >>PubMed-Link<< 
Benjamin Dannenmann, Maksim Klimiankou, Benedikt Oswald, Anna Solovyeva, Jehan Mardan, Masoud Nasri, 
Malte Ritter, Azadeh Zahabi, Patricia Arreba-Tutusaus, Perihan Mir, Frederic Stein, Siarhei Kandabarau, Nico 
Lachmann, Thomas Moritz, Tatsuya Morishima, Martina Konantz, Claudia Lengerke, Tim Ripperger, Doris 
Steinemann, Miriam Erlacher, Charlotte M Niemeyer, Cornelia Zeidler, Karl Welte, Julia Skokowa 
DETAILS 

3. MAI 2021 (STOP-FSGS) 
Crumbs2 Is an Essential Slit Diaphragm Protein of the Renal Filtration Barrier 
J Am Soc Nephrol. 2021 May 3.   >>PubMed-Link<< 
Annika Möller-Kerutt, Juan E Rodriguez-Gatica, Karin Wacker, Rohan Bhatia, Jan-Peter Siebrasse, Nanda Boon, 
Veerle Van Marck, Peter Boor, Ulrich Kubitscheck, Jan Wijnholds, Hermann Pavenstädt, Thomas Weide 

1. MAI 2021 (ADDRESS) 
Clinical and genetic characteristics of children with acute lymphoblastic leukemia and Li-Fraumeni syndrome 
Leukemia. 2021 May.   >>PubMed-Link<< 
Greta Winter, Renate Kirschner-Schwabe, Stefanie Groeneveld-Krentz, Gabriele Escherich, Anja Möricke, Arend 
von Stackelberg, Martin Stanulla, Simon Bailey, Lisa Richter, Doris Steinemann, Tim Ripperger, Adela Escudero, 
Roula Farah, Olli Lohi, Karin Wadt, Marjolijn Jongmans, Nienke van Engelen, Cornelia Eckert, Christian Peter 
Kratz 
joint publication ADDRess/MyPred 

1. MAI 2021 (NCL2TREAT) 
Cerliponase Alfa for the treatment of atypical phenotypes of CLN2 disease: A retrospective case series 
J CHild Neurol. Mai 2021. >>PubMed-Link<< 
Wibbeler E, Wang R, de los Reyes E, Specchio N, Gissen P, Guelbert N, Nickel M, Schwering C, Lehwald L, 
Trivisano M, Lee L, Amato G, Cohen-Pfeffer J, Shediac R, Leal-Pardinas F, Schulz A. 
 

1. MAI 2021 (MYPRED) 
Clinical and genetic characteristics of children with acute lymphoblastic leukemia and Li-Fraumeni syndrome 
Leukemia. 2021 May.   >>PubMed-Link<< 
Greta Winter, Renate Kirschner-Schwabe, Stefanie Groeneveld-Krentz, Gabriele Escherich, Anja Möricke, Arend 
von Stackelberg, Martin Stanulla, Simon Bailey, Lisa Richter, Doris Steinemann, Tim Ripperger, Adela Escudero, 
Roula Farah, Olli Lohi, Karin Wadt, Marjolijn Jongmans, Nienke van Engelen, Cornelia Eckert, Christian Peter 
Kratz 
joint publication ADDRess/MyPred 

1. MAI 2021 (STOP-FSGS) 
The role of filamins in mechanically stressed podocytes 
Faseb Journal. 2021 May. >>PubMed-Link<< 
Greiten, Jonas K.; Kliewe, Felix; Schnarre, Annabel; Artelt, Nadine; Schroeder, Sindy; Rogge Henrik, Amann, 
Kerstin; Daniel, Christoph; Lindenmeyer, Maja TL; Cohen, Clemens D; Endlich, Karlhans; Endlich,  Nicole 
  

1. MAI 2021 (STOP-FSGS) 
The Actin-Binding Protein α-Adducin Modulates Desmosomal Turnover and Plasticity 
J Invest Dermatol. 2021 May.   >>PubMed-Link<< 
Matthias Hiermaier, Felix Kliewe, Camilla Schinner, Chiara Stüdle, I Piotr Maly, Marie-Therès Wanuske, Vera 
Rötzer, Nicole Endlich, Franziska Vielmuth, Jens Waschke, Volker Spindler 

  

https://pubmed.ncbi.nlm.nih.gov/34041268/
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28. APRIL 2021 (GENERARE) 
A comprehensive analysis of RAS-effector interactions reveals interaction hotspots and new binding partners 
J Biol Chem. Jan-Jun 2021. >>PubMed-Link<< 
Soheila Rezaei Adariani, Neda S Kazemein Jasemi, Farhad Bazgir, Christoph Wittich, Ehsan Amin, Claus A M 
Seidel, Radovan Dvorsky, Mohammad R Ahmadian 

