Qualitatsbericht 2023

Publikationen von Mitgliedern des ZSEA,

die in Pubmed fur den Zeitraum (01.10.2022 - 30.09.2023) unter Aachener Adresse

registriert sind und einen Bezug zu Seltenen Erkrankungen aufweisen

(jede Publikation wird nur ein Mal aufgefiihrt, unterstrichen sind die Autoren, die Sprecher/innen und stv.

Sprecher/innen von Behandlungs- und Forschungszentren sind oder i.d.R. anderweitig als
Ansprechpartner/in im ZSEA-Internet gelistet sind)

Seltene neurologische Erkrankungen

1.

Bremer, J., A. Meinhardt, |. Katona, J. Senderek, E. K. Kdmmerer-Gassler, A. Roos, A. Ferbert,
J. M. Schréder, S. Nikolin, K. Nolte, B. Sellhaus, K. Popzhelyazkova, F. Tacke, U.
Schara-Schmidt, E. Neuen-Jacob, C. C. de Groote, P. de Jonghe, V. Timmerman, J. Baets and
J. Weis (2024). "Myelin protein zero mutation-related hereditary neuropathies:
Neuropathological insight from a new nerve biopsy cohort." Brain Pathol 34(1): e13200.

Buchholz, M., N. Weber, S. Borel, S. Sayah, F. Xie, J. B. Schulz, K. Reetz, S. Boesch, T.
Klopstock, I. Karin, L. Schéls, M. Grobe-Einsler, T. Klockgether, E. H. Davies, M. Schmeder, A.
Nadke and B. Michalowsky (2023). "Patient-reported, health economic and psychosocial
outcomes in patients with Friedreich ataxia (PROFA): protocol of an observational study using
momentary data assessments via mobile health app.”" BMJ Open 13(8): e075736.

Cabeza-Ruiz, R., L. Velazquez-Pérez, R. Pérez-Rodriguez and K. Reetz (2023). "ConvNets for
automatic detection of polyglutamine SCAs from brain MRIs: state of the art applications." Med
Biol Eng Comput 61(1): 1-24.

Cinarli Yuksel, F., P. Nicolaou, K. Spontarelli, M. F. Dohrn, A. P. Rebelo, P. Koutsou, A.
Georghiou, P. Artigas, S. L. Zichner, K. A. Kleopa and K. Christodoulou (2023). "The
phenotypic spectrum of pathogenic ATP1A1 variants expands: the novel p.P600R substitution
causes demyelinating Charcot-Marie-Tooth disease." J Neurol 270(5): 2576-2590.

Corben, L. A., V. Collins, S. Milne, J. Farmer, A. Musheno, D. Lynch, S. Subramony, M.
Pandolfo, J. B. Schulz, K. Lin and M. B. Delatycki (2022). "Clinical management guidelines for
Friedreich ataxia: best practice in rare diseases." Orphanet J Rare Dis 17(1): 415.

Cortese, A., R. Currd, R. Ronco, J. Blake, A. M. Rossor, E. Bugiardini, M. Laura, T. Warner, T.
Yousry, R. Poh, J. Polke, A. Rebelo, M. F. Dohrn, M. Saporta, H. Houlden, S. Zuchner and M.
M. Reilly (2024). "Mutations in alpha-B-crystallin cause autosomal dominant axonal
Charcot-Marie-Tooth disease with congenital cataracts.” Eur J Neurol 31(1): e16063.

Danzi, M. C., M. F. Dohrn, S. Fazal, D. Beijer, A. P. Rebelo, V. Cintra and S. Ziichner (2023).
"Deep structured learning for variant prioritization in Mendelian diseases." Nat Commun 14(1):
4167.

Dyong, T. M., B. Gess, C. Dumke, R. Rolke and M. F. Dohrn (2023). "Carbamazepine for
Chronic Muscle Pain: A Retrospective Assessment of Indications, Side Effects, and Treatment
Response.” Brain Sci 13(1).

Faber, J., M. Berger, W. Carlo, J. Hibener-Schmid, T. Schaprian, M. M. Santana, M.
Grobe-Einsler, D. Onder, B. Koyak, P. Giunti, H. Garcia-Moreno, C. Gonzalez-Robles, M. Lima,
M. Raposo, A. R. V. Melo, L. P. de Almeida, P. Silva, M. M. Pinto, B. P. van de Warrenburg, J.

Qualitatsbericht - 2023 Seite 1



10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

van Gaalen, J. de Vries, Jeroen, G. Oz, J. M. Joers, M. Synofzik, L. Schdls, O. Riess, J. Infante,
L. Manrique, D. Timmann, A. Thieme, H. Jacobi, K. Reetz, |. Dogan, C. Onyike, M. Povazan, J.
Schmahmann, E. M. Ratai, M. Schmid and T. Klockgether (2023). "Stage-dependent
biomarker changes in spinocerebellar ataxia type 3." medRxiv.

Faber, J., D. Kigler, E. Bahrami, L. S. Heinz, D. Timmann, T. M. Ernst, K. Deike-Hofmann, T.
Klockgether, B. van de Warrenburg, J. van Gaalen, K. Reetz, S. Romanzetti, G. Oz, J. M.
Joers, J. Diedrichsen and M. Reuter (2022). "CerebNet: A fast and reliable deep-learning
pipeline for detailed cerebellum sub-segmentation.” Neuroimage 264: 119703.

Franzka, P., S. C. Schuler, T. Kentache, R. Storm, A. Bock, I. Katona, J. Weis, K. Buder, C.
Kaether and C. A. Hubner (2023). "Impact of Hypermannosylation on the Structure and
Functionality of the ER and the Golgi Complex." Biomedicines 11(1).

Georgiou-Karistianis, N., L. A. Corben, K. Reetz, I. M. Adanyeguh, M. Corti, D. K. Deelchand,
M. B. Delatycki, I. Dogan, R. Evans, J. Farmer, M. C. Franca, W. Gaetz, I. H. Harding, K. S.
Harris, S. Hersch, R. Joules, J. J. Joers, M. L. Krishnan, M. Lax, E. F. Lock, D. Lynch, T.
Mareci, S. Muthuhetti Gamage, M. Pandolfo, M. Papoutsi, T. J. R. Rezende, T. P. L. Roberts, J.
T. Rosenberg, S. Romanzetti, J. B. Schulz, T. Schilling, A. J. Schwarz, S. Subramony, B. Yao,
S. Zicha, C. Lenglet and P. G. Henry (2022). "A natural history study to track brain and spinal
cord changes in individuals with Friedreich's ataxia: TRACK-FA study protocol." PLoS One
17(11): e0269649.

Hengel, H., P. Martus, J. Faber, P. Giunit, H. Garcia-Moreno, N. Solanky, T. Klockgether, K.
Reetz, B. P. van de Warrenburg, M. M. Santana, P. Silva, I. Cunha, L. P. de Almeida, D.
Timmann, J. Infante, J. de Vries, M. Lima, P. Pires, K. Bushara, H. Jacobi, C. Onyike, J. D.
Schmahmann, J. Hibener-Schmid, M. Synofzik and L. Schdéls (2023). "The frequency of
non-motor symptoms in SCA3 and their association with disease severity and lifestyle factors."”
J Neurol 270(2): 944-952.

Hohenfeld, C., U. Terstiege, |. Dogan, P. Giunti, M. H. Parkinson, C. Mariotti, L. Nanetti, M.
Fichera, A. Durr, C. Ewenczyk, S. Boesch, W. Nachbauer, T. Klopstock, C. Stendel, F. J.
Rodriguez de Rivera Garrido, L. Schéls, S. N. Hayer, T. Klockgether, I. Giordano, C. Didszun,
M. Rai, M. Pandolfo, H. Rauhut, J. B. Schulz and K. Reetz (2022). "Prediction of the disease
course in Friedreich ataxia." Sci Rep 12(1): 19173.

Igharo, D., J. C. Thiel, R. Rolke, M. Akkaya, J. Weis, I. Katona, J. B. Schulz and A. Maier
(2023). "Skin biopsy reveals generalized small fibre neuropathy in hypermobile Ehlers-Danlos
syndromes." Eur J Neurol 30(3): 719-728.

Kasper, J., S. B. Eickhoff, S. Caspers, J. Peter, |. Dogan, R. C. Wolf, K. Reetz, J. Dukart and M.
Orth (2023). "Local synchronicity in dopamine-rich caudate nucleus influences Huntington's
disease motor phenotype." Brain 146(8): 3319-3330.

Kather, A., F. Holtbernd, R. Brunkhorst, D. Hasan, R. Markewitz, K. P. Wandinger, M.
Wiesmann, J. B. Schulz and S. C. Tauber (2022). "Anti-SEZ6L2 antibodies in paraneoplastic
cerebellar syndrome: case report and review of the literature.” Neurol Res Pract 4(1): 54.

Maier, A., R. Kapfenberger, I. Katona, J. Weis, J. B. Schulz and R. Rolke (2022). "Nonregional
small fibre neuropathy in cases of autoimmune autonomic neuropathy.” J Neurol 269(12):
6648-6654.

Nikolaus, M., P. Rausch, K. Rostasy, A. Bertolini, R. Wickstrém, J. Johannsen, J. Denecke, M.
Breu, M. Schimmel, K. Diepold, M. Haeusler, A. Quade, A. Berger, H. Rosewich, C. Steen, K.
von Au, M. Dreesmann, C. Finke, F. Bartels, A. M. Kaindl, M. Schuelke and E. Knierim (2023).
"Retrospective Pediatric Cohort Study Validates NEOS Score and Demonstrates Applicability
in Children With Anti-NMDAR Encephalitis." Neurol Neuroimmunol Neuroinflamm 10(3).

Qualitatsbericht - 2023 Seite 2



20.

21.

22.

23.

24.

25.

26.

27.

28.

Pandolfo, M., K. Reetz, A. Darling, F. J. Rodriguez de Rivera, P. G. Henry, J. Joers, C. Lenglet,
I. Adanyeguh, D. Deelchand, F. Mochel, F. Pousset, S. Pascual, D. Van den Eede, I.
Martin-Ugarte, A. Vila-Brau, A. Mantilla, M. Pascual, M. Martinell, U. Meya and A. Durr (2022).
"Efficacy and Safety of Leriglitazone in Patients With Friedreich Ataxia: A Phase 2
Double-Blind, Randomized Controlled Trial (FRAMES)." Neurol Genet 8(6): e200034.

Porcu, L., M. Fichera, L. Nanetti, E. Rulli, P. Giunti, M. H. Parkinson, A. Durr, C. Ewenczyk, S.
Boesch, W. Nachbauer, E. Indelicato, T. Klopstock, C. Stendel, F. J. Rodriguez de Rivera, L.
Schols, Z. Fleszar, |. Giordano, C. Didszun, A. Castaldo, M. Rai, T. Klockgether, M. Pandolfo,
J. B. Schulz, K. Reetz and C. Mariotti (2023). "Longitudinal changes of SARA scale in
Friedreich ataxia: Strong influence of baseline score and age at onset.” Ann Clin Transl Neurol
10(11): 2000-2012.

