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Thematic Network: Research for Rare Diseases and Personalised Medicine (2001-2021)

So far published papers with our project partners:

Christoph Klein (LMU), Scott Snapper (Havard Medical School), Alexio Muise (Uni-
versity of Toronto), Raz Somech (Sheba Academic Medical Center Hospital, Tel
Aviv), Ekrem Unal (Eriyces University, Kayseri), Roya Sherkat (Isfahan University)
and Josef Penninger (IMBA, Wien):

A crucial role for Jagunal homolog 1 in humoral immunity and antibody glycosylation

in mice and humans.
J Exp Med. 2021 Jan 4,218(1):€20200559. doi: 10.1054/je1m.202005509.

Hagelkruys A, Wirnsberger G, Stadlmann J, Wohner M, Horrer M, Vilagos B, Jonsson G,
Kogler M, Tortola L, Novatchkova M, Bonelt P, Hoffmann D, Koglgruber R, Steffen U,
Schett G, Busslinger M, Bergthaler A, Klein C, Penninger JM.

Clinical Genomics for the Diagnosis of Monogenic forms of Inflammatory Bowel Dis-
ease: A Position Paper from The Paediatric IBD Porto Group of ESPGHAN.
J Pediatr Gastroenterol Nutr. 2020 Dec 16;Publish Ahead of Print. doi:

10.1097/MPG.ooooooooooo0z017. [Epub ahead of print/.
Uhlig HH, Charbit-Henrion F, Kotlarz D, Shouval DS, Schwerd T, Strisciuglio C, de Ridder

L, van Limbergen |, Macchi M, Snapper SB, Ruemmele FM, Wilson DC, Travis SPL, Grif-
fiths AM, Turner D, Klein C, Muise AM, Russell RK; Paediatric IBD Porto group of ES-
PGHAN.

The E3 ubiquitin ligase UBRj5 interacts with TTC7A and may be associated with very
early onset inflammatory bowel disease.

Sci Rep. zozo Oct 29,10(1):18648. doi: 10.1035/541595-020-73452-6.
Dhingani N, Guo C, Pan |, Li Q, Warner N, Jardine S, Leung G, Kotlarz D, Gonzaga-Jau-
regui C, Klein C, Snapper SB, Navas-Lopez VM, Muise AM.
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Common Variable Immunodeficiency, Autoimmune Hemolytic Anemia, and Pancyto-
penia Associated With a Defect in IKAROS.

J Pediatr Hematol Oncol. 2020 Oct 28. doi: 10.1097/MPH.0000000000001976.
Yilmaz E, Kuehn HS, Odakir E, Niemela JE, Ozcan A, Eken A, Rohlfs M, Cansever M, Gok

V, Aydin F, Karakukcu M, Hauck F, Klein C, Unal E, Rosenzweig SD, Patiroglu T.

An RTEL1 Mutation Links to Infantile-Onset Ulcerative Colitis and Severe Immunode-

ficiency.

J Clin Immunol. 2020 Oct;40(7):1010-1019. doi: 10.1007/510575-020-00529-z. Epub 2020 Jul

24.
Ziv A, Werner L, Konnikova L, Awad A, Jeske T, Hastreiter M, Mitsialis V, Stauber T, Wall

S, Kotlarz D, Klein C, Snapper SB, Tzfati Y, Weiss B, Somech R, Shouval DS.

Type 1 Plasminogen Deficiency With Pulmonary Involvement: Novel Treatment and
Novel Mutation.

] Pediatr Hematol Oncol. 2020 Sep 15. doi: 10.1097/MPH.0000000000001951.
Hangul M, Tuzuner AB, Somekh I, Klein C, Patiroglu T, Unal E, Kose M.

Predictive Prenatal Diagnosis for Infantile-Onset Inflammatory Bowel Disease due to
Interleukin-10 Signalling Defects.

Pediatr Gastroenterol Nutr. 2020 Sep 9. doi: 10.1097/MP(.0000000000002937. [Epub ahead

of print/.

Ye Z, Hu W, Wu B, Zhang Y, Lei C, Williams I, Shouval D, Kanegane H, Kim KM, de Rid-
der L, Shah N, Ling G, Yerushalmi B, Kotlarz D, Snapper S, Horn R, Klein C, Muise A,
Huang Y, Uhlig HH.

Mutational and phenotypic expansion of ATP1A3-related disorders: Report of nine
cases.

Gene. 2020 Jul 30,749:144709. doi: 10.1016/].gen¢.2020.144709.
Boonsimma P, Michael Gasser M, Netbaramee W, Wechapinan T, Srichomthong C, Itti-

wut C, Wagner M, Krenn M, Zimprich F, Abicht A, Biskup S, Roser T, Borggraefe I, Su-

phapeetiporn K, Shotelersuk V.