27. APRIL 2021 (GAIN) 
A Pathogenic Missense Variant in NFKB1 Causes Common Variable Immunodeficiency Due to Detrimental 
Protein Damage 
Front Immunol. 2021 Apr 27.   >>PubMed-Link<< 
Manfred Fliegauf, Renate Krüger, Sophie Steiner, Leif Gunnar Hanitsch, Sarah Büchel, Volker Wahn, Horst von 
Bernuth, Bodo Grimbacher 

23. APRIL 2021 (TREAT-ION) 
Präzisionsmedizin in der Epileptologie – wie weit sind wir wirklich? 
Zeitschrift für Epileptologie. 2021 Apr 23. 
Holger Lerche 

19. APRIL 2021 (GAIN) 
Immune checkpoint deficiencies and autoimmune lymphoproliferative syndromes 
Biomed J. 2021 Apr 19.   >>PubMed-Link<< 
Laura Gámez-Díaz, Bodo Grimbacher 

17. APRIL 2021 (GENERARE) 
Aβ1-16 controls synaptic vesicle pools at excitatory synapses via cholinergic modulation of synapsin 
phosphorylation 
Cell Mol Life Sci. 2021 Apr 17.   >>PubMed-Link<< 
Daniela Anni, Eva-Maria Weiss, Debarpan Guhathakurta, Yagiz Enes Akdas, Julia Klueva, Stefanie Zeitler, Maria 
Andres-Alonso, Tobias Huth, Anna Fejtova 

16. APRIL 2021 (STOP-FSGS) 
Effects of Environmental Conditions on Nephron Number: Modeling Maternal Disease and Epigenetic 
Regulation in Renal Development 
Int J Mol Sci. 2021 Apr 16.   >>PubMed-Link<< 
Lars Fuhrmann, Saskia Lindner, Alexander-Thomas Hauser, Clemens Höse, Oliver Kretz, Clemens D Cohen, Maja 
T Lindenmeyer, Wolfgang Sippl, Manfred Jung, Tobias B Huber, Nicola Wanner 

8. APRIL 2021 (GENERARE) 
Accessory proteins of the RAS-MAPK pathway: moving from the side line to the front line 
Communications Biology. 2021 Jun 8. >>PubMed-Link<< 
Pudewell, Silke; Wittich, Christoph; Jasemi, Neda S. Kazemein; Bazgir, Farhad; Ahmadian, Mohammad R. 

8. APRIL 2021 (STOP-FSGS) 
Deep learning-based molecular morphometrics for kidney biopsies 
JCI Insight. 2021 Apr 8.   >>PubMed-Link<< 
Marina Zimmermann, Martin Klaus, Milagros N Wong, Ann-Katrin Thebille, Lukas Gernhold, Christoph Kuppe, 
Maurice Halder, Jennifer Kranz, Nicola Wanner, Fabian Braun, Sonia Wulf, Thorsten Wiech, Ulf Panzer, Christian 
F Krebs, Elion Hoxha, Rafael Kramann, Tobias B Huber, Stefan Bonn, Victor G Puelles 

5. APRIL 2021 (TREATHSP.NET) 
Neurofilament light chain is a cerebrospinal fluid biomarker in hereditary spastic paraplegia 
Ann Clin Transl Neurol. 2021 Apr 5.   >>PubMed-Link<< 
Christoph Kessler, Lina M Serna-Higuita, Tim W Rattay, Walter Maetzler, Isabel Wurster, Stefanie Hayer, Carlo 
Wilke, Holger Hengel, Jennifer Reichbauer, Marcel Armbruster, Ludger Schöls, Peter Martus, Rebecca Schüle 

1. APRIL 2021 (DYSTRACT) 
Motor learning deficits in cervical dystonia point to defective basal ganglia circuitry. 
Scientific Reports. 2021 April 1. >>PubMed-Link<< 
Loens S, Verrel J, Herrmann VM, Kienzle A, Tzvi E, Weissbach A, Junker J, Munchau A, Baumer T. 