Rebelo, A. P., A. Ruiz, M. F. Dohrn, M. Wayand, A. Farooq, M. C. Danzi, D. Beijer, B. Aaron, J.
Vandrovcova, H. Houlden, L. Matalonga, L. Abreu, G. Rouleau, M. A. Estiar, L. Van de Vondel,
Z. Gan-Or, J. Baets, R. Schule and S. Zuchner (2022). "BiP inactivation due to loss of the
deAMPylation function of FICD causes a motor neuron disease." Genet Med 24(12):
2487-2500.

Rezende, T. J. R., I. M. Adanyeguh, F. Arrigoni, B. Bender, F. Cendes, L. A. Corben, A.
Deistung, M. Delatycki, I. Dogan, G. F. Egan, S. L. Goricke, N. Georgiou-Karistianis, P. G.
Henry, D. Hutter, N. Jahanshad, J. M. Joers, C. Lenglet, T. Lindig, A. R. M. Martinez, A.
Martinuzzi, G. Paparella, D. Peruzzo, K. Reetz, S. Romanzetti, L. Schdls, J. B. Schulz, M.
Synofzik, S. I. Thomopoulos, P. M. Thompson, D. Timmann, |. H. Harding and M. C. Franca, Jr.
(2023). "Progressive Spinal Cord Degeneration in Friedreich's Ataxia: Results from
ENIGMA-Ataxia." Mov Disord 38(1): 45-56.

Santana, M. M., L. S. Gaspar, M. M. Pinto, P. Silva, D. Ad&o, D. Pereira, J. A. Ribeiro, I. Cunha,
J. Huebener-Schmid, M. Raposo, A. F. Ferreira, J. Faber, S. Kuhs, H. Garcia-Moreno, K._
Reetz, A. Thieme, J. Infante, B. P. C. van de Warrenburg, P. Giunti, O. Riess, L. Schdls, M.
Lima, T. Klockgether, C. Januério and L. P. de Almeida (2023). "A standardised protocol for
blood and cerebrospinal fluid collection and processing for biomarker research in ataxia."
Neuropathol Appl Neurobiol 49(2): e12892.

Schéanzer, A., C. Dittmayer, S. Porubsky, J. Weis, H. H. Goebel and W. Stenzel (2023).
"[Neuropathology I: muscular diseases]." Pathologie (Heidelb) 44(2): 104-112.

Seeliger, T., H. N. Dreyer, J. M. Siemer, L. Bonig, S. Gingele, M. F. Dohrn, N. Prenzler, D.
Ernst, T. Witte and T. Skripuletz (2023). "Clinical and paraclinical features of small fiber
neuropathy in Sjogren's syndrome." J Neurol 270(2): 1004-1010.

van Eimeren, T., K. Giehl, K. Reetz, C. Sampaio and T. A. Mestre (2023). "Neuroimaging
biomarkers in Huntington's disease: Preparing for a new era of therapeutic development."
Parkinsonism Relat Disord 114: 105488.

Yalcouyé, A., A. P. Rebelo, L. Cissé, L. Rives, S. Bamba, J. Cogan, K. Esoh, S. Diarra, K. M.
Ezell, A. Taméga, C. O. Guinto, M. F. Dohrn, R. Hamid, K. H. Fischbeck, S. Zuchner and G.
Landouré (2023). "Novel variant in CADM3 causes Charcot-Marie-Tooth disease." Brain
Commun 5(5): fcad227.

Qualitatsbericht - 2023 Seite 3



Seltene hamatologische Erkrankungen

29.

30.

31.

32.

33.

34.

35.

36.

Atakhanov, S., D. Christen, B. Rolles, H. M. Schiler, J. Panse, N. Chatain, S. Koschmieder, T.
H. Brimmendorf, M. A. S. Toledo and M. Zenke (2022). "Towards personalized medicine with
iPS cell technology: a case report of advanced systemic mastocytosis with associated
eosinophilia." Ann Hematol 101(11): 2533-2536.

Barbui, T., A. Carobbio, A. Ghirardi, A. lurlo, V. De Stefano, M. A. Sobas, E. Rumi, E. M. Elli, F.
Lunghi, M. Gasior Kabat, B. Cuevas, P. Guglielmelli, M. Bonifacio, M. Marchetti, A.
Alvarez-Larran, L. Fox, M. Bellini, R. Daffini, G. Benevolo, G. Carreno-Tarragona, A. Patriarca,
H. K. Al-Ali, M. M. M. Andrade-Campos, F. Palandri, C. Harrison, M. A. Foncillas, S. Osorio, S.
Koschmieder, E. Magro Mazo, J. J. Kiladjian, E. Bolafios Calderon, F. H. Heidel, K. Quiroz
Cervantes, M. Griesshammer, V. Garcia-Gutierrez, A. M. Sanchez, J. C. Hernandez-Boluda, E.
Lopez Abadia, G. Carli, M. Sagues Serrano, R. Kusec, B. Xicoy Cirici, M. Guenova, B. Navas
Elorza, A. Angona, E. Cichocka, A. Kulikowska de Natecz, D. Cattaneo, C. Bucelli, S. Betti, O.
Borsani, F. Cavalca, S. Carbonell, N. Curto-Garcia, L. Benajiba, A. Rambaldi and A. M.
Vannucchi (2022). "Breakthrough infections in MPN-COVID vaccinated patients.” Blood
Cancer J 12(11): 154.

Barbui, T., A. Carobbio, A. Ghirardi, A. lurlo, M. A. Sobas, E. M. Elli, E. Rumi, V. De Stefano, F.
Lunghi, M. Marchetti, R. Daffini, M. Gasior Kabat, B. Cuevas, M. L. Fox, M. M.
Andrade-Campos, F. Palandri, P. Guglielmelli, G. Benevolo, C. Harrison, M. A. Foncillas, M.
Bonifacio, A. Alvarez-Larran, J. J. Kiladjian, E. Bolafios Calderén, A. Patriarca, K. Quiroz
Cervantes, M. Griesshammer, V. Garcia-Gutierrez, A. Marin Sanchez, E. Magro Mazo, G.
Carli, J. C. Hernandez-Boluda, S. Osorio, G. Carreno-Tarragona, M. Sagues Serrano, R.
Kusec, B. Navas Elorza, A. Angona, B. Xicoy Cirici, E. Lopez Abadia, S. Koschmieder, D.
Cattaneo, C. Bucelli, E. Cichocka, A. K. de Natecz, F. Cavalca, O. Borsani, S. Betti, M. Bellini,
N. Curto-Garcia, A. Rambaldi and A. M. Vannucchi (2022). "Determinants of early triage for
hospitalization in myeloproliferative neoplasm (MPN) patients with COVID-19." Am J Hematol
97(12): E470-e473.

Biutow, M., F. J. Testaquadra, J. Baumeister, T. Maié, N. Chatain, T. Jaquet, S. Tillmann, M._
Crysandt, I. G. Costa, T. H. Brimmendorf and M. Schemionek (2023). "Targeting
cytokine-induced leukemic stem cell persistence in chronic myeloid leukemia by
IKK2-inhibition." Haematologica 108(4): 1179-1185.

Chianucci, B., A. Grossi, G. Dell'Orso, E. Palmisani, M. Lanciotti, P. Terranova, F. Pierri, M.
Lupia, L. Arcuri, M. Laurino, |. Ceccherini, F. Beier, C. Dufour, F. Fioredda and M. Miano
(2022). "Autoimmune Neutropenia and Immune-Dysregulation in a Patient Carrying a TINF2
Variant." Int J Mol Sci 23(23).

Crysandt, M. and T. H. Brimmendorf (2023). "[Current management and new treatment
strategies of chronic myeloid leukemia]." Dtsch Med Wochenschr 148(12): 744-751.

de Toledo, M. A. S., X. Fu, T. Maié, E. M. Buhl, K. Gotz, S. Schmitz, A. Kaiser, P. Boor, T.
Braunschweig, N. Chatain, I. G. Costa, T. H. Brimmendorf, S. Koschmieder and M. Zenke
(2023). "KIT D816V Mast Cells Derived from Induced Pluripotent Stem Cells Recapitulate

Systemic Mastocytosis Transcriptional Profile." Int J Mol Sci 24(6).

Georgi, J. A., S. Stasik, J. N. Eckardt, S. Zukunft, M. Hartwig, C. Réllig, J. M. Middeke, U.
Oelschlagel, U. Krug, T. Sauer, S. Scholl, A. Hochhaus, T. H. Brimmendorf, R. Naumann, B.
Steffen, H. Einsele, M. Schaich, A. Burchert, A. Neubauer, K. Schafer-Eckart, C. Schliemann,
S. W. Krause, M. Hanel, R. Noppeney, U. Kaiser, C. D. Baldus, M. Kaufmann, C. Muller-Tidow,
U. Platzbecker, W. E. Berdel, H. Serve, G. Ehninger, M. Bornhauser, J. Schetelig, F.
Kroschinsky and C. Thiede (2023). "UBTF tandem duplications are rare but recurrent
alterations in adult AML and associated with younger age, myelodysplasia, and inferior

Qualitatsbericht - 2023 Seite 4



37.

38.

39.

40.

41.

42.

43.

44,

outcome." Blood Cancer J 13(1): 88.

Griffin, M., D. J. Eikema, I. Verheggen, A. Kulagin, J. M. Tjon, B. Fattizzo, W. Ingram, U. Zaidi,
L. Desnica, S. Giammarco, J. Drozd-Sokolowska, B. Xicoy, A. Patriarca, M. Loschi, A.
Szmigielska-Kaplon, F. Beier, A. Cignetti, B. Drexler, E. Gavriilaki, F. Lanza, C. Orvain, A. M.
Risitano, R. De la Camara and R. P. De Latour (2023). "SARS-CoV-2 vaccination in 361
non-transplanted patients with aplastic anemia and/or paroxysmal nocturnal hemoglobinuria."
Haematologica.

Hakkarainen, M., I. Kaaja, S. P. M. Douglas, T. Vulliamy, I. Dokal, J. Soulier, L. Larcher, R.
Peffault de Latour, T. Leblanc, F. Sicre de Fontbrune, T. Siitonen, O. Lohi, E.
Hellstrém-Lindberg, G. Barbany, B. Tesi, A. Shimamura, F. Beier, S. Jackson, A. A. Kuperman,
T. Falik Zaccai, H. Tamary, C. Mecucci, I. Capolsini, K. Jahnukainen, U. Salmenniemi, R.
Niinimé&ki, T. Varilo, O. Kilpivaara and U. Wartiovaara-Kautto (2023). "The clinical picture of
ERCC6L2 disease: from bone marrow failure to acute leukemia." Blood 141(23): 2853-2866.

