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Roos A, Buchkremer S, Kollipara L, Labisch T, Gatz C, Zitzelsberger M, Brauers E, 
Nolte K, Schröder JM, Kirschner J, Jesse CM, Goebel HH, Goswami A, Zimmermann R, 
Zahedi RP, Senderek J, Weis J. Myopathy in Marinesco-Sjögren syndrome links endo-
plasmic reticulum chaperone dysfunction to nuclear envelope pathology. Acta Neuropa-
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Chronological list of publications in scientific journals excluding reviews, guide-
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2023 
 
370. Foronda H, Fu Y, Covarrubias-Pinto A, Bocker HT, González A, Seemann E, 
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364. von Stillfried S, Bülow RD, Röhrig R, Boor P; German Registry of COVID-19 Au-
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10.1186/s13054-022-03945-x. PMID: 35346314 
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362. Pilotto F, Schmitz A, Maharjan N, Diab R, Odriozola A, Tripathi P, Yamoah A, 
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361. Maier A, Kapfenberger R, Katona I, Weis J, Schulz JB, Rolke R. Nonregional small 
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Brook GA. Characterization of a Novel Aspect of Tissue Scarring Following Experi-
mental Spinal Cord Injury and the Implantation of Bioengineered Type-I Collagen Scaf-
folds in the Adult Rat: Involvement of Perineurial-Like Cells? Int. J. Mol. Sci. 23(6), 3221, 
2022 
 
359. Dohrn MF, Heller C, Zengeler D, Obermaier CD, Biskup S, Weis J, Nikolin S, 
Claeys KG, Schöne U, Beijer D, Winter N, Achenbach P, Gess B, Schulz JB, Mula-
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358. Koeppen S, Hense J, Nolte KW, Weis J. Immune-mediated neuropathy related to 
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357. Ferreira N, Richner M, van der Laan A, Bergholdt Jul Christiansen I, Vægter CB, 
Nyengaard JR, Halliday GM, Weis J, Giasson BI, Mackenzie IR, Jensen PH, Jan A. 
Prodromal neuroinvasion of pathological α-synuclein in brainstem reticular nuclei and 
white matter lesions in a model of α-synucleinopathy. Brain Commun. 3(2): fcab104, 
2021 
 
 
356. Della Marina A, Arlt A, Schara-Schmidt U, Depienne C, Gangfuß A, Kölbel 
H,Sickmann A, Freier E, Kohlschmidt N, Hentschel A, Weis J, Czech A, Grüneboom A, 
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Missense and Nonsense Variants in SLC18A3. Cells. 10(12):3481, 2021 
 
355. Hummel C, Leylamian O, Pösch A, Weis J, Aronica E, Beyer C, Johann S. Expres-
sion and cell type-specific localization of inflammasome sensors in the spinal cord of 
SOD1(G93A) mice and sALS patients. Neuroscience. 463: 288-302, 2021  
 
354. Peters S, Kuespert S, Wirkert E, Heydn R, Jurek B, Johannesen S, Hsam O, Korte 
S, Ludwig FT, Mecklenburg L, Mrowetz H, Altendorfer B, Poupardin R, Petri S, Thal DR, 
Hermann A, Weishaupt JH, Weis J, Aksoylu IS, Lewandowski SA, Aigner L, Bruun TH, 
Bogdahn U. Reconditioning the Neurogenic Niche of Adult Non-human Primates by An-
tisense Oligonucleotide-Mediated Attenuation of TGFβ Signaling. Neurotherapeutics. 
18(3):1963-1979, 2021 
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353. Andereggen L, Mariani L, Beck J, Andres RH, Gralla J, Luedi MM, Weis J, Christ 
E. Lateral one-third gland resection in Cushing patients with failed adenoma identifica-
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R, Hajnóczky G, Weis J, Roos A. Molecular pathophysiology of human MICU1-
deficiency. Neuropathol Appl Neurobiol. 47(6):840-855, 2021 
 
351 Freischmidt A, Goswami A, Limm K, Zimyanin VL, Demestre M, Glaß H, Holzmann 
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350. Franzka P, Henze H, Jung MJ, Schüler SC, Mittag S, Biskup K, Liebmann L, Ken-
tache T, Morales J, Martínez B, Katona I, Herrmann T, Huebner AK, Hennings JC, Groth 
S, Gresing LJ, Horstkorte R, Marquardt T, Weis J, Kaether C, Mutchinick OM, Ori A, 
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2021 
 