https://pubmed.ncbi.nlm.nih.gov/33930461/
https://pubmed.ncbi.nlm.nih.gov/33995346/
https://pubmed.ncbi.nlm.nih.gov/34384744/
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1. APRIL 2021 (GAIN) 
Gain-of-function variants in SYK cause immune dysregulation and systemic inflammation in humans and 
mice 
Nat Genet. 2021 Apr.   >>PubMed-Link<< 
Lin Wang, Dominik Aschenbrenner, Zhiyang Zeng, Xiya Cao, Daniel Mayr, Meera Mehta, Melania Capitani, Neil 
Warner, Jie Pan, Liren Wang, Qi Li, Tao Zuo, Sarit Cohen-Kedar, Jiawei Lu, Rico Chandra Ardy, Daniel J Mulder, 
Dilan Dissanayake, Kaiyue Peng, Zhiheng Huang, Xiaoqin Li, Yuesheng Wang, Xiaobing Wang, Shuchao Li, 
Samuel Bullers, Anís N Gammage, Klaus Warnatz, Ana-Iris Schiefer, Gergely Krivan, Vera Goda, Walter H A Kahr, 
Mathieu Lemaire, Genomics England Research Consortium; Chien-Yi Lu, Iram Siddiqui, Michael G Surette, 
Daniel Kotlarz, Karin R Engelhardt, Helen R Griffin, Robert Rottapel, Hélène Decaluwe, Ronald M Laxer, Michele 
Proietti, Sophie Hambleton, Suzanne Elcombe, Cong-Hui Guo, Bodo Grimbacher, Iris Dotan, Siew C Ng, Spencer 
A Freeman, Scott B Snapper, Christoph Klein, Kaan Boztug, Ying Huang, Dali Li, Holm H Uhlig, Aleixo M Muise 
DETAILS 

1. APRIL 2021 (GAIN) 
Cellular and molecular mechanisms breaking immune tolerance in inborn errors of immunity 
Cell Mol Immunol. 2021 Apr 1.   >>PubMed-Link<< 
Georgios Sogkas, Faranaz Atschekzei, Ignatius Ryan Adriawan, Natalia Dubrowinskaja, Torsten Witte, Reinhold 
Ernst Schmidt 

1. APRIL 2021 (TREAT-ION) 
Burden of rare variants in synaptic genes in patients with severe tinnitus: An exome based extreme 
phenotype study 
EBioMedicine. 2021 Apr.   >>PubMed-Link<< 
Sana Amanat, Alvaro Gallego-Martinez, Joseph Sollini, Patricia Perez-Carpena, Juan M Espinosa-Sanchez, Ismael 
Aran, Andres Soto-Varela, Angel Batuecas-Caletrio, Barbara Canlon, Patrick May, Christopher R Cederroth, Jose 
A Lopez-Escamez 

31. MÄRZ 2021 (CHROMATIN-NET) 
Maternal transmission of a mild Coffin-Siris syndrome phenotype caused by a SOX11 missense variant 
European Journal of Human Genetics. 2021 Mar 31. >>PubMed-Link<< 
Hanker B, Gillessen-Kaesbach G, Huning I, Ludecke HJ, Wieczorek D. 
  

26. MÄRZ 2021 (NEOCYST) 
Collagen IV alpha 345 dysfunction in glomerular basement membrane diseases. I. Discovery of a COL4A3 
variant in familial Goodpasture’s and Alport diseases 
J Biol Chem. Jan-Jun 2021. >>PubMed-Link<< 
Pokidysheva, E. N., Seeger, H., Pedchenko, V., Chetyrkin, S., Bergmann, C., Abrahamson, D., Cui, Z. W., Delpire, 
E., Fervenza, F. C., Fidler, A. L., Fogo, A. B., Gaspert, A., Grohmann, M., Gross, O., Haddad, G., Harris, . C., 
Kashtan, C., Kitching, A. R., Lorenzen, J. M., McAdoo, S., Pusey, C. D., Segelmark, M., Simmons, A., Voziyan, P. 
A., Wagner, T., Wuthrich, R. P., Zhao, M. H., Boudko, S. P., Kistler, A. D., Hudson, B. G. 

24. MÄRZ 2021 (GAIN) 
Immunogenicity and safety of anti-SARS-CoV-2 mRNA vaccines in patients with chronic inflammatory 
conditions and immunosuppressive therapy in a monocentric cohort 
Ann Rheum Dis. 2021 Mar 24.   >>PubMed-Link<< 
Ulf M Geisen, Dennis K Berner, Florian Tran, Melike Sümbül, Lena Vullriede, Maria Ciripoi, Hayley M Reid, 
Annika Schaffarzyk, Ann C Longardt, Jeanette Franzenburg, Paula Hoff, Jan H Schirmer, Rainald Zeuner, Anette 
Friedrichs, Andrea Steinbach, Christine Knies, Robert Dh Markewitz, Peter J Morrison, Sascha Gerdes, Stefan 
Schreiber, Bimba F Hoyer 
DETAILS 

23. MÄRZ 2021 (STOP-FSGS) 
JNK signaling prevents biliary cyst formation through a CASPASE-8-dependent function of RIPK1 during aging 
Proc Natl Acad Sci U S A. 2021 Mar 23.   >>PubMed-Link<< 
Katrin Müller, Hanna Honcharova-Biletska, Christiane Koppe, Michèle Egger, Lap Kwan Chan, Anne T Schneider, 
Lena Küsgens, Friederike Böhm, Yannick Boege, Marc E Healy, Johannes Schmitt, Sarah Comtesse, Mirco 
Castoldi, Christian Preisinger, Marta Szydlowska, Enrico Focaccia, Nadine T Gaisa, Sven H Loosen, Simone Jörs, 
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Frank Tacke, Christoph Roderburg, Verena Keitel, Johannes G Bode, Peter Boor, Roger J Davis, Thomas 
Longerich, Fabian Geisler, Mathias Heikenwalder, Achim Weber, Mihael Vucur, Tom Luedde 