Isfort, S., K. Manz, L. L. Teichmann, M. Crysandt, A. Burchert, A. Hochhaus, S. Saussele, A.
Kiani, J. R. Gothert, T. lllmer, P. Schafhausen, H. K. Al-Ali, F. Stegelmann, M. Hanel, T.
Pfeiffer, A. Giagounidis, G. N. Franke, S. Koschmieder, A. Fabarius, T. Ernst, M.
Warnken-Uhlich, U. Wolber, D. Kohn, M. Pfirrmann, D. Wolf and T. H. Brimmendorf (2023).
"Step-in dosing of bosutinib in pts with chronic phase chronic myeloid leukemia (CML) after
second-generation tyrosine kinase inhibitor (TKI) therapy: results of the Bosutinib Dose
Optimization (BODO) Study." Ann Hematol 102(10): 2741-2752.

Jacobi, H., M. Vieri, M. Bitow, C. Y. Namasu, L. Fliter, |. G. Costa, T. Maié, K.
Lindemann-Docter, N. Chatain, F. Beier, M. Huber, W. Wagner, M. Crysandt, T. H.
Brimmendorf and M. Schemionek (2023). "Myelofibrosis at diagnosis is associated with the
failure of treatment-free remission in CML patients.” Front Pharmacol 14: 1212392.

Janczar, S., M. Kirschner, F. Beier, T. H. Brimmendorf, M. Ussowicz, K. Babol-Pokora, A.
Oszer, A. Yoshimi, K. Kalwak and W. Mlynarski (2022). "Challenges in the interpretation of a
germline TERT variant in a patient with juvenile myelomonocytic leukemia." Pediatr Blood
Cancer 69(10): €29909.

Kalmer, M., K. Pannen, R. Lemanzyk, C. Wirths, J. Baumeister, A. Maurer, K. Kricheldorf, J.
Schifflers, D. Gezer, S. Isfort, T. H. Brimmendorf, S. Koschmieder and N. Chatain (2022).
"Clonogenic assays improve determination of variant allele frequency of driver mutations in
myeloproliferative neoplasms." Ann Hematol 101(12): 2655-2663.

Kennedy, V. E., C. Perkins, A. Reiter, M. Jawhar, J. Lubke, H. C. Kluin-Nelemans, W. Shomali,
C. Langford, J. Abuel, O. Hermine, M. Niedoszytko, A. Gorska, A. Mital, P. Bonadonna, R.
Zanotti, |. Tanasi, M. Mattsson, H. Hagglund, M. Triggiani, A. S. Yavuz, J. Panse, D. Christen,
M. Heizmann, K. Shoumariyeh, S. Miller, C. Elena, L. Malcovati, N. Fiorelli, F. Wortmann, V.
Vucinic, K. Brockow, C. Fokoloros, S. G. Papageorgiou, C. Breynaert, D. Bullens, M. Doubek,
A. llerhaus, I. Angelova-Fischer, O. Solomianyi, J. Varkonyi, V. Sabato, A. Rufer, T. D. Schug,
M. A. W. Hermans, A. B. Fortina, F. Caroppo, H. Bumbea, T. Gulen, K. Hartmann, H. O.
Elberink, J. Schwaab, M. Arock, P. Valent, W. R. Sperr and J. Gotlib (2023). "Mast cell
leukemia: clinical and molecular features and survival outcomes of patients in the ECNM
Registry." Blood Adv 7(9): 1713-1724.

Kirschner, M., B. Rolles, M. Crysandt, C. Rollig, F. Stdlzel, M. Kramer, M. Bornhauser, H.
Serve, U. Platzbecker, C. Muller-Tidow, K. Kricheldorf, M. Vieri, M. Begemann, A. Maurer, M.
W. Wiodarski, S. S. Sahoo, T. H. Bruimmendorf, E. Jost, F. Beier (2022). ,Impaired Overall
Survival in Young Patients With Acute Myeloid Leukemia and Variants in Genes Predisposing
for Myeloid Malignancies.“ Hemasphere 12, 6(11): e787.

Qualitatsbericht - 2023 Seite 5



45.

46.

47.

48.

49.

50.

51.

52.

53.

Koschmieder, S., S. Isfort, D. Wolf, F. H. Heidel, A. Hochhaus, P. Schafhausen, M.
Griesshammer, D. Wolleschak, U. Platzbecker, K. Ddéhner, P. J. Jost, S. Parmentier, M.
Schaich, N. von Bubnoff, F. Stegelmann, A. Maurer, M. Crysandt, D. Gezer, M. Kortmann, J.
Franklin, J. Frank, M. Hellmich and T. H. Brimmendorf (2023). "Efficacy and safety of
ruxolitinib in patients with newly-diagnosed polycythemia vera: futility analysis of the
RuxoBEAT clinical trial of the GSG-MPN study group." Ann Hematol 102(2): 349-358.

Langhammer, M., J. Schopf, T. Jaquet, K. Horn, M. Angel, C. Spohr, D. Christen, F. M. Uhl, T.
Maié, H. Jacobi, T. B. Feyerabend, J. Huber, M. Panning, C. Sitaru, |. Costa, R. Zeiser, K.
Aumann, H. Becker, T. Braunschweig, S. Koschmieder, K. Shoumariyeh, M. Huber, M.
Schemionek-Reinders, T. Brummer and S. Halbach (2023). "Mast cell deficiency prevents
BCR::ABL1 induced splenomegaly and cytokine elevation in a CML mouse model." Leukemia
37(7): 1474-1484.

Larsen, M. K., V. Skov, L. Kjaer, N. A. Mgller-Palacino, R. K. Pedersen, M. Andersen, J. T.
Ottesen, S. Cordua, H. E. Poulsen, M. Dahl, T. A. Knudsen, C. S. Eickhardt-Dalbgge, S.
Koschmieder, K. M. Pedersen, Y. Colak, S. E. Bojesen, B. G. Nordestgaard, T. Stiehl, H. C.
Hasselbalch and C. Ellervik (2022). "Clonal haematopoiesis of indeterminate potential and
impaired kidney function-A Danish general population study with 11 years follow-up." Eur J
Haematol 109(5): 576-585.

Lipton, J. H., T. H. Brimmendorf, C. Gambacorti-Passerini, V. Garcia-Gutiérrez, M. W.
Deininger and J. E. Cortes (2022). "Long-term safety review of tyrosine kinase inhibitors in
chronic myeloid leukemia - What to look for when treatment-free remission is not an option."
Blood Rev 56: 100968.

Libke, J., J. Schwaab, D. Christen, H. O. Elberink, B. Span, M. Niedoszytko, A. Gorska, M.
Lange, K. V. Gleixner, E. Hadzijusufovic, O. Solomianyi, I. Angelova-Fischer, R. Zanotti, M.
Bonifacio, P. Bonadonna, K. Shoumariyeh, N. von Bubnoff, S. Miller, C. Perkins, C. Elena, L.
Malcovati, H. Hagglund, M. Mattsson, R. Parente, J. Varkonyi, A. B. Fortina, F. Caroppo, A.
Zink, K. Brockow, C. Breynaert, D. Bullens, A. S. Yavuz, M. Doubek, V. Sabato, T. Schug, D.
Niederwieser, K. Hartmann, M. Triggiani, J. Gotlib, O. Hermine, M. Arock, H. C.
Kluin-Nelemans, J. Panse, W. R. Sperr, P. Valent, A. Reiter and M. Jawhar (2023). "Prognostic
Impact of Organomegaly in Mastocytosis: An Analysis of the European Competence Network
on Mastocytosis." J Allergy Clin Immunol Pract 11(2): 581-590.e585.

Manz, K., J. Bahr, T. Ittermann, K. D6hner, S. Koschmieder, T. H. Brimmendorf, M.
Griesshammer, M. Nauck, H. Volzke and F. H. Heidel (2023). "Validation of myeloproliferative
neoplasms associated risk factor RDW as predictor of thromboembolic complications in healthy
individuals: analysis on 6849 participants of the SHIP-study." Leukemia 37(8): 1745-1749.

Mughal, T. I., N. Pemmaraju, R. Bejar, R. P. Gale, P. Bose, J. J. Kiladjian, J. Prchal, D.
Royston, D. Pollyea, P. Valent, T. H. Bruimmendorf, T. Skorski, M. Patnaik, V. Santini, P.
Fenaux, N. Kucine, S. Verstovsek, R. Mesa, T. Barbui, G. Saglio and R. A. Van Etten (2022).
"Perspective: Pivotal translational hematology and therapeutic insights in chronic myeloid
hematopoietic stem cell malignancies." Hematol Oncol 40(4): 491-504.

Nishimura, J. I., A. Soubret, N. Arase, S. Buatois, M. Hotta, J. E. Charoin, Y. Ito, S. Sreckovic,
H. Takamori, C. Bucher, Y. Ueda, J. Hernandez-Sanchez, K. Gotanda, G. Jordan, K.
Shinomiya, J. Ramos, J. S. Kim, J. Panse, R. P. de Latour, A. R6th, E. Morii, H. Schrezenmeier,
Y. Isaka, S. Sica, Y. Kanakura, S. S. Yoon, T. Kinoshita, |. Paz-Priel and A. Sostelly (2023).
"Mitigating Drug-Target-Drug Complexes in Patients With Paroxysmal Nocturnal
Hemoglobinuria Who Switch C5 Inhibitors." Clin Pharmacol Ther 113(4): 904-915.

Olschok, K., B. Altenburg, M. A. S. de Toledo, A. Maurer, A. Abels, F. Beier, D. Gezer, S. Isfort,
K. Paeschke, T. H. Brimmendorf, M. Zenke, N. Chatain and S. Koschmieder (2023). "The

Qualitatsbericht - 2023 Seite 6



54.

55.

56.

57.

58.

59.

60.

61.

62.

63.

telomerase inhibitor imetelstat differentially targets JAK2V617F versus CALR mutant
myeloproliferative neoplasm cells and inhibits JAK-STAT signaling.” Front Oncol 13: 1277453.

Panse, J. (2023). "Paroxysmal nocturnal hemoglobinuria: Where we stand." Am J Hematol 98
Suppl 4: S20-s32.

Panse, J., F. Sicre de Fontbrune, P. Burmester, M. Piggin, J. E. Matos, H. Costantino, K.
Wilson, Z. Hakimi, J. Nazir, R. Desgraz, J. Fishman, E. Persson and A. Kulasekararaj (2022).
"The burden of illness of patients with paroxysmal nocturnal haemoglobinuria receiving C5
inhibitors in France, Germany and the United Kingdom: Patient-reported insights on symptoms
and quality of life." Eur J Haematol 109(4): 351-363.

Panse, J., K. Wilson, J. Fishman, P. Wojciechowski, M. Wdowiak, R. Horneff, C. J. Patriquin,
M. Oliver and Z. Hakimi (2023). "Fatigue and health-related quality of life in paroxysmal
nocturnal haemoglobinuria: A post hoc analysis of the pegcetacoplan PEGASUS trial data.”
Eur J Haematol 111(1): 72-83.

Reiter, A., J. Schwaab, D. J. DeAngelo, J. Gotlib, M. W. Deininger, K. M. Pettit, .
Alvarez-Twose, A. M. Vannucchi, J. Panse, U. Platzbecker, O. Hermine, I. Dybedal, H. M. Lin,
S. N. Rylova, K. Ehlert, S. Dimitrijevi¢ and D. H. Radia (2022). "Efficacy and safety of avapritinib
in previously treated patients with advanced systemic mastocytosis." Blood Adv 6(21):
5750-5762.