349. Tripathi P, Guo H, Dreser A, Yamoah A, Sechi A, Jesse C, Katona I, Doukas P, 
Nikolin S, Ernst S, Aronica E, Troost D, Glass H, Hermann A, Steinbusch H, Feller A, 
Bergmann M, Jaarsma D*, Weis J*, Goswami A*. Pathomechanisms of ALS8: Altered 
autophagy and defective RNA binding protein (RBP) homeostasis due to the VAPB-
P56S mutation. Cell Death Dis. 2(5):466, 2021. *equal contribution 
 
348. Deschauer M, Hengel H, Rupprich K, Kreiß M, Schlotter-Weigel B, Grimmel M, 
Admard J, Schneider I, Alhaddad B, Gazou A, Sturm M, Vorgerd M, Balousha G, 
Balousha O, Falna M, Kirschke JS, Kornblum C, Jordan B, Kraya T, Strom TM, Weis J, 
Schöls L, Schara U, Zierz S, Riess O, Meitinger T, Haack TB. Bi-allelic truncating muta-
tions in VWA1 cause neuromyopathy. Brain 144(2):574-583, 2021 
 
347. Lausberg E, Gießelmann S, Dewulf JP, Wiame E, Holz A, Salvarinova R, Van Kar-
nebeek C, Klemm P, Ohl K, Mull M, Braunschweig T, Weis J, Sommer C, Demuth S, 
Haase C, Debray F-G, Libioulle C, Choukair D, Oommen PT, Borkhardt A, Surowy H, 
Wieczorek D, Meyer R, Eggermann T, Begemann M, Van Schaftingen E, Häusler M, 
Tenbrock K, van den Heuvel L, Elbracht M, Kurth, Kraft F. A human multisystem disor-
der with autoinflammation, leukoencephalopathy and hepatopathy is caused by muta-
tions in C2orf69. J Clin Invest. 131(12):e143078, 2021 
 
346. Krasselt M, Schober R, Weis J, Baum P, Baerwald CGO, Seifert O. A Primary My-
opathy Complicating Long-lasting Polymyalgia Rheumatica. J Clin Rheumatol. 27(1): 
e28-e29, 2021 
 
 
2020 
 
345. Kölbel H, Roos A, van der Ven PFM, Evangelista T, Nolte K, Johnson K, Töpf A, 
Wilson M, Kress W, Sickmann A, Straub V, Kollipara L, Weis J, Fürst DO, Schara U. 



 6

First clinical and myopathological description of a myofibrillar myopathy with congenital 
onset and homozygous mutation in FLNC. Hum Mutat. 41(9): 1600-1614, 2020 
 
344. Rabenstein M, Weis J, Abicht A, Fink GR, Lehmann HC, Wunderlich G. [Multiple 
acyl-CoA dehydrogenase deficiency/glutaric aciduria type 2: difficult diagnosis, easy to 
treat]. Nervenarzt. 91(4): 349-352, 2020 
 
343. Mair D, Biskup S, Kress W, Abicht A, Brück W, Zechel S, Knop KC, Koenig FB, 
Tey S, Nikolin S, Eggermann K, Kurth I, Ferbert A, Weis J. Differential diagnosis of 
vacuolar myopathies in the NGS era. Brain Pathol. 30(5): 877-896, 2020 
 
342. Mathis S, Vallat JM, Weis J. When botany inspired pathology of the peripheral 
nervous system. Neurology. 95(12): 532-536, 2020 
 
341. Hedberg-Oldfors C, Meyer R, Nolte K, Abdul Rahim Y, Lindberg C, Karason K, 
Thuestad IJ, Visuttijai K, Geijer M, Begemann M, Kraft F, Lausberg E, Hitpass L, Götzl 
R, Luna EJ, Lochmüller H, Koschmieder S, Gramlich M, Gess B, Elbracht M, Weis J, 
Kurth I, Oldfors A, Knopp C. Loss of supervillin causes myopathy with myofibrillar disor-
ganization and autophagic vacuoles. Brain. 143(8): 2406-2420, 2020 
 