Care-for-Rare Foundation Administrationsbiro am Dr. Telefon: +49 89 4400-57700 Spendenkonto bei der
Vorstand: von Haunerschen Kinderspital Fax: +49 89 4400-57702 Sparkasse Ulm

Prof. Dr. med. Christoph Klein Lindwurmstr. 4 E-Mail: info@care-for-rare.org IBAN: DE93 6305 0000 0000 0035 33
Prof. Dr. jur. Andreas Staudacher 80337 Miinchen Web: www.care-for-rare.org BIC: SOLADES1ULM

2/18


https://pubmed.ncbi.nlm.nih.gov/33122583/
https://pubmed.ncbi.nlm.nih.gov/32710398/
https://pubmed.ncbi.nlm.nih.gov/32941296/
https://pubmed.ncbi.nlm.nih.gov/32925557/
https://pubmed.ncbi.nlm.nih.gov/32339621/
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An RTEL1 Mutation Links to Infantile-Onset Ulcerative Colitis and Severe Immunode-

ficiency

Journal of Clinical Immunology. zozo Jul 24. doi: 10.1007/510875-020-00529-z. Online

ahead of print.J Clin Immunol. 2ozo.
Ziv A, Werner L, Konnikova L, Awad A, Jeske T, Hastreiter M, Mitsialis V, Stauber T, Wall

S, Kotlarz D, Klein C, Snapper SB, Tzfati Y, Weiss B, Somech R, Shouval DS .

NOX1 Regulates Collective and Planktonic Cell Migration: Insights From Patients
With Pediatric-Onset IBD and NOX1 Deficiency.

Inflamm Bowel Dis. zozo Jul 17,26(8):1166-1176. doi: 10.1093/ibd/izaao17.

Khoshnevisan R, Anderson M, Babcock S, Anderson S, Illig D, Marquardt B, Sherkat R,
Schroder K, Moll F, Hollizeck S, Rohlfs M, Walz C, Adibi P, Rezaei A, Andalib A, Koletzko
S, Muise AM, Snapper SB, Klein C, Thiagarajah JR, Kotlarz D.

Prevalence and Clinical Features of Inflammatory Bowel Diseases Associated With
Monogenic Variants, Identified by Whole-Exome Sequencing in 1000 Children at a
Single Center

Gastroenterology. 2o0zo Jun; 158(8):2208-22z20. doi: 10.1053/].gastro.2020.02.023. Epub
2020 Feb 19.

Crowley E, Warner N, Pan ], Khalouei S, Elkadri A, Fiedler K, Foong |, Turinsky AL,
Bronte-Tinkew D, Zhang S, Hu |, Tian D, Li D, Horowitz ], Siddiqui I, Upton ], Roifman
CM, Church PC, Wall DA, Ramani AK, Kotlarz D, Klein C, Uhlig H, Snapper SB, Gonzaga-
Jauregui C, Paterson AD, McGovern DPB, Brudno M, Walters TD, Griffiths AM, Muise
AM.

Very Early Onset Inflammatory Bowel Disease: A Clinical Approach With a Focus on
the Role of Genetics and Underlying Immune Deficiencies.

Inflamm Bowel Dis. 2020 May 12;26(6):820-842. doi: 10.1093/ibd/izz25q.

Ouahed |, Spencer E, Kotlarz D, Shouval DS, Kowalik M, Peng K, Field M, Grushkin-Ler-
ner L, Pai SY, Bousvaros A, Cho ], Argmann C, Schadt E, Mcgovern DPB, Mokry M, Nieu-
wenhuis E, Clevers H, Powrie F, Uhlig H, Klein C, Muise A, Dubinsky M, Snapper SB.
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https://pubmed.ncbi.nlm.nih.gov/32710398/
https://academic.oup.com/ibdjournal/article-abstract/26/8/1166/5739147
https://pubmed.ncbi.nlm.nih.gov/32084423/
https://pubmed.ncbi.nlm.nih.gov/31833544/
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Whole exome sequencing (WES) Approach for diagnosing Primary immunodeficien-
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cies (PIDs) in a highly consanguineous community.

Clinical Immunology. 2020 May;214:108376. doi: 10.1016/].clim.2020.108376. Epub 2020
Mar 3.

Simon AJ, Golan AC, Lev A, Stauber T, Barel O, Somekh I, Klein C, AbuZaitun O, Eyal E,
Kol N, Unal E, Amariglio N, Rechavi G, Somech R.

Author Correction: Human FCHO1 deficiency reveals role for clathrin-mediated endo-
cytosis in development and function of T cels.