Ro6th, A., S. Ichikawa, Y. Ito, J. S. Kim, Z. Nagy, N. Obara, J. Panse, H. Schrezenmeier, S. Sica,
J. Soret, K. Usuki, S. S. Yoon, N. Balachandran, M. Buri, P. Lundberg, H. Patel, K. Shinomiya,
A. Sostelly and J. I. Nishimura (2023). "Crovalimab treatment in patients with paroxysmal
nocturnal haemoglobinuria: Long-term results from the phase I/l COMPOSER trial." Eur J
Haematol 111(2): 300-310.

Sharma, R., N. Oak, W. Chen, R. Gogal, M. Kirschner, F. Beier, M. J. Schnieders, M. Spies, K.
E. Nichols and M. Wlodarski (2023). "Germline landscape of RPAL, RPA2 and RPA3 variants
in pediatric malignancies: identification of RPAL as a novel cancer predisposition candidate
gene." Front Oncol 13: 1229507.

Sicre de Fontbrune, F., P. Burmester, M. Piggin, J. E. Matos, H. Costantino, K. Wilson, Z.
Hakimi, J. Nazir, R. Desgraz, J. Fishman, E. Persson and J. Panse (2022). "The burden of
illness of patients with paroxysmal nocturnal haemoglobinuria receiving C5 inhibitors: clinical
outcomes and medical encounters from the patient perspective." Hematology 27(1):
1140-1151.

Stegelmann, F., L. L. Teichmann, F. H. Heidel, C. C. Crodel, T. Ernst, S. Kreil, A. Reiter, S.
Otten, S. Schauer, R. M. Korber, K. Kricheldorf, S. Isfort, H. Déhner, T. H. Brimmendorf, M.
Griesshammer, K. D6hner and S. Koschmieder (2023). "Clinicohematologic and molecular
response of essential thrombocythemia patients treated with pegylated interferon-a: a
multi-center study of the German Study Group-Myeloproliferative Neoplasms (GSG-MPN)."
Leukemia 37(4): 924-928.

Tilmont, R., I. Yakoub-Agha, D. J. Eikema, N. Zinger, M. Haenel, N. Schaap, C. H. Arroyo, C.
Schuermans, B. Besemer, M. Engelhardt, J. Kuball, M. Michieli, N. Schub, K. M. O. Wilson, J.
H. Bourhis, M. V. Mateos, N. Rabin, E. Jost, N. Kroger, J. M. Moraleda, T. Za, P. J. Hayden, M.
Beksac, D. McLornan, S. Schénland and S. Manier (2023). "Carfilzomib, lenalidomide and
dexamethasone followed by a second ASCT is an effective strategy in first relapse multiple
myeloma: a study on behalf of the Chronic malignancies working party of the EBMT." Bone
Marrow Transplant 58(11): 1182-1188.

Toledo, M. A. S., N. Chatain, M. Zenke and S. Koschmieder (2022). "Mast cells as a
therapeutic target in myeloproliferative neoplasms." Trends Mol Med 28(11): 902-905.

Qualitatsbericht - 2023 Seite 7



64.

65.

66.

67.

Tometten, M., M. Kirschner, R. Meyer, M. Begemann, I. Halfmeyer, M. Vieri, K. Kricheldorf, A.
Maurer, U. Platzbecker, M. Radsak, P. Schafhausen, S. Corbacioglu, B. Héchsmann, C.
Matthias Wilk, C. Hinze, J. Chromik, M. Heuser, M. Kreuter, S. Koschmieder, J. Panse, S.
Isfort, I. Kurth, T. H. Brimmendorf and F. Beier (2023). "Identification of Adult Patients With
Classical Dyskeratosis Congenita or Cryptic Telomere Biology Disorder by Telomere Length
Screening Using Age-modified Criteria." Hemasphere 7(5): e874.

Verstovsek, S., H. K. Al-Ali, J. Mascarenhas, A. Perkins, A. M. Vannucchi, S. R. Mohan, B. L.
Scott, D. Woszczyk, S. Koschmieder, R. Garcia-Delgado, R. Laszl6, J. S. McGreivy, W. P.
Rothbaum and J. J. Kiladjian (2022). "BOREAS: a global, phase llI study of the MDM2 inhibitor
navtemadlin (KRT-232) in relapsed/refractory myelofibrosis." Future Oncol.

Vieri, M., B. Rolles, M. Crocioni, M. Schemionek-Reinders, S. Isfort, J. Panse, T. H.
Brimmendorf and F. Beier (2023). "Eltrombopag Preserves the Clonogenic Potential of
Hematopoietic Stem Cells During Treatment With Antithymocyte Globulin in Patients With
Aplastic Anemia." Hemasphere 7(6): €906.

Wilhelm, T., M. A. S. Toledo, I. Simons, C. Stuth, V. Mohta, R. Milfarth, M. Nitsche, K.
Maschke-Neul3, S. Schmitz, A. Kaiser, J. Panse, D. Christen, M. Arock, M. Zenke and M. Huber
(2023). "Capitalizing on paradoxical activation of the mitogen-activated protein kinase pathway
for treatment of Imatinib-resistant mast cell leukemia." Hematol Oncol 41(3): 520-534.

Seltene Lebererkrankungen und gastrointestinale Erkrankungen

68.

69.

70.

71.

72.

73.

74.

Amygdalos, I., U. P. Neumann and S. A. Lang (2023). "Targeted therapies in
cholangiocarcinoma: light at the end of the tunnel?" Hepatobiliary Surg Nutr 12(4): 631-633.

Braadland, P. R., K. M. Schneider, A. Bergquist, A. Molinaro, A. Lévgren-Sandblom, M.
Henricsson, T. H. Karlsen, M. Vesterhus, C. Trautwein, J. R. Hov and H. U. Marschall (2022).
"Suppression of bile acid synthesis as a tipping point in the disease course of primary
sclerosing cholangitis." JHEP Rep 4(11): 100561.

Chang, X., R. Korenblik, B. Olij, R. Knapen, C. van der Leij, D. Heise, M. den Dulk, U. P.
Neumann, F. G. Schaap, R. M. van Dam and S. W. M. Olde Damink (2023). "Influence of
cholestasis on portal vein embolization-induced hypertrophy of the future liver remnant.”
Langenbecks Arch Surg 408(1): 54.

Fromme, M., K. Hamesch, C. V. Schneider, M. Mandorfer, M. Pons, K. H. Thorhauge, V.
Pereira, J. Sperl, S. Frankova, M. C. Reichert, F. Benini, B. Burbaum, M. Kleinjans, S. Amzou,
L. Rademacher, L. Bewersdorf, J. Verbeek, F. Nevens, J. Genesca, M. Miravitlles, A. Nufiez, B.
Schaefer, H. Zoller, S. Janciauskiene, J. Waern, A. Oliveira, L. Maia, C. Simdes, R. Mahadeva,
D. D. Fraughen, M. Trauner, A. Krag, F. Lammert, R. Bals, N. T. Gaisa, E. Aigner, W. J.
Griffiths, H. Denk, A. Teumer, N. G. McElvaney, A. M. Turner, C. Trautwein and P. Strnad
(2023). "Alpha-1 Antitrypsin Augmentation and the Liver Phenotype of Adults With Alpha-1
Antitrypsin Deficiency (Genotype PixZZ)." Clin Gastroenterol Hepatol.

Fromme M., C. V. Schneider, C. Schlapbach, S. Cazzaniga, C. Trautwein, D. J. Rader, L.
Borradori L, P. Strnad (2022). “Comorbidities in lichen planus by phenome-wide association
study in two biobank population cohorts.” Br J Dermatol 187(5): 722-729.

Fromme, M. and P. Strnad (2022). "Liver cancer in severe alpha-1 antitrypsin deficiency: who is
at risk?" Eur Respir J 60(5).

Gui, W., M. J. Hole, A. Molinaro, K. Edlund, K. K. Jgrgensen, H. Su, B. Begher-Tibbe, N.
Galiler, C. V. Schneider, U. Muthukumarasamy, A. Mohs, L. Liao, J. Jaeger, C. J. Mertens, I.
Bergheim, T. Strowig, J. G. Hengstler, J. R. Hov, H. U. Marschall, C. Trautwein and K. M.

Qualitatsbericht - 2023 Seite 8


https://eur02.safelinks.protection.outlook.com/?url=https%3A%2F%2Fpubmed.ncbi.nlm.nih.gov%2F35819183%2F&data=05%7C02%7C%7C443ab73c623e447372f308dbfbd290fa%7C5a6d5ee56edf4a26ba93f5872dbb9614%7C0%7C0%7C638380654015910175%7CUnknown%7CTWFpbGZsb3d8eyJWIjoiMC4wLjAwMDAiLCJQIjoiV2luMzIiLCJBTiI6Ik1haWwiLCJXVCI6Mn0%3D%7C3000%7C%7C%7C&sdata=wdyHNgLAKWAqye0%2FkGNsm2IgiP%2B2tA1%2B13oxxRq%2BYLQ%3D&reserved=0
https://eur02.safelinks.protection.outlook.com/?url=https%3A%2F%2Fpubmed.ncbi.nlm.nih.gov%2F35819183%2F&data=05%7C02%7C%7C443ab73c623e447372f308dbfbd290fa%7C5a6d5ee56edf4a26ba93f5872dbb9614%7C0%7C0%7C638380654015910175%7CUnknown%7CTWFpbGZsb3d8eyJWIjoiMC4wLjAwMDAiLCJQIjoiV2luMzIiLCJBTiI6Ik1haWwiLCJXVCI6Mn0%3D%7C3000%7C%7C%7C&sdata=wdyHNgLAKWAqye0%2FkGNsm2IgiP%2B2tA1%2B13oxxRq%2BYLQ%3D&reserved=0

75.

76.

77.

78.

79.

80.

81.

82.

83.

Schneider (2023). "Colitis ameliorates cholestatic liver disease via suppression of bile acid
synthesis." Nat Commun 14(1): 3304.

Heij, L., J. Bednarsch, X. Tan, M. Rosin, S. Appinger, K. Reichel, D. Pecina, M. Doukas, R. M.
van Dam, J. Garcia Vallejo, F. Ulmer, S. Lang, T. Luedde, F. G. Rocha, S. Sivakumar and U. P.
Neumann (2023). "Expression of Checkpoint Molecules in the Tumor Microenvironment of
Intrahepatic Cholangiocarcinoma: Implications for Immune Checkpoint Blockade Therapy."
Cells 12(6).

Huizing, L., L. Chen, A. A. Roeth, L. R. Heij, B. Flinders, S. A. W. Bouwense, B. Balluff, U. P.
Neumann, R. M. A. Heeren, S. W. M. Olde Damink, R. J. Vreeken and F. G. Schaap (2023).
"Tumor ratio of unsaturated to saturated sulfatide species is associated with disease-free
survival in intrahepatic cholangiocarcinoma."” Cell Oncol (Dordr) 46(3): 629-642.