22. MÄRZ 2021 (AID-NET) 
Experiences with IL-1 blockade in systemic juvenile idiopathic arthritis – data from the German AID-registry 
Pediatr Rheumatol. 2021 Mar 22. >>PubMed-Link<< 
Lainka E, Baehr M, Raszka B, Haas JP, Hugle B, Fischer N, et al. 

20. MÄRZ 2021 (GAIN) 
Germline STAT3 gain-of-function mutations in primary immunodeficiency: Impact on the cellular and clinical 
phenotype 
Biomed J. 2021 Mar 20.   >>PubMed-Link<< 
Laura Faletti, Stephan Ehl, Maximilian Heeg 

11. MÄRZ 2021 (MITONET) 
Smoking and alcohol, health-related quality of life and psychiatric comorbidities in Leber’s Hereditary Optic 
Neuropathy mutation carriers: a prospective cohort study 
Orphanet J Rare Dis. 2021 Mar 11.   >>PubMed-Link<< 
Andrea Rabenstein, Claudia B Catarino, Verena Rampeltshammer, David Schindler, Constanze Gallenmüller, 
Claudia Priglinger, Oliver Pogarell, Tobias Rüther, Thomas Klopstock 

7. MÄRZ 2021 (NEOCYST) 
The wind of change in the management of autosomal dominant polycystic kidney disease in childhood 
Pediatr Nephrol. 2021 Mar 7.   >>PubMed-Link<< 
Charlotte Gimpel, Carsten Bergmann, Djalila Mekahli 

3. MÄRZ 2021 (MITONET) 
De novo stop-loss variants in CLDN11 cause hypomyelinating leukodystrophy 
Brain. 2021 Mar 3.   >>PubMed-Link<< 
Korbinian M Riedhammer, Sylvia Stockler, Rafal Ploski, Maren Wenzel, Burkhard Adis-Dutschmann, Uwe 
Ahting, Bader Alhaddad, Astrid Blaschek, Tobias B Haack, Robert Kopajtich, Jessica Lee, Victor Murcia 
Pienkowski, Agnieszka Pollak, Krystyna Szymanska, Maja Tarailo-Graovac, Robin van der Lee, Clara D van 
Karnebeek, Thomas Meitinger, Ingeborg Krägeloh-Mann, Katharina Vill 

2. MÄRZ 2021 (ADDRESS) 
Effective identification of cancer predisposition syndromes in children with cancer employing a 
questionnaire 
Fam Cancer. 2021 Mar.   >>PubMed-Link<< 
Miriam Schwermer, Astrid Behnert, Beate Dörgeloh, Tim Ripperger, Christian P Kratz 
joint publication ADDRess/MyPred 

2. MÄRZ 2021 (MITONET) 
Genetic basis of mitochondrial diseases 
FEBS Lett. 2021 Mar 2.   >>PubMed-Link<< 
Mirjana Gusic, Holger Prokisch 

2. MÄRZ 2021 (CONNECT-GENERATE) 
Cross-reactivity of a pathogenic autoantibody to a tumor antigen in GABA(A) receptor encephalitis 
Proc Natl Acad Sci U S A. 2021 Mar 2.   >>PubMed-Link<< 
Simone M Brändle, Manuela Cerina, Susanne Weber, Kathrin Held, Amélie F Menke, Carmen Alcalá, David 
Gebert, Alexander M Herrmann, Hannah Pellkofer, Lisa Ann Gerdes, Stefan Bittner, Frank Leypoldt, Bianca 
Teegen, Lars Komorowski, Tania Kümpfel, Reinhard Hohlfeld, Sven G Meuth, Bonaventura Casanova, Nico 
Melzer, Eduardo Beltrán, Klaus Dornmair 

2. MÄRZ 2021 (MYPRED) 
Effective identification of cancer predisposition syndromes in children with cancer employing a 
questionnaire 
Fam Cancer. 2021 Mar.   >>PubMed-Link<< 
Miriam Schwermer, Astrid Behnert, Beate Dörgeloh, Tim Ripperger, Christian P Kratz 
joint publication ADDRess/MyPred 
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1. MÄRZ 2021 (STOP-FSGS) 
SRGAP1 Controls Small Rho GTPases To Regulate Podocyte Foot Process Maintenance 
J Am Soc Nephrol. 2021 Mar.   >>PubMed-Link<< 
Manuel Rogg, Jasmin I Maier, Robert Dotzauer, Nadine Artelt, Oliver Kretz, Martin Helmstädter, Ahmed Abed, 
Alena Sammarco, August Sigle, Dominik Sellung, Patrick Dinse, Karoline Reiche, Mako Yasuda-Yamahara, Martin 
L Biniossek, Gerd Walz, Martin Werner, Nicole Endlich, Oliver Schilling, Tobias B Huber, Christoph Schell 