340. Yamoah A, Tripathi P, Sechi A, Köhler C, Guo H, Chandrasekar A, Nolte KW, 
Wruck CJ, Katona I, Anink J, Troost D, Aronica E, Steinbusch H, Weis J*, Goswami A*. 
Aggregates of RNA Binding Proteins and ER Chaperones Linked to Exosomes in 
Granulovacuolar Degeneration of the Alzheimer's Disease Brain. J Alzheimers Dis. 
75(1): 139-156, 2020. *equal contribution 
 
339. Yilmazer-Hanke D, Mayer T, Müller HP, Neugebauer H, Abaei A, Scheuerle A, 
Weis J, Forsberg KME, Althaus K, Meier J, Ludolph AC, Del Tredici K, Braak H, Kas-
subek J, Rasche V. Histological correlates of postmortem ultra-high-resolution single-
section MRI in cortical cerebral microinfarcts. Acta Neuropathol Commun. 8(1): 33, 2020 
 
338. Altinova H, Hammes S, Palm M, Achenbach P, Gerardo-Nava J, Deumens R, Füh-
rmann T, van Neerven SGA, Hermans E, Weis J, Brook G. Dense fibroadhesive scar-
ring and poor blood vessel-maturation hamper the integration of implanted collagen 
scaffolds in an experimental model of spinal cord injury. Biomed Mater. 15(1): 015012, 
2020 
 
337. Farschtschi SC, Kluwe L, Schön G, Friedrich RE, Matschke J, Glatzel M, Weis J, 
Hagel C, Mautner VF. Distinctive low epidermal nerve fiber density in schwannomatosis 
patients provides a major parameter for diagnosis and differential diagnosis. Brain 
Pathol. 30(2): 386-391, 2020 
 
336. Kulessa M, Weyer-Menkhoff I, Viergutz L, Kornblum C, Claeys KG, Schneider I, 
Plöckinger U, Young P, Boentert M, Vielhaber S, Mawrin C, Bergmann M, Weis J, 
Ziagaki A, Stenzel W, Deschauer M, Nolte D, Hahn A, Schoser B, Schänzer A. An inte-
grative correlation of myopathology, phenotype, and genotype in late onset Pompe dis-
ease. Neuropathol Appl Neurobiol 46(4): 359-374, 2020 
 
335. Altinova H, Hammes S, Palm M, Achenbach P, Gerardo-Nava J, Deumens R, Füh-
rmann T, van Neerven SGA, Hermans E, Weis J, Brook G. Dense fibroadhesive scar-
ring and poor blood vessel-maturation hamper the integration of implanted collagen 
scaffolds in an experimental model of spinal cord injury. Biomed Mater. 
13;15(1):015012, 2020  
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2019 
 
334. Dafsari HS, Kocaturk NM, Daimagüler HS, Brunn A, Dötsch J, Weis J, Deckert M, 
Cirak S. Bi-allelic mutations in uncoordinated mutant number-45 myosin chaperone B 
are a cause for congenital myopathy. Acta Neuropathol Commun. 7(1): 211, 2019 
 
333. Rudnik-Schöneborn S, Huemer M, Weis J, Sauer E, Meng G. Early onset faci-
oscapulohumeral muscular dystrophy - Long-term follow-up of a patient with total facial 
diplegia. Neuromuscul Disord. 29(12): 973-976, 2019 
 
332. Stengel H, Vural A, Brunder AM, Heinius A, Appeltshauser L, Fiebig B, Giese F, 
Dresel C, Papagianni A, Birklein F, Weis J, Huchtemann T, Schmidt C, Körtvelyessy, 
Villmann C, Meinl E, Sommer C, Leypoldt F, Doppler K. Anti-pan-neurofascin IgG3 as a 
marker of fulminant autoimmune neuropathy. Neurol Neuroimmunol Neuroinflamm. 6(5). 
pii: e603, 2019 
 
331. Romeike BFM, Becker K, Großkreutz J, Schulz S, Weis J, Cirak S. A family with 
limb girdle muscular dystrophy type 1B and multiple exostoses. Clin Neuropathol. 
38(5):225-232, 2019 
 