Kamp, J. C., N. N. Kappe, C. F. Moro, J. Fuge, M. P. Kuehnel, S. Wrenger, T. Welte, B. V.
Hoek, D. D. Jonigk, P. Khedoe, P. Strnad, M. Bjérnstedt, J. Stolk, S. Janciauskiene and A.
Nemeth (2023). "Fibrosis-Related Gene Profiling in Liver Biopsies of PiZZ al-Antitrypsin
Children with Different Clinical Courses." Int J Mol Sci 24(3).

Kehmann, L., M. L. Berres, M. Gonzalez-Carmona, D. P. Modest, R. Mohr, A. Wree, M.
Venerito, C. Strassburg, V. Keitel, C. Trautwein, T. Luedde and C. Roderburg (2023). "Study
protocol of an open-label, single arm phase Il trial investigating the efficacy and safety of
Trifluridine/Tipiracil combined with irinotecan as a second line therapy in patients with
cholangiocarcinoma (TRITICC)." BMC Cancer 23(1): 470.

Kotsiliti, E., V. Leone, S. Schuehle, O. Govaere, H. Li, M. J. Wolf, H. Horvatic, S. Bierwirth, J.
Hundertmark, D. Inverso, L. Zizmare, A. Sarusi-Portuguez, R. Gupta, T. O'Connor, A. D.
Giannou, A. M. Shiri, Y. Schlesinger, M. G. Beccaria, C. Rennert, D. Pfister, R. Ollinger, I.
Gadjalova, P. Ramadori, M. Rahbari, N. Rahbari, M. E. Healy, M. Fernandez-Vaquero, N.
Yahoo, J. Janzen, I. Singh, C. Fan, X. Liu, M. Rau, M. Feuchtenberger, E. Schwaneck, S. J.
Wallace, S. Cockell, J. Wilson-Kanamori, P. Ramachandran, C. Kho, T. J. Kendall, A. L.
Leblond, S. J. Keppler, P. Bielecki, K. Steiger, M. Hofmann, K. Rippe, H. Zitzelsberger, A.
Weber, N. Malek, T. Luedde, M. Vucur, H. G. Augustin, R. Flavell, O. Parnas, R. Rad, O. Pabst,
N. C. Henderson, S. Huber, A. Macpherson, P. Knolle, M. Claassen, A. Geier, C. Trautwein, K.
Unger, E. Elinav, A. Waisman, Z. Abdullah, D. Haller, F. Tacke, Q. M. Anstee and M.
Heikenwalder (2023). "Intestinal B cells license metabolic T-cell activation in NASH
microbiota/antigen-independently and contribute to fibrosis by IgA-FcR signalling." J Hepatol
79(2): 296-313.

Lemmer, P., J. P. Sowa, Y. Bulut, P. Strnad and A. Canbay (2023). "Mechanisms and
aetiology-dependent treatment of acute liver failure." Liver Int.

Lurje, I, N. T. Gaisa, E. Dahl, R. Kniichel, P. Strnad, C. Trautwein, F. Tacke, U. P. Neumann, Z.
Czigany and G. Lurje (2023). "Genetic polymorphisms in interleukin-18 (rs1143634) and
interleukin-8 (rs4073) are associated with survival after resection of intrahepatic
cholangiocarcinoma." Sci Rep 13(1): 12283.

Mohamed, M. R., J. Haybaeck, H. Wu, H. Su, M. Bartneck, C. Lin, M. V. Boekschoten, P. Boor,
B. Goeppert, C. Rupp, P. Strnad, R. J. Davis, F. J. Cubero and C. Trautwein (2023). "JNKs
protect from cholestatic liver disease progression by modulating Apelin signalling." JHEP Rep
5(11): 100854.

Morales Santana D.A., |. Amygdalos, F. A. Meister, J. Bednarsch, A. Lambertz, P. Strnad, A.
Koch, T. F. Ulmer, U.P. Neumann, S. A. Lang (2023). “Successful Transplantation of a Liver
from a Donor with HELLP Syndrome Undergoing Hypothermic Oxygenated Machine Perfusion
(HOPE) Prior to Implantation. Am J Case Rep 24: €938131.

Qualitatsbericht - 2023 Seite 9


https://eur02.safelinks.protection.outlook.com/?url=https%3A%2F%2Fpubmed.ncbi.nlm.nih.gov%2F37138502%2F&data=05%7C02%7C%7C443ab73c623e447372f308dbfbd290fa%7C5a6d5ee56edf4a26ba93f5872dbb9614%7C0%7C0%7C638380654016066408%7CUnknown%7CTWFpbGZsb3d8eyJWIjoiMC4wLjAwMDAiLCJQIjoiV2luMzIiLCJBTiI6Ik1haWwiLCJXVCI6Mn0%3D%7C3000%7C%7C%7C&sdata=%2BbQb9P49IVnp2o%2BxxoE2dtLGJAL%2BTQlsG5BX0qWvJKY%3D&reserved=0
https://eur02.safelinks.protection.outlook.com/?url=https%3A%2F%2Fpubmed.ncbi.nlm.nih.gov%2F37138502%2F&data=05%7C02%7C%7C443ab73c623e447372f308dbfbd290fa%7C5a6d5ee56edf4a26ba93f5872dbb9614%7C0%7C0%7C638380654016066408%7CUnknown%7CTWFpbGZsb3d8eyJWIjoiMC4wLjAwMDAiLCJQIjoiV2luMzIiLCJBTiI6Ik1haWwiLCJXVCI6Mn0%3D%7C3000%7C%7C%7C&sdata=%2BbQb9P49IVnp2o%2BxxoE2dtLGJAL%2BTQlsG5BX0qWvJKY%3D&reserved=0
https://eur02.safelinks.protection.outlook.com/?url=https%3A%2F%2Fpubmed.ncbi.nlm.nih.gov%2F37138502%2F&data=05%7C02%7C%7C443ab73c623e447372f308dbfbd290fa%7C5a6d5ee56edf4a26ba93f5872dbb9614%7C0%7C0%7C638380654016066408%7CUnknown%7CTWFpbGZsb3d8eyJWIjoiMC4wLjAwMDAiLCJQIjoiV2luMzIiLCJBTiI6Ik1haWwiLCJXVCI6Mn0%3D%7C3000%7C%7C%7C&sdata=%2BbQb9P49IVnp2o%2BxxoE2dtLGJAL%2BTQlsG5BX0qWvJKY%3D&reserved=0

84.

85.

86.

87.

88.

89.

90.

91.

92.

93.

94.

Micke, V. T., J. Fischer, M. M. Micke, A. Teumer, A. Koch, J. Vermehren, M. Fromme, S.
Zeuzem, C. Trautwein, C. Sarrazin, T. Berg, B. Zhou and K. Hamesch (2022). "Association of
Alpha-1 Antitrypsin Pi*Z Allele Frequency and Progressive Liver Fibrosis in Two Chronic
Hepatitis C Cohorts." J Clin Med 12(1).

Mdaller-Vahl, K. R., A. Pisarenko, N. Szejko, M. Haas, C. Fremer, E. Jakubovski, R. Musil, A.
Minchau, I. Neuner, D. Huys, L. T. van Elst, C. Schriéder, R. Ringlstetter, A. Koch, E. B. Jenz
and A. GroRBhennig (2023). "CANNA-TICS: Efficacy and safety of oral treatment with
nabiximols in adults with chronic tic disorders - Results of a prospective, multicenter,
randomized, double-blind, placebo controlled, phase Illb superiority study." Psychiatry Res
323: 115135.

Ncube, A., L. Bewersdorf, L. S. Spitzhorn, C. Loerch, M. Bohndorf, N. Graffmann, L. May, S.
Amzou, M. Fromme, W. Wruck, P. Strnad and J. Adjaye (2023). "Generation of two Alpha-I
antitrypsin deficiency patient-derived induced pluripotent stem cell lines ISRM-AATD-IPSC-1
(HHUUKDI011-A) and ISRM-AATD-iPSC-2 (HHUUKDI012-A)." Stem Cell Res 71: 103171.

Paluschinski, M., S. Loosen, C. Kordes, V. Keitel, A. Kuebart, T. Brandenburger, D. Schdler, M.
Wammers, U. P. Neumann, T. Luedde and M. Castoldi (2023). "Extracellular Vesicles as
Markers of Liver Function: Optimized Workflow for Biomarker Identification in Liver Disease."
Int J Mol Sci 24(11).

Rademacher, L., M. Fromme and P. Strnad (2023). "Cleaning up alpha-1 antitrypsin deficiency
related liver disease." Curr Opin Gastroenterol 39(3): 163-168.

Ratti, F., R. Marino, P. B. Olthof, J. Pratschke, J. |. Erdmann, U. P. Neumann, R. Prasad, W. R.
Jarnagin, A. A. Schnitzbauer, M. Cescon, A. Guglielmi, H. Lang, S. Nadalin, B. Topal, S. K.
Maithel, F. J. Hoogwater, R. Alikhanov, R. Troisi, E. Sparrelid, K. J. Roberts, M. Malago, J.
Hagendoorn, M. Z. Hassan, S. W. M. Olde Damink, G. Kazemier, E. Schadde, R. Charco, P. R.
de Reuver, B. Groot Koerkamp and L. Aldrighetti (2023). "Predicting futility of upfront surgery in
perihilar cholangiocarcinoma: Machine learning analytics model to optimize treatment

allocation." Hepatology.

Ruiz, M., F. Lacaille, C. Schrader, M. Pons, P. Socha, A. Krag, E. Sturm, M. Bouchecareilh and
P. Strnad (2023). "Pediatric and Adult Liver Disease in Alpha-1 Antitrypsin Deficiency.” Semin
Liver Dis 43(3): 258-266.

Strnad P., M. Mandorfer, G. G. Choudhury, W. Griffiths, C. Trautwein, R. Loomba, T. Schluep,
T. Chang, M. Yi, B. D. Given, J. C. Hamilton, J. San Matrtin, J. H. Teckman (2022). ,Fazirsiran
for Liver Disease Associated with Alphal-Antitrypsin Deficiency” N Engl J Med, Aug. 11,
387(6): 514-524.

Strnad, P. and J. San Martin (2023). "RNAI therapeutics for diseases involving protein
aggregation: fazirsiran for alpha-1 antitrypsin deficiency-associated liver disease." Expert Opin
Investig Drugs 32(7): 571-581.

Volkert, I., M. Fromme, C. Schneider, L. Candels, C. Lindhauer, H. Su, K. Thorhauge, M. Pons,

M. R. Mohamed, K. M. Schneider, P. Strnad and C. Trautwein (2023). "Impact of PNPLA3
1148M on alpha-1 antitrypsin deficiency-dependent liver disease progression." Hepatology.

Wang, G., L. R. Heij, D. Liu, E. Dahl, S. A. Lang, T. F. Ulmer, T. Luedde, U. P. Neumann and J.
Bednarsch (2022). "The Role of Single-Nucleotide Polymorphisms in Cholangiocarcinoma: A
Systematic Review." Cancers (Basel) 14(23).