Nature Communications. 2020 Apr 20;11(1):1963. doi: 10.1035/541407-020-15940-x.
Lyszkiewicz M, Zigtara N, Frey L, Pannicke U, Stern M, Liu Y, Fan Y, Puchatka J, Hol-
lizeck S, Somekh I, Rohlfs M, Yilmaz T, Unal E, Karakukcu M, Patiroglu T, Kellerer C,
Karasu E, Sykora KW, Lev A, Simon A, Somech R, Roesler ], Hoenig M, Keppler OT,
Schwarz K, Klein C.

A Rare Case of Activated Phosphoinositide 3-Kinase Delta Syndrome (APDS) Present-
ing With Hemophagocytosis Complicated With Hodgkin Lymphoma.

] Pediatr Hematol Oncol. 2020 Mar;42(2):156-159. doi: 10.1097/MPH.0000000000001457.
Cansever M, Zietara N, Chiang SCC, Ozcan A, Yilmaz E, Karakukcu M, Rohlfs M, Somekh

I, Canoz O, Abdulrezzak U, Bryceson Y, Klein C, Unal E, Patiroglu T.

Refractory and Fatal Presentation of Severe Autoimmune Hemolytic Anemia in a
Child With the DNASE1L3 Mutation Complicated With an Additional DOCK8 Variant.
Journal of Pediatric Hematology and Oncology. 2020 Mar 2o. doi:

10.1097/MPH.0ooooo0000001 750. [Epub ahead of print].
Pag Kisaarslan A, Witzel M, Unal E, Rohlfs M, Akyildiz B, Dogan ME, Poyrazoglu H, Klein

C, Patiroglu T.

Drug Screen Identifies Leflunomide for Treatment of Inflammatory Bowel Disease
Caused by TTC7A Deficiency.

Gastroenterology. 2020 Mar;158:1000-1015. doi: 10.1053/].2a5110.2019.11.019.
Jardine S, Anderson S, Babcock S, Leung G, Pan ], Dhingani N, Warner N, Guo C, Siddiqui

I, Kotlarz D, Dowling JJ, Melnyk RA, Snapper SB, Klein C, Thiagarajah JR, Muise AM.

Care-for-Rare Foundation Administrationsbiro am Dr. Telefon: +49 89 4400-57700 Spendenkonto bei der
Vorstand: von Haunerschen Kinderspital Fax: +49 89 4400-57702 Sparkasse Ulm

Prof. Dr. med. Christoph Klein Lindwurmstr. 4 E-Mail: info@care-for-rare.org IBAN: DE93 6305 0000 0000 0035 33
Prof. Dr. jur. Andreas Staudacher 80337 Miinchen Web: www.care-for-rare.org BIC: SOLADES1ULM

4/18


https://www.ncbi.nlm.nih.gov/pubmed/32135276
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ATP1A3-related epilepsy: Report of seven cases and literature-based analysis of treat-
ment response.

J Clin Neurosci. 2020 Feb;72:31-38. doi: 10.1016/].jocn.2020.01.041.
Gasser M, Boonsimma P, Netbaramee W, Wechapinan T, Srichomthomg C, Ittiwut C,
Krenn M, Zimprich F, Milenkovic I, Abicht A, Biskup S, Roser T, Shotelersuk V, Tacke M,

Kuersten M, Wagner M, Borggraefe I, Suphapeetiporn K, von Stiilpnagel C.

NOX1 Regulates Collective and Planktonic Cell Migration: Insights From Patients

With Pediatric-Onset IBD and NOX1 Deficiency.
Inflammatory Bowel Disease. 2020 Feb 17. pii: izaao1y. doi: 10.1093/ibd/izaac17. [Epub

ahead of print].

Khoshnevisan R, Anderson M, Babcock S, Anderson S, Illig D, Marquardt B, Sherkat R,
Schroder K, Moll F, Hollizeck S, Rohlfs M, Walz C, Adibi P, Rezaei A, Andalib A, Koletzko
S, Muise AM, Snapper SB, Klein C, Thiagarajah JR, Kotlarz D.

Human FCHO1 deficiency reveals role for clathrin-mediated endocytosis in develop-
ment and function of T cells.

Nature Communications. 2020 Feb 25,11(1):1031. doi: 10.1035/541467-020-14809-9.
Lyszkiewicz M, Zietara N, Frey L, Pannicke U, Stern M, Liu Y, Fan Y, Puchatka J, Hol-
lizeck S, Somekh I, Rohlfs M, Yilmaz T, Unal E, Karakukcu M, Patiroglu T, Kellerer C,
Karasu E, Sykora KW, Lev A, Simon A, Somech R, Roesler ], Hoenig M, Keppler OT,
Schwarz K, Klein C.

A case report of sinusoidal diffuse large B-cell lymphoma in a STK4 deficient Patient.

Medicine (Baltimore). 2020 Feb;99(9):e18601. doi: 10.1097/MD.0000000000015601.
Ashrafi F, Klein C, Poorpooneh M, Sherkat R, Khoshnevisan R.