1. MÄRZ 2021 (GENERARE) 
Mutations in PRDM15 Are a Novel Cause of Galloway-Mowat Syndrome 
J Am Soc Nephrol. 2021 Mar.   >>PubMed-Link<< 
Nina Mann, Slim Mzoughi, Ronen Schneider, Susanne J Kühl, Denny Schanze, Verena Klämbt, Svjetlana Lovric, 
Youying Mao, Shasha Shi, Weizhen Tan, Michael Kühl, Ana C Onuchic-Whitford, Ernestine Treimer, Thomas M 
Kitzler, Franziska Kause, Sven Schumann, Makiko Nakayama, Florian Buerger, Shirlee Shril, Amelie T van der 
Ven, Amar J Majmundar, Kristina Marie Holton, Amy Kolb, Daniela A Braun, Jia Rao, Tilman Jobst-Schwan, Eva 
Mildenberger, Thomas Lennert, Alma Kuechler, Dagmar Wieczorek, Oliver Gross, Beate Ermisch-Omran, Anja 
Werberger, Martin Skalej, Andreas R Janecke, Neveen A Soliman, Shrikant M Mane, Richard P Lifton, Jan 
Kadlec, Ernesto Guccione, Michael J Schmeisser, Martin Zenker, Friedhelm Hildebrandt 

1. MÄRZ 2021 (CONNECT-GENERATE) 
High frequency of cerebrospinal fluid autoantibodies in COVID-19 patients with neurological symptoms 
Brain Behav Immun. 2021 Mar. >>PubMed-Link<< 
Christiana Franke, Caroline Ferse, Jakob Kreye, S Momsen Reincke, Elisa Sanchez-Sendin, Andrea Rocco, Mirja 
Steinbrenner, Stefan Angermair, Sascha Treskatsch, Daniel Zickler, Kai-Uwe Eckardt, Rick Dersch, Jonas Hosp, 
Heinrich J Audebert, Matthias Endres, J Christoph Ploner, Harald Prüß 

1. MÄRZ 2021 (STOP-FSGS) 
Deep learning detects genetic alterations in cancer histology generated by adversarial networks 
J Pathol. 2021 Feb 9.   >>PubMed-Link<< 

Jeremias Krause, Heike I Grabsch, Matthias Kloor, Michael Jendrusch, Amelie Echle, Roman David Buelow, 
Peter Boor, Tom Luedde, Titus J Brinker, Christian Trautwein, Alexander T Pearson, Philip Quirke, Josien 
Jenniskens, Kelly Offermans, Piet A van den Brandt, Jakob Nikolas Kather 

1. MÄRZ 2021 (DYSTRACT) 
Genotype-Phenotype Relations for Isolated Dystonia Genes: MDSGene Systematic Review 
Movement Disorders. 2021 May. >>PubMed-Link<< 
Lange LM, Junker J, Loens S, Baumann H, Olschewski L, Schaake S, Madoev H, Petkovic S, Kuhnke N, Kasten M, 
Westenberger A, Domingo A, Marras C, Konig IR, Camargos S, Ozelius LJ, Klein C, Lohmann K. 

1. MÄRZ 2021 (DYSTRACT) 
Truncating VPS16 Mutations Are Rare in Early Onset Dystonia 
Annals of Neurology 2021 Mar.  >>PubMed-Link<< 
Pott H, Bruggemann N, Reese R, Zeuner KE, Gandor F, Gruber D, Klein C, Volkmann J, Lohmann K, DysTract 
Study G. 

1. MÄRZ 2021 (MITONET) 
Plasma metabolites to profile pathways in noncommunicable disease multimorbidity 
Nat Med. 2021 Mar.   >>PubMed-Link<< 
Maik Pietzner, Isobel D Stewart, Johannes Raffler, Kay-Tee Khaw, Gregory A Michelotti, Gabi Kastenmüller, 
Nicholas J Wareham, Claudia Langenberg 

1. MÄRZ 2021 (GENERARE) 
Senescence in RASopathies, a possible novel contributor to a complex pathophenoype 
Mech Ageing Dev. 2021 Mar.   >>PubMed-Link<< 
Melanie Engler, Miray Fidan, Sayantan Nandi, Ion Cristian Cirstea 