Qualitatsbericht - 2023 Seite 10


https://eur02.safelinks.protection.outlook.com/?url=https%3A%2F%2Fpubmed.ncbi.nlm.nih.gov%2F35748699%2F&data=05%7C02%7C%7Cec43dfb492894d5f757508dbfb5091f3%7C5a6d5ee56edf4a26ba93f5872dbb9614%7C0%7C0%7C638380095695273406%7CUnknown%7CTWFpbGZsb3d8eyJWIjoiMC4wLjAwMDAiLCJQIjoiV2luMzIiLCJBTiI6Ik1haWwiLCJXVCI6Mn0%3D%7C3000%7C%7C%7C&sdata=MIvZuJVpJDnekq76GuXs%2BaB70akmcEqJrJUWZmtyWdw%3D&reserved=0
https://eur02.safelinks.protection.outlook.com/?url=https%3A%2F%2Fpubmed.ncbi.nlm.nih.gov%2F35748699%2F&data=05%7C02%7C%7Cec43dfb492894d5f757508dbfb5091f3%7C5a6d5ee56edf4a26ba93f5872dbb9614%7C0%7C0%7C638380095695273406%7CUnknown%7CTWFpbGZsb3d8eyJWIjoiMC4wLjAwMDAiLCJQIjoiV2luMzIiLCJBTiI6Ik1haWwiLCJXVCI6Mn0%3D%7C3000%7C%7C%7C&sdata=MIvZuJVpJDnekq76GuXs%2BaB70akmcEqJrJUWZmtyWdw%3D&reserved=0

95.

Wolff, L. I., E. Hachgenei, P. GoBmann, M. Druzenko, M. Frye, N. Kbénig, R. H. Schmitt, A.
Chrysos, K. Jochle, D. Truhn, J. N. Kather, A. Lambertz, N. T. Gaisa, D. Jonigk, T. F. Ulmer, U.
P. Neumann, S. A. Lang and |. Amygdalos (2023). "Optical coherence tomography combined
with convolutional neural networks can differentiate between intrahepatic cholangiocarcinoma
and liver parenchyma ex vivo." J Cancer Res Clin Oncol 149(10): 7877-7885.

Seltene Nieren-Erkrankungen des Erwachsenen

96.

97.

98.

99.

100.
101.

102.

108.

Anders, H. J., J. Loutan, A. Bruchfeld, G. M. Fernandez-Juarez, J. Floege, D. Goumenos, K.
Turkmen, C. van Kooten, E. Frangou, K. I. Stevens, A. Kronbichler, M. Segelmark and V. Tesar
(2023). "The management of lupus nephritis as proposed by EULAR/ERA 2019 versus KDIGO
2021." Nephrol Dial Transplant 38(3): 551-561.

Barratt, J., R. Lafayette, J. Kristensen, A. Stone, D. Cattran, J. Floege, V. Tesar, H. Trimarchi,
H. Zhang, N. Eren, A. Paliege and B. H. Rovin (2023). "Results from part A of the multi-center,
double-blind, randomized, placebo-controlled NeflgArd trial, which evaluated targeted-release
formulation of budesonide for the treatment of primary immunoglobulin A nephropathy.” Kidney
Int 103(2): 391-402.

Barratt, J., R. A. Lafayette, H. Zhang, V. Tesar, B. H. Rovin, J. A. Tumlin, H. N. Reich and J._
Floege (2023). "IgA nephropathy: the lectin pathway and implications for targeted therapy."
Kidney Int 104(2): 254-264.

Caravaca-Fontan, F., K. Stevens, M. Padrén, A. Huerta, M. Montomoli, J. Villa, F. Gonzalez, C.
Vega, M. Lépez Mendoza, L. Fernandez, A. Shabaka, A. Rodriguez-Moreno, A.
Martin-Gémez, P. J. Labrador, A. Molina Andujar, M. C. P. Soler, L. Martin-Penagos, E. Yerovi,
L. Medina Zahonero, J. C. De La Flor, C. Mon, M. Ibernon, A. R. Gémez, R. Miquel, M. Sierra,
V. Mascarés, L. Luzardo, M. Papasotiriou, D. Arroyo, U. Verdalles, P. Martinez-Miguel, G.
Ramirez-Guerrero, S. Pampa-Saico, E. Moral Berrio, J. L. P. Canga, B. Tarragon, P. F.
Gomez, D. Regidor, J. Relea, M. Xipell, C. A. Gémez, M. Navarro, A. Alvarez, B. Rivas, L. F.
Quintana, E. Gutiérrez, M. Pérez-Valdivia, B. Odler, A. Kronbichler, C. Geddes, H. J. Anders, J.
Floege, G. Ferndndez-Juarez and M. Praga (2023). "Sodium-glucose cotransporter 2 inhibition
in primary and secondary glomerulonephritis." Nephrol Dial Transplant.

Floege, J. (2023). "[IgA nephropathy]." Inn Med (Heidelb) 64(10): 961-969.

Inker, L. A., W. Collier, T. Greene, S. Miao, J. Chaudhari, G. B. Appel, S. V. Badve, F.
Caravaca-Fontén, L. Del Vecchio, J. Floege, M. Goicoechea, B. Haaland, W. G. Herrington, E.
Imai, T. H. Jafar, J. B. Lewis, P. K. T. Li, B. D. Maes, B. L. Neuen, R. D. Perrone, G. Remuzzi,
F. P. Schena, C. Wanner, J. F. M. Wetzels, M. Woodward and H. J. L. Heerspink (2023). "A
meta-analysis of GFR slope as a surrogate endpoint for kidney failure." Nat Med 29(7):
1867-1876.

Jia, T., T. Xu, B. Smeets, E. M. Buhl, M. J. Moeller, J. Floege, B. M. Klinkhammer and P. Boor
(2023). "The Role of Platelet-Derived Growth Factor in Focal Segmental Glomerulosclerosis.” J
Am Soc Nephrol 34(2): 241-257.

Kiryluk, K., E. Sanchez-Rodriguez, X. J. Zhou, F. Zanoni, L. Liu, N. Mladkova, A. Khan, M.
Marasa, J. Y. Zhang, O. Balderes, S. Sanna-Cherchi, A. S. Bomback, P. A. Canetta, G. B.
Appel, J. Radhakrishnan, H. Trimarchi, B. Sprangers, D. C. Cattran, H. Reich, Y. Pei, P.
Ravani, K. Galesic, D. Maixnerova, V. Tesar, B. Stengel, M. Metzger, G. Canaud, N. Maillard,
F. Berthoux, L. Berthelot, E. Pillebout, R. Monteiro, R. Nelson, R. J. Wyatt, W. Smoyer, J.
Mahan, A. A. Samhar, G. Hidalgo, A. Quiroga, P. Weng, R. Sreedharan, D. Selewski, K. Davis,
M. Kallash, T. L. Vasylyeva, M. Rheault, A. Chishti, D. Ranch, S. E. Wenderfer, D. Samsonov,
D. J. Claes, O. Akchurin, D. Goumenos, M. Stangou, J. Nagy, T. Kovacs, E. Fiaccadori, A.

Qualitatsbericht - 2023 Seite 11



104.

105.

106.

107.

Amoroso, C. Barlassina, D. Cusi, L. Del Vecchio, G. G. Battaglia, M. Bodria, E. Boer, L. Bono,
G. Boscultti, G. Caridi, F. Lugani, G. Ghiggeri, R. Coppo, L. Peruzzi, V. Esposito, C. Esposito, S.
Feriozzi, R. Polci, G. Frasca, M. Galliani, M. Garozzo, A. Mitrotti, L. Gesualdo, S. Granata, G.
Zaza, F. Londrino, R. Magistroni, I. Pisani, A. Magnano, C. Marcantoni, P. Messa, R. Mignani,
A. Pani, C. Ponticelli, D. Roccatello, M. Salvadori, E. Salvi, D. Santoro, G. Gembillo, S. Savoldi,
D. Spotti, P. Zamboli, C. Izzi, F. Alberici, E. Delbarba, M. Florczak, N. Krata, K. Mucha, L.
Paczek, S. Niemczyk, B. Moszczuk, M. Panczyk-Tomaszewska, M. Mizerska-Wasiak, A.
Perkowska-Ptasinska, T. Baczkowska, M. Durlik, K. Pawlaczyk, P. Sikora, M. Zaniew, D.
Kaminska, M. Krajewska, |. Kuzmiuk-Glembin, Z. Heleniak, B. Bullo-Piontecka, T. Liberek, A.
Debska-Slizien, T. Hryszko, A. Materna-Kiryluk, M. Miklaszewska, M. Szczepanska, K. Dyga,
E. Machura, K. Siniewicz-Luzenczyk, M. Pawlak-Bratkowska, M. Tkaczyk, D. Runowski, N.
Kwella, D. Drozdz, I. Habura, F. Kronenberg, L. Prikhodina, D. van Heel, B. Fontaine, C.
Cotsapas, C. Wijmenga, A. Franke, V. Annese, P. K. Gregersen, S. Parameswaran, M.
Weirauch, L. Kottyan, J. B. Harley, H. Suzuki, |. Narita, S. Goto, H. Lee, D. K. Kim, Y. S. Kim, J.
H. Park, B. Cho, M. Choi, A. Van Wijk, A. Huerta, E. Ars, J. Ballarin, S. Lundberg, B. Vogt, L. Y.
Mani, Y. Caliskan, J. Barratt, T. Abeygunaratne, P. A. Kalra, D. P. Gale, U. Panzer, T. Rauen, J.
Floege, P. Schlosser, A. B. Ekici, K. U. Eckardt, N. Chen, J. Xie, R. P. Lifton, R. J. F. Loos, E. E.
Kenny, I. lonita-Laza, A. Kottgen, B. A. Julian, J. Novak, F. Scolari, H. Zhang and A. G. Gharavi
(2023). "Genome-wide association analyses define pathogenic signaling pathways and
prioritize drug targets for IgA nephropathy.” Nat Genet 55(7): 1091-1105.

Kunter, U., C. Seikrit and J. Floege (2023). "Novel agents for treating IgA nephropathy." Curr
Opin Nephrol Hypertens 32(5): 418-426.

Lafayette, R., J. Kristensen, A. Stone, J. Floege, V. Tesar, H. Trimarchi, H. Zhang, N. Eren, A.
Paliege, H. N. Reich, B. H. Rovin and J. Barratt (2023). "Efficacy and safety of a
targeted-release formulation of budesonide in patients with primary IgA nephropathy
(NeflgArd): 2-year results from a randomised phase 3 trial." Lancet 402(10405): 859-870.