Correction to: Human Inborn Errors of Immunity: 2019 Update on the Classification
from the International Union of Immunological Societies Expert Committee.

J Clin Immunol. 2020 Jan;40(1):65. doi: 10.1007/5105875-020-0076 3-0.

Tangye SG, Al-Herz W, Bousfiha A, Chatila T, Cunningham-Rundles C, Etzioni A, Franco
JL, Holland SM, Klein C, Morio T, Ochs HD, Oksenhendler E, Picard C, Puck ], Torgerson
TR, Casanova JL, Sullivan KE.
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https://www.sciencedirect.com/science/article/abs/pii/S0967586819319423
https://www.ncbi.nlm.nih.gov/pubmed/32064493
https://www.ncbi.nlm.nih.gov/pubmed/32098969
https://www.ncbi.nlm.nih.gov/pubmed/32118703
https://link.springer.com/article/10.1007/s10875-020-00763-0
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Human Inborn Errors of Immunity: 2019 Update of the IUIS Phenotypical Classifica-

tion.

J Clin Immunol. zozo Jan;40(1):66-81. doi: 10.1007/510575-020-00755-x. Epub 2020 Feb 11.
Bousfiha A, Jeddane L, Picard C, Al-Herz W, Ailal F, Chatila T, Cunningham-Rundles C, Et-

zioni A, Franco JL, Holland SM, Klein C, Morio T, Ochs HD, Oksenhendler E, Puck ], Tor-
gerson TR, Casanova JL, Sullivan KE, Tangye SG.

Very Early Onset Inflammatory Bowel Disease: A Clinical Approach With a Focus on

the Role of Genetics and Underlying Immune Deficiencies.

Inflammatory Bowel Disease. 2019, pii: izz259, doi: 10.1093/ibd/izz259. [Epub ahead of
print/

Ouahed ], Spencer E, Kotlarz D, Shouval DS, Kowalik M, Peng K, Field M, Grushkin-Ler-
ner L, Pai SY, Bousvaros A, Cho ], Argmann C, Schadt E, Mcgovern DPB, Mokry M, Nieu-
wenhuis E, Clevers H, Powrie F, Uhlig H, Klein C, Muise A, Dubinsky M, Snapper SB.

Drug Screen Identifies Leflunomide for Treatment of Inflammatory Bowel Diseases
Caused by TTC7A Deficiency.

Gastroenterology. 2019, 19, 41574-6, doi: 10.1053/] gastro.2019.11.019. [Epub ahead of print/
Jardine S, Anderson S, Babcock S, Leung G, Pan ], Dhingani N, Warner N, Guo C, Siddiqui
I, Kotlarz D, Dowling JJ, Melnyk R, Snapper SB, Klein C, Thiagarajah JR, Muise AM.

CD137 deficiency causes immune dysregulation with predisposition to lymphomagen-
esis.

Blood. 2019, 134(18),1510-1516, doi: 10.1182/blood.2019000644.

Somekh I, Thian M, Medgyesi D, Giilez N, Magg T, Gallén Duque A, Stauber T, Lev A,
Genel F, Unal E, Simon AJ, Lee YN, Kalinichenko A, Dmytrus ], Kraakman M], Schiby G,
Rohlfs M, Jacobson JM, Ozer E, Akcal O, Conca R, Patiroglu T, Karakukcu M, Ozcan A,
Shahin T, Appella E, Tatematsu M, Martinez-Jaramillo C, Chinn IK, Orange |S, Trujillo-
Vargas CM, Franco JL, Hauck F, Somech R, Klein C, Boztug K.
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https://www.ncbi.nlm.nih.gov/pubmed/31833544
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IL-12R B1 deficiency corresponding to concurrency of two diseases, medelian suscepti-
bility to myocobacterial disease and Crohen's disease.
Journal of clinical tuberculosis and other mycobacterial diseases. 2019, 17:100123, doi:

10.1016/].jctube.2019.100123. eCollection 2019 Dec.
Khoshnevisan R, Nekooei-Marnany N, Klein C, Kotlarz D, Behnam M, Ostadi V, Yaran M,

Rezaei A, Sherkat R.

Fetuin-A deficiency is associated with infantile cortical hyperostosis (Caffey disease).
Pediatric Research. 2019, doi: 10.1035/541390-019-0499-0. [Epub ahead of print]

Merdler-Rabinowicz R, Grinberg A, Jacobson JM, Somekh I, Klein C, Lev A, Thsan S,
Habib A, Somech R, Simon A]J.

Genetic Deficiency and Biochemical Inhibition of ITK Affect Human Thi7, Treg, and
Innate Lymphoid Cells.

Journal of Clinical Immunology. 2019, 39, 391. doi.01g/10.1007/510875-019-00632-5.
Eken A, Cansever M, Somekh I, Mizoguchi Y, Zietara N, Okus FZ