27. FEBRUAR 2021 (GAIN) 
Upfront Enzyme Replacement via Erythrocyte Transfusions for PNP Deficiency 
J Clin Immunol. 2021 Feb 27.   >>PubMed-Link<< 
Anna Eichinger, Horst von Bernuth, Cinzia Dedieu, Sebastian A Schroeder, Giancarlo la Marca, Michael H Albert, 
Fabian Hauck 
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26. FEBRUAR 2021 (MITONET) 
The value of qualitative muscle MRI in the diagnostic procedures of myopathies: a biopsy-controlled study in 
191 patients 
Ther Adv Neurol Disord. 2021 Feb 26.   >>PubMed-Link<< 
Diana Lehmann Urban, Mohamed Mohamed, Albert C Ludolph, Jan Kassubek, Angela Rosenbohm 

25. FEBRUAR 2021 (STOP-FSGS) 
Novel diagnostic and therapeutic techniques reveal changed metabolic profiles in recurrent focal segmental 
glomerulosclerosis 
Sci Rep. 2021 Feb 25.   >>PubMed-Link<< 
Janina Müller-Deile, George Sarau, Ahmed M Kotb, Christian Jaremenko, Ulrike E Rolle-Kampczyk, Christoph 
Daniel, Stefan Kalkhof, Silke H Christiansen, Mario Schiffer 

25. FEBRUAR 2021 (STOP-FSGS) 
Surprising Hyperkalemia of 10.2 mmol/L in a Patient with Hyperglycemia: A Case Report 
Case Rep Nephrol Dial. 2021 Feb 25.   >>PubMed-Link<< 
Jan Czogalla, Pischtaz Adel Tariparast, Tobias B Huber, Matthias Janneck, Florian Grahammer 

19. FEBRUAR 2021 (STOP-FSGS) 
A muscle growth-promoting treatment based on the attenuation of activin/myostatin signalling results in 
long-term testicular abnormalities 
Dis Model Mech. 2021 Feb 19.   >>PubMed-Link<< 
Danielle Vaughan, Robert Mitchell, Oliver Kretz, David Chambers, Maciej Lalowski, Helge Amthor, Olli Ritvos, 
Arja Pasternack, Antonios Matsakas, Sakthivel Vaiyapuri, Tobias B Huber, Bernd Denecke, Abir Mukherjee, 
Darius Widera, Ketan Patel 

17. FEBRUAR 2021 (GAIN) 
What can clinical immunology learn from inborn errors of epigenetic regulators? 
J Allergy Clin Immunol. 2021 Feb 17.   >>PubMed-Link<< 
Nadezhda Camacho-Ordonez, Esteban Ballestar, H Th Marc Timmers, Bodo Grimbacher 

14. FEBRUAR 2021 (MITONET) 
The genetics of mitochondrial disease: dissecting mitochondrial pathology using multi-omic pipelines 
J Pathol. 2021 Feb 14.   >>PubMed-Link<< 
Charlotte L Alston, Sarah L Stenton, Gavin Hudson, Holger Prokisch, Robert W Taylor 

4. FEBRUAR 2021 (MITONET) 
Sulthiame impairs mitochondrial function in vitro and may trigger onset of visual loss in Leber hereditary 
optic neuropathy 
Orphanet J Rare Dis. 2021 Feb 4.   >>PubMed-Link<< 
Marie-Christine Reinert, David Pacheu-Grau, Claudia B. Catarino, Thomas Klopstock, Andreas Ohlenbusch, 
Michael Schittkowski, Ekkehard Wilichowski, Peter Rehling, Knut Brockmann 

1. FEBRUAR 2021 (MYPRED) 
Nicotinamide (vitamin B3) treatment improves response to G-CSF in severe congenital neutropenia patients 
Br J Haematol. 2021 Feb. >>PubMed-Link<< 
Ekaterina Deordieva, Oksana Shvets, Kirill Voronin, Alexei Maschan, Karl Welte, Julia Skokowa, Galina 
Novichkova, Anna Shcherbina 

1. FEBRUAR 2021 (GAIN) 
Hematopoietic Stem Cell Transplantation Resolves the Immune Deficit Associated with STAT3-Dominant-
Negative Hyper-IgE Syndrome 
J Clin Immunol. 2021 Feb 1.   >>PubMed-Link<< 
Stephanie C Harrison, Christo Tsilifis, Mary A Slatter, Zohreh Nademi, Austen Worth, Paul Veys, Mark J 
Ponsford, Stephen Jolles, Waleed Al-Herz, Terence Flood, Andrew J Cant, Rainer Doffinger, Gabriela Barcenas-
Morales, Ben Carpenter, Rachael Hough, Ásgeir Haraldsson, Jennifer Heimall, Bodo Grimbacher, Mario Abinun, 
Andrew R Gennery 
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1. FEBRUAR 2021 (ADDRESS) 
Predisposition to cancer in children and adolescents 
Lancet Child Adolesc Health. 2021 Feb.  >>PubMed-Link<< 
Christian P Kratz, Marjolijn C Jongmans, Hélène Cavé, Katharina Wimmer, Sam Behjati, Lea Guerrini-Rousseau, 
Till Milde, Kristian W Pajtler, Lisa Golmard, Marion Gauthier-Villars, Rosalyn Jewell, Catriona Duncan, Eamonn R 
Maher, Laurence Brugieres, Kathy Pritchard-Jones, Franck Bourdeaut 