Liu, L., A. Khan, E. Sanchez-Rodriguez, F. Zanoni, Y. Li, N. Steers, O. Balderes, J. Zhang, P.
Krithivasan, R. A. LeDesma, C. Fischman, S. J. Hebbring, J. B. Harley, H. Moncrieffe, L. C.
Kottyan, B. Namjou-Khales, T. L. Walunas, R. Knevel, S. Raychaudhuri, E. W. Karlson, J. C.
Denny, I. B. Stanaway, D. Crosslin, T. Rauen, J. Floege, F. Eitner, Z. Moldoveanu, C. Reily, B.
Knoppova, S. Hall, J. T. Sheff, B. A. Julian, R. J. Wyatt, H. Suzuki, J. Xie, N. Chen, X. Zhou, H.
Zhang, L. Hammarstréom, A. Viktorin, P. K. E. Magnusson, N. Shang, G. Hripcsak, C. Weng, T.
Rundek, M. S. V. Elkind, E. C. Oelsner, R. G. Barr, I. lonita-Laza, J. Novak, A. G. Gharavi and
K. Kiryluk (2022). "Genetic regulation of serum IgA levels and susceptibility to common
immune, infectious, kidney, and cardio-metabolic traits." Nat Commun 13(1): 6859.

Seikrit, C., J. I. Schimpf, S. Wied, E. Stamellou, A. lzcue, O. Pabst, T. Rauen, K. Lenaerts and
J. Floege (2023). "Intestinal permeability in patients with IgA nephropathy and other glomerular
diseases: an observational study." J Nephrol 36(2): 463-474.

Seltene entziindlich vermittelte Erkrankungen des Kindes- und Jugendalters

108.

109.

Ehlers, L., E. Rolfes, M. Lieber, D. Miller, E. Lainka, F. Gohar, G. Klaus, H. Girschick, J.
Horstermann, J. Kimmerle-Deschner, J. Brunner, K. Palm-Beden, K. Tenbrock, L. von
Wrangel, M. Falzhauer, N. Blank, R. Trauzeddel, A. S. L. von Stuckrad, S. Higgins, T. Welzel,
T. Lutz, V. Hentgen, D. Foell, H. Wittkowski and T. Kallinich (2023). "Treat-to-target strategies
for the management of familial Mediterranean Fever in children.” Pediatr Rheumatol Online J
21(1): 108.

Oommen, P. T., T. Strauss, K. Baltruschat, |. Foeldvari, C. Deuter, G. Ganser, J. P. Haas, C.
Hinze, D. Holzinger, A. Hospach, H. |. Huppertz, A. lllhardt, M. Jung, T. Kallinich, A. Klein, K.

Qualitatsbericht - 2023 Seite 12



110.

111.

Minden, K. Mdnke, M. Mdller, S. Mrusek, U. Neudorf, G. Diickers, T. Niehues, M. Schneider, P.
Schoof, A. Thon, M. Wachowsky, N. Wagner, S. Bloedt, M. Hofer, K. Tenbrock and C. Schuetz
(2022). "Update of evidence- and consensus-based guidelines for the treatment of juvenile
idiopathic arthritis (JIA) by the German Society of Pediatric and Juvenile Rheumatic Diseases
(GKJR): New perspectives on interdisciplinary care." Clin Immunol 245: 109143.

Pappa, A., M. G. Haeusler, S. R. Tittel, C. Boettcher, D. Hilgard, S. Knauer-Fischer, M. Pavel,
J. Woelfle and R. W. Holl (2023). "Neuropathy in paediatric type 1 diabetes mellitus - clinical
characterization and analysis of risk factors in the diabetes prospective follow-up registry DPV
(Diabetes-Patienten-Verlaufsdokumentation)-registry." J Pediatr Endocrinol Metab 36(7):
628-635.

Vollbach, K., K. Tenbrock, N. Wagner, G. Horneff, A. Klein, I. Foeldvari, J. P. Haas, P. Aries, G.
Gauler, F. Striesow, P. Hoff, C. Scholz, S. Tatsis, E. Seipelt, J. Klotsche and K. Minden (2022).
"Outcome of adult patients with JIA treated with the biosimilar Benepali(®): results of the
biologic register JuMBO." Arthritis Res Ther 24(1): 271.

Retinopathien und Retinopathie-Syndrome

112.

113.

114.

115.

116.

117.

118.

1109.

Balcewicz F.K., S. Baumgarten, K. Schaffrath, S. Johnen, P. Walter, T. Lohmann (2023).
“Design and fabrication of novel developed ophthalmological surgery implantation instrument
3D-PLAPS for large-area devices examined in cadaveric eyes of pigs and rabbits.”
Investigative Ophthalmology & Visual Science 64(8); 4623.

Forré C., S. Musall, V. R. Montes, J. Linkhorst, P. Walter, M. Wessling, A. Offenhausser, S.
Ingebrandt, Y. Weber, A. Lampert, F. Santoro F (2023). ,Toward the Next Generation of Neural
lontronic Interfaces.” Advanced Healtcare Materials 12(20); 10.1002/adhm.202301055

Harmening N., S. Johnen, Z. Izsvak, Z. lvics, M. Kropp, T. Bascuas, P. Walter, A. Kreis, B.
Pajic, G. Thumann (2023). “Enhanced Biosafety of the Sleeping Beauty Transposon System by
Using mMRNA as Source of Transposase to Efficiently and Stably Transfect Retinal Pigment
Epithelial Cells.” Biomolecules 13(4); 658.

lyer S., P. Walter, S. Ingebrandt, S. Johnen (2023). “Non-viral transfection of glial cells in
suspension and in the adherent state using different electroporation devices.” Investigative
Ophthalmology & Visual Science 64(8): 4476.

Wang J.Y., S. Baumgarten, F. Balcewicz, S. Johnen, P. Walter, T. Lohmann (2023). ,A
workflow to visualize vertebrate eyes in 3D.“ PLOS ONE 18(8): e0290420.

Wang J.Y., S. Baumgarten, P. Walter (2023). “Improving implantation of retinal implants into
small animal eye-3D models in virtual reality and ablation of insertion sites.” Investigative
Ophthalmology & Visual Science 64(8); 4622.

Yamoah A., P. Tripathi, H. H. Guo, L. Scheve, P. Walter, S. Johnen, F. Muller, J. Weis, A.
Goswami (2023). “Early Alterations of RNA Binding Protein (RBP) Homeostasis and ER
Stress-Mediated Autophagy Contributes to Progressive Retinal Degeneration in the rd10
Mouse Model of Retinitis Pigmentosa (RP).” Cells 12(7); 1094.

Zhang J., F. Muller, P. Walter, S. Johnen (2023). “Anatomical and cell biological analyses of
wild-type and rd10 retinas after electroporation-based transfection.” Investigative
Ophthalmology & Visual Science 64(8); 4877.

Qualitatsbericht - 2023 Seite 13



Syndromale Erkrankungen und kindliche Atemregulationsstérungen

120.

121.

122.

123.

124,

125.

126.

127.

128.

129.

130.

131.

Beygo J., S. Russo, P. Tannorella, G. W. E. Santen, A. Dufke, F. Schlaich, T. Eggermann
(2023). “Prenatal testing for imprinting disorders: A laboratory perspective.” Prenat Diagn
43(8): 973-982.

Bilo L., E. Ochoa, S. Lee, D. Dey, |. Kurth, F. Kraft, F. Rodger, F. Docquier, A. Toribio, L.
Bottolo, G. Binder, G. Fekete, M Elbracht, E. R. Maher, M. Begemann, T. Eggermann (2023).
»Molecular characterisation of 36 multilocus imprinting disturbance (MLID) patients: a
comprehensive approach.” Clin Epigenetics 15(1): 35.

Dufke, A., T. Eggermann, K. O. Kagan, M. Hoopmann and M. Elbracht (2023). "Prenatal testing
for Imprinting Disorders: A clinical perspective." Prenat Diagn 43(8): 983-992.

Eggermann, K., R. Meyer, M. Begemann, D. Dey, E. Biltmann, |. Kurth, G. C. Korenke and C.
Knopp (2022). "Clonal Elimination of the Pathogenic Allele as Diagnostic Pitfall in
SAMDO9L-Associated Neuropathy." Genes (Basel) 13(12).

Eggermann T. (2023). “Recurrent small deletions in KCNQ1OT1: a challenge for pathogenicity
prediction.” J Med Genet 60(2): 131-133.

Eggermann T., D. Prawitt (2022) ,Further understanding of paternal uniparental disomy in
Beckwith-Wiedemann syndrome.” Expert Rev Endocrinol Metab 17(6): 513-521.

Eggermann, T., D. Monk, G. P. de Nanclares, M. Kagami, E. Giabicani, A. Riccio, Z. Tumer, J.
M. Kalish, M. Tauber, J. Duis, R. Weksberg, E. R. Maher, M. Begemann and M. Elbracht
(2023). "Imprinting disorders." Nat Rev Dis Primers 9(1): 33.

Erger, F., R. P. Aryal, B. Reusch, Y. Matsumoto, R. Meyer, J. Zeng, C. Knopp, M. Noel, L.
Muerner, A. Wenzel, S. Kohl, N. Tschernoster, G. Rappl, I. Rouvet, J. Schréder-Braunstein, F.
S. Seibert, H. Thiele, M. G. Hausler, L. T. Weber, M. Bittner-Herold, M. Elbracht, S. F.
Cummings, J. Altmdller, S. Habbig, R. D. Cummings and B. B. Beck (2023). "Germline
C1GALT1C1 mutation causes a multisystem chaperonopathy.” Proc Natl Acad SciU S A
120(22): €2211087120.

Foronda, H., Y. Fu, A. Covarrubias-Pinto, H. T. Bocker, A. Gonzalez, E. Seemann, P. Franzka,
A. Bock, R. M. Bhaskara, L. Liebmann, M. E. Hoffmann, |. Katona, N. Koch, J. Weis, . Kurth, J.
G. Gleeson, F. Reggiori, G. Hummer, M. M. Kessels, B. Qualmann, M. Mari, I. Diki¢ and C. A.
Hubner (2023). "Heteromeric clusters of ubiquitinated ER-shaping proteins drive ER-phagy."
Nature 618(7964): 402-410.

Huabner, C. T., A. K. Amin, D. Dey, R. Meyer and T. Eggermann (2022). "Mosaic Variegated
Aneuploidy Syndrome and Noonan Syndrome in the Same Family." Mol Syndromol 13(5):
402-408.

Kampmeier, A., E. Leitéo, |. Parenti, J. Beygo, C. Depienne, N. C. Bramswig, T. C. Hsieh, A.
Afenjar, S. Beck-Wadl, U. Grasshoff, T. B. Haack, E. K. Bijlsma, C. Ruivenkamp, E. Lausberg,
M. Elbracht, M. K. Haanp&&, H. Kaillinen, U. Heinrich, I. Rost, R. A. Jamra, D. Popp, M.
Koch-Hogrebe, K. Rostasy, V. Lopez-Gonzalez, M. J. Sanchez-Soler, C. Macedo, A. Schmetz,
C. Steinborn, S. Weidensee, H. Lesmann, F. Marbach, P. Caro, C. P. Schaaf, P. Krawitz, D.
Wieczorek, F. J. Kaiser and A. Kuechler (2022). "PHIP-associated Chung-Jansen syndrome:
Report of 23 new individuals." Front Cell Dev Biol 10: 1020609.

Kuehs, S., L. Teege, A. K. Hellberg, C. Stanke, N. Haag, . Kurth, R. Blum, C. Nau and E.
Leipold (2022). "Isolation and transfection of myenteric neurons from mice for patch-clamp
applications." Front Mol Neurosci 15: 1076187.