330. Gatz C, Hathazi D, Münchberg U, Buchkremer S, Labisch T, Munro B, Horvath R, 
Töpf A, Weis J, Roos A. Identification of Cellular Pathogenicity Markers for SIL1 Muta-
tions Linked to Marinesco-Sjögren Syndrome. Front Neurol. 10: 562, 2019 
 
329. Joseph S, Vingill S, Jahn O, Fledrich R, Werner HB, Katona I, Möbius W, Mitkovski 
M, Huang Y, Weis J, Sereda MW, Schulz JB, Nave KA, Stegmüller J. Myelinating glia-
specific deletion of Fbxo7 in mice triggers axonal degeneration in the central nervous 
system together with peripheral neuropathy. J Neurosci. 39(28): 5606-5626, 2019 
 
328. Ross JA, Levy Y, Ripolone M, Kolb JS, Turmaine M, Holt M, Lindqvist J, Claeys 
KG, Weis J, Monforte M, Tasca G, Moggio M, Figeac N, Zammit PS, Jungbluth 
H,Fiorillo C, Vissing J, Witting N, Granzier H, Zanoteli E, Hardeman EC, Wallgren-
Pettersson C, Ochala J. Impairments in contractility and cytoskeletal organisation cause 
nuclear defects in nemaline myopathy. Acta Neuropathol. 138(3): 477-495, 2019 
 
327. Fischbach F, Nedelcu J, Leopold P, Zhan J, Clarner T, Nellessen L, Beißel C, van 
Heuvel Y, Goswami A, Weis J, Denecke B, Schmitz C, Hochstrasser T, Nyamoya S, 
Victor M, Beyer C, Kipp M. Cuprizone-induced graded oligodendrocyte vulnerability is 
regulated by the transcription factor DNA damage-inducible transcript 3. Glia. 67(2): 
263-276, 2019 
 
326. Marrone L, Drexler HCA, Wang J, Tripathi P, Distler T, Heisterkamp P, Anderson 
EN, Kour S, Moraiti A, Maharana S, Bhatnagar R, Belgard TG, Tripathy V, Kalmbach N, 
Hosseinzadeh Z, Crippa V, Abo-Rady M, Wegner F, Poletti A, Troost D, Aronica E, 
Busskamp V, Weis J, Pandey UB, Hyman AA, Alberti S, Goswami A, Sterneckert J. 
FUS pathology in ALS is linked to alterations in multiple ALS-associated proteins and 
rescued by drugs stimulating autophagy. Acta Neuropathol. 138(1): 67-84, 2019  
 
325. Altinova H*, Hammes S*, Palm M, Gerardo-Nava J, Achenbach P, Deumens R, 
Hermans E, Führmann T, Boecker A, van Neerven S, Bozkurt A, Weis J, Brook GA. 
Fibroadhesive scarring of grafted collagen scaffolds interferes with implant–host neural 
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tissue integration and bridging in experimental spinal cord injury. Regenerative Bio-
materials 6(2): 75-87, 2019, *Equal contribution 
 
324. Karsai G, Kraft F, Haag N, Korenke GC, Hänisch B, Othman A, Suriyanarayanan 
S, Steiner R, Knopp C, Mull M, Bergmann M, Schröder JM, Weis J, Elbracht M, Be-
gemann M, Hornemann T, Kurth I. DEGS1-associated aberrant sphingolipid metabolism 
impairs nervous system function in humans. J Clin Invest. 129(3): 1229-1239, 2019 
 
323. Kölbel H, Abicht A, Schwartz O, Katona I, Paulus W, Neuen-Jacob E, Weis J, 
Schara U. Characteristic clinical and ultrastructural findings in nesprinopathies. Eur J 
Paediatr Neurol. 23(2): 254-261, 2019 
 
322. Phan V, Cox D, Cipriani S, Spendiff S, Buchkremer S, O'Connor E, Horvath R, 
Goebel HH, Hathazi D, Lochmüller H, Straka T, Rudolf R, Weis J, Roos A. SIL1 defi-
ciency causes degenerative changes of peripheral nerves and neuromuscular junctions 
in fish, mice and human. Neurobiol Dis. 124: 218-229, 2019 
 
 
2018 
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