29. JANUAR 2021 (CONNECT-GENERATE) 
Common Denominators in the Immunobiology of IgG4 Autoimmune Diseases: What Do Glomerulonephritis, 
Pemphigus Vulgaris, Myasthenia Gravis, Thrombotic Thrombocytopenic Purpura and Autoimmune 
Encephalitis Have in Common? 
Front Immunol. 2021 Jan 29.   >>PubMed-Link<< 
Inga Koneczny, Vuslat Yilmaz, Konstantinos Lazaridis, John Tzartos, Tobias L Lenz, Socrates Tzartos, Erdem 
Tüzün, Frank Leypoldt 

28. JANUAR 2021 (MYPRED) 
Germline variants drive myelodysplastic syndrome in young adults 
Leukemia. 2021 Jan 28.   >>PubMed-Link<< 
Simone Feurstein, Jane E Churpek, Tom Walsh, Sioban Keel, Marja Hakkarainen, Thomas Schroeder, Ulrich 
Germing, Stefanie Geyh, Michael Heuser, Felicitas Thol, Christian Pohlkamp, Torsten Haferlach, Juehua Gao, 
Carolyn Owen, Gudrun Goehring, Brigitte Schlegelberger, Divij Verma, Daniela S Krause, Guimin Gao, Tara 
Cronin, Suleyman Gulsuner, Ming Lee, Colin C Pritchard, Hari Prasanna Subramanian, Daniela Del Gaudio, 
Zejuan Li, Soma Das, Outi Kilpivaara, Ulla Wartiovaara-Kautto, Eunice S Wang, Elizabeth A Griffiths, Konstanze 
Döhner, Hartmut Döhner, Mary-Claire King, Lucy A Godley 
joint publication ADDRess/MyPred 

28. JANUAR 2021 (ADDRESS) 
Germline variants drive myelodysplastic syndrome in young adults 
Leukemia. 2021 Jan 28.   >>PubMed-Link<< 
Simone Feurstein, Jane E Churpek, Tom Walsh, Sioban Keel, Marja Hakkarainen, Thomas Schroeder, Ulrich 
Germing, Stefanie Geyh, Michael Heuser, Felicitas Thol, Christian Pohlkamp, Torsten Haferlach, Juehua Gao, 
Carolyn Owen, Gudrun Goehring, Brigitte Schlegelberger, Divij Verma, Daniela S Krause, Guimin Gao, Tara 
Cronin, Suleyman Gulsuner, Ming Lee, Colin C Pritchard, Hari Prasanna Subramanian, Daniela Del Gaudio, 
Zejuan Li, Soma Das, Outi Kilpivaara, Ulla Wartiovaara-Kautto, Eunice S Wang, Elizabeth A Griffiths, Konstanze 
Döhner, Hartmut Döhner, Mary-Claire King, Lucy A Godley 
joint publication ADDRess/MyPred 

19. JANUAR 2021 (MITONET) 
Impaired complex I repair causes recessive Leber’s hereditary optic neuropathy 
J Clin Invest. 2021 Jan 19. >>PubMed-Link<< 
Sarah L Stenton, Natalia L Sheremet, Claudia B Catarino, Natalia Andreeva, Zahra Assouline, Piero Barboni, 
Ortal Barel, Riccardo Berutti, Igor O Bychkov, Leonardo Caporali, Mariantonietta Capristo, Michele Carbonelli, 
Maria Lucia Cascavilla, Peter Charbel Issa, Peter Freisinger, Sylvie Gerber, Daniele Ghezzi, Elisabeth Graf, Juliana 
Heidler, Maja Hempel, Elise Heon, Yulia S Itkis, Elisheva Javasky, Josseline Kaplan, Robert Kopajtich, Cornelia 
Kornblum, Reka Kovacs-Nagy, Tatiana Krylova, Wolfram S Kunz, Chiara La Morgia, Costanza Lamperti, Christina 
Ludwig, Pedro F Malacarne, Alessandra Maresca, Johannes A Mayr, Jana Meisterknecht, Tatiana Nevinitsyna, 
Flavia Palombo, Ben Pode-Shakked, Maria S Shmelkova, Tim M Strom, Francesca Tagliavini, Michal Tzadok, 
Amelie T van der Ven, Catherine Vignal-Clermont, Matias Wagner, Ekaterina Zakharova, Nino Zhorzholadze, 
Jen-Michel Rozet, Valerio Carelli, Polina Tsygankova, Thomas Klopstock, Ilka Wittig, Holger Prokisch 