Qualitatsbericht - 2023 Seite 14



132.

133.

134.

135.

136.

137.

138.

Loose, S., A. Lischka, S. Kuehs, C. Nau, S. H. Heinemann, |. Kurth and E. Leipold (2023).
"Peripheral temperature dysregulation associated with functionally altered Na(V)1.8 channels."
Pflugers Arch 475(11): 1343-1355.

Mackay, D., J. Bliek, M. Kagami, J. Tenorio-Castano, A. Pereda, F. Brioude, I. Netchine, D.
Papingi, E. de Franco, M. Lever, J. Sillibourne, P. Lombardi, V. Gaston, M. Tauber, G. Diene,
E. Bieth, L. Fernandez, J. Nevado, Z. Tumer, A. Riccio, E. R. Maher, J. Beygo, P. Tannorella,
S. Russo, G. P. de Nanclares, I. K. Temple, T. Ogata, P. Lapunzina and T. Eggermann (2022).
"First step towards a consensus strategy for multi-locus diagnostic testing of imprinting
disorders." Clin Epigenetics 14(1): 143.

Mattern, L., M. Begemann, H. Delbriick, P. Holschbach, S. Schréder, S. M. Schacht, I. Kurth
and M. Elbracht (2023). "Variant of the catalytic cysteine of UFSP2 leads to
spondyloepimetaphyseal dysplasia type Di Rocco.”" Bone Rep 18: 101683.

Mensah, M. A., H. Niskanen, A. P. Magalhaes, S. Basu, M. Kircher, H. L. Sczakiel, A. M. V.
Reiter, J. Elsner, P. Meinecke, S. Biskup, B. H. Y. Chung, G. Dombrowsky, C.
Eckmann-Scholz, M. P. Hitz, A. Hoischen, P. M. Holterhus, W. Hlulsemann, K. Kahrizi, V. M.
Kalscheuer, A. Kan, M. Krumbiegel, I. Kurth, J. Leubner, A. C. Longardt, J. D. Moritz, H.
Najmabadi, K. Skipalova, L. Snijders Blok, A. Tzschach, E. Wiedersberg, M. Zenker, C.
Garcia-Cabau, R. Buschow, X. Salvatella, M. L. Kraushar, S. Mundlos, A. Caliebe, M.
Spielmann, D. Horn and D. Hnisz (2023). "Aberrant phase separation and nucleolar
dysfunction in rare genetic diseases." Nature 614(7948): 564-571.

Schlaich E., W. H. G. Hubens, T. Eggermann (2023). ,First-time application of droplet digital
PCR for methylation testing of the 11p15.5 imprinting regions.” Mol Genet Genomic Med 31.:
e2264.

van der Kaay D.C.M., A. Rochtus, G. Binder, I. Kurth, D. Prawitt, I. Netchine, G. Johannsson, A.
C. S. Hokken-Koelega, M. Elbracht, T. Eggermann (2022). “Comprehensive genetic testing
approaches as the basis for personalized management of growth disturbances: current status
and perspectives.” Endocr Connect 11(11): e220277.

Viertauer, S., |. Kurth, K. Eggermann and C. Eggers (2022). "Novel phenotype with prominent
cerebellar oculomotor dysfunction in spastic paraplegia type 39." J Neurol 269(12): 6476-6482.

Seltene Allergien und Hauterkrankungen

139.

Brockow, K., G. Wurpts, A. Trautmann, W. Pflitzner, R. Treudler, A. J. Bircher, R. Brehler, T.
Buhl, H. Dickel, T. Fuchs, T. Jakob, J. Kurz, B. Kreft, L. Lange, H. F. Merk, M. Mockenhaupt, N.
Mdlleneisen, H. Ott, J. Ring, F. Ruéff, B. Sachs, H. Sitter, B. Wedi, S. Wéhrl, M. Worm and T.
Zuberbier (2023). "Guideline for allergological diagnosis of drug hypersensitivity reactions: S2k
Guideline of the German Society for Allergology and Clinical Immunology (DGAKI) in
cooperation with the German Dermatological Society (DDG), the Association of German
Allergologists (ADA), the German Society for Pediatric Allergology (GPA), the German Contact
Dermatitis Research Group (DKG), the German Society for Pneumology (DGP), the German
Society of Otorhinolaryngology, Head and Neck Surgery, the Austrian Society of Allergology
and Immunology (OGAI), the Austrian Society of Dermatology and Venereology (OGDV), the
German Academy of Allergology and Environmental Medicine (DAAU), and the German
Documentation Center for Severe Skin Reactions (dZh)." Allergol Select 7: 122-139.

Seltene erbliche Tumorerkrankungen

Qualitatsbericht - 2023 Seite 15



140.

141.

142,

Beishuizen, A., K. Mellgren, M. Andrés, A. Auperin, C. M. Bacon, S. Bomken, G. A. A. Burke, B.
Burkhardt, L. Brugieres, A. K. S. Chiang, C. Damm-Welk, E. dAmore, K. Horibe, E. Kabickova,
T. Khanam, U. Kontny, W. Klapper, L. Lamant, M. C. Le Deley, J. Loeffen, ... European
Intergroup for Childhood Non-Hodgkin Lymphoma (2023). ,Improving outcomes of childhood
and young adult non-Hodgkin lymphoma: 25 years of research and collaboration within the
framework of the European Intergroup for Childhood Non-Hodgkin Lymphoma.” The Lancet.
Haematology 10(3): e213—e224.

Makowska, A., L. Wahab, T. Braunschweig, N. |. Kapetanakis, C. Vokuhl, B. Denecke, L. Shen,
P. Busson and U. Kontny (2023). "Correction: Interferon beta induces apoptosis in
nasopharyngeal carcinoma cells via the TRAIL-signaling pathway." Oncotarget 14: 782-787.

Venger, K., M. Elbracht, J. Carlens, P. Deutz, F. Zeppernick, L. Lassay, C. Kratz, M. Zenker, J.
Kim, D. R. Stewart, |. Wieland, K. A. P. Schultz, N. Schwerk, I. Kurth and U. Kontny (2023).
,Jnusual phenotypes in patients with a pathogenic germline variant in DICER1.” Familial
cancer 22(4), 475-480.

Arrhythmogene rechtsventrikulare Kardiomyopathien und Keratinopathien

143.

144.

Moazzen, H., M. D. Bolaji and R. E. Leube (2023). "Desmosomes in Cell Fate Determination:
From Cardiogenesis to Cardiomyopathy." Cells 12(17).

Spindler, V., B. Gerull, K. J. Green, A. P. Kowalczyk, R. Leube, A. J. Marian, H. Milting, E. J.
Mdller, C. Niessen, A. S. Payne, N. Schlegel, E. Schmidt, P. Strnad, R. Tikkanen, F. Vielmuth
and J. Waschke (2023). "Meeting report - Desmosome dysfunction and disease: Alpine
desmosome disease meeting." J Cell Sci 136(1).

Geschaftsstelle ZSE

145.

146.

147.

148.

149.

150.

151.

Berndt, L. P., J. Sellin, U. Micke, M. Micke, R. Conrad and L. Grigull (2023). "Exploring
different stakeholders' perspectives on ward rounds in paediatric oncology: a qualitative study.
BMC Med Educ 23(1): 500.

Emmert, D., T. Rasche, J. Sellin, R. Brunkhorst, T. T. A. Bender, N. Weinstock, N. Borsch, L.
Grigull, R. Conrad and M. Miicke (2022). "[Rare diseases in the differential diagnosis of
myalgia]." Nervenarzt 93(10): 1062-1073.

Emmert, D., N. Szczypien, T. T. A. Bender, L. Grigull, A. Gass, C. Link, F. Klawonn, R. Conrad,
M. Micke and J. Sellin (2023). "A diagnostic support system based on pain drawings: binary
and k-disease classification of EDS, GBS, FSHD, PROMM, and a control group with Pain2D."
Orphanet J Rare Dis 18(1): 70.

Hader, T., G. J. Molderings, F. Klawonn, R. Conrad, M. Micke and J. Sellin (2023).
"Cluster-Analytic Identification of Clinically Meaningful Subtypes in MCAS: The Relevance of
Heat and Cold." Dig Dis Sci 68(8): 3400-3412.

Ibald, L. C., V. Witte, F. Klawonn, R. Conrad, M. Miicke, J. Sellin and M. Teschke (2023).
"Correction to: Suggestion of a new standard in measuring the mandible via MRI and an
overview of reference values in young women." Oral Maxillofac Surg.

Ibald, L. C., V. Witte, F. Klawonn, R. Conrad, M. Miicke, J. Sellin and M. Teschke (2023).
"Suggestion of a new standard in measuring the mandible via MRI and an overview of
reference values in young women." Oral Maxillofac Surg.

Lesmann, H., G. J. Lyon, P. Caro, I. M. Abdelrazek, S. Moosa, J. T. Pantel, M. T. Hagen, S.

n

Qualitatsbericht - 2023 Seite 16



152.

153.

154,

Rosnev, T. Kamphans, W. Meiswinkel, J. M. Li, H. Klinkhammer, A. Hustinx, B. Javanmardi, A.
Knaus, A. Uwineza, C. Knopp, E. Marchi, M. Elbracht, L. Mattern, R. A. Jamra, C. Velmans, V.
Strehlow, A. Nabil, C. Graziano, B. Artem, F. Schnabel, L. Heuft, V. Herrmann, M. Hoéller, K.
Alaaeldin, A. Jezela-Stanek, A. Mohamed, A. Lasa-Aranzasti, G. EImakkawy, S. Safwat, F.
Ebstein, S. Kiry, A. Arlt, F. Marbach, C. Netzer, S. Kaptain, H. Weiland, K. Devriendt, K. W.
Gripp, M. Mucke, A. Verloes, C. P. Schaaf, C. Nellaker, B. D. Solomon, R. Waikel, E. Abdalla,
M. M. No6then, P. M. Krawitz and T. C. Hsieh (2023). "GestaltMatcher Database - a FAIR
database for medical imaging data of rare disorders."” medRxiv.

auch BFZ Syndromal

Schepers, J., J. Fleck and J. Schaaf (2022). "[The medical informatics initiative and rare
diseases: next-generation routine data for diagnosis, therapy selection and research]."
Bundesgesundheitsblatt Gesundheitsforschung Gesundheitsschutz 65(11): 1151-1158.

Schmidt, T. J., J. Sellin, G. J. Molderings, R. Conrad and M. Mucke (2023). "Correction :
Health-related quality of life and health literacy in patients with systemic mastocytosis and mast
cell activation syndrome." Orphanet J Rare Dis 18(1): 29.

Zienkiewicz, T., J. Homann, M. Muicke, H. Seidel, H. J. Hertfelder, L. B. Weinstock, L. B. Afrin
and G. J. Molderings (2023). "Evaluation of a tryptase depletion index for better pathologic
identification of mast cell activation syndrome." Z Gastroenterol 61(3): 268-274.

Qualitatsbericht - 2023 Seite 17