18. JANUAR 2021 (MITONET) 
Detection of aberrant gene expression events in RNA sequencing data 
Nat Protoc. 2021 Jan 18.   >>PubMed-Link<< 
Vicente A Yépez, Christian Mertes, Michaela F Müller, Daniela Klaproth-Andrade, Leonhard Wachutka, Laure 
Frésard, Mirjana Gusic, Ines F Scheller, Patricia F Goldberg, Holger Prokisch, Julien Gagneur 
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13. JANUAR 2021 (CONNECT-GENERATE) 
Decreased inflammatory cytokine production of antigen-specific CD4(+) T cells in NMDA receptor 
encephalitis 
J Neuro. 2021 Jan 13.   >>PubMed-Link<< 
Le-Minh Dao, Marie-Luise Machule, Petra Bacher, Julius Hoffmann, Lam-Thanh Ly, Florian Wegner, Alexander 
Scheffold, Harald Prüss 

12. JANUAR 2021 (MITONET) 
Efficacy and Safety of Intravitreal Gene Therapy for Leber Hereditary Optic Neuropathy Treated within 6 
Months of Disease Onset 
Ophtalmology. 2021 Jan 12. >>PubMed-Link<< 
Nancy J Newman, Patrick Yu-Wai-Man, Valerio Carelli, Mark L Moster, Valerie Biousse, Catherine Vignal-
Clermont, Robert C Sergott, Thomas Klopstock, Alfredo A Sadun, Piero Barboni, Adam A DeBusk, Jean François 
Girmens , Günther Rudolph, Rustum Karanjia, Magali Taiel, Laure Blouin, Gerard Smits, Barrett Katz, José-Alain 
Sahel, LHON Study Group 

1. JANUAR 2021 (NCL2TREAT) 
Enzymatic diagnosis of neuronal lipofuscinoses in dried blood spots using substrates for concomitant tandem 
mass spectrometry and fluorimetry 
J Mass Spectrom, Jan 2021, >>PubMed-Link<< 
Maeser S, Petre BA, Ion L, Rawer S, Kohlschütter A, Santorelli FM, Simonati A, Schulz A, Przybylski M. 

1. JANUAR 2021 (STOP-FSGS) 
Consistent alteration of chain length-specific ceramides in human and mouse fibrotic kidneys 
Biochim Biophys Acta Mol Cell Biol Lipids. 2021 Jan.   >>PubMed-Link<< 
Timon Eckes, Sandra Trautmann, Sonja Djudjaj, Sandra Beyer, Sammy Patyna, Stephanie Schwalm, Stefan 
Gauer, Dominique Thomas, Liliana Schaefer, Peter Boor, Alexander Koch, Josef Pfeilschifter 

1. JANUAR 2021 (MYPRED) 
International Consensus Definition of DNA Methylation Subgroups in Juvenile Myelomonocytic Leukemia 
Clin Cancer Res. 2021 Jan 1.   >>PubMed-Link<< 
Maximilian Schönung, Julia Meyer, Peter Nöllke, Adam B Olshen, Mark Hartmann, Norihiro Murakami, Manabu 
Wakamatsu, Yusuke Okuno, Christoph Plass, Mignon L Loh, Charlotte M Niemeyer, Hideki Muramatsu, Christian 
Flotho, Elliot Stieglitz, Daniel B Lipka 
DETAILS 

1. JANUAR 2021 (STOP-FSGS) 
Deep Learning-Based Segmentation and Quantification in Experimental Kidney Histopathology 
J Am Soc Nephrol. 2021 Jan.   >>PubMed-Link<< 
Nassim Bouteldja, Barbara M Klinkhammer, Roman D Bülow, Patrick Droste, Simon W Otten, Saskia Freifrau 
von Stillfried, Julia Moellmann, Susan M Sheehan, Ron Korstanje, Sylvia Menzel, Peter Bankhead, Matthias 
Mietsch, Charis Drummer, Michael Lehrke, Rafael Kramann, Jürgen Floege, Peter Boor, Dorit Merhof 

1. JANUAR 2021 (GENERARE) 
Genetic influences of autism candidate genes on circuit wiring and olfactory decoding 
Cell Tissue Res. 2021 Jan.   >>PubMed-Link<< 
Renée Hartig, David Wolf, Michael J Schmeisser, Wolfgang Kelsch 

1. JANUAR 2021 (STOP-FSGS) 
Multistain segmentation of renal histology: first steps toward artificial intelligence-augmented digital 
nephropathology 
Kidney Int. 2021 Jan.   >>PubMed-Link<< 
Roman D Bülow, Jesper Kers, Peter Boor 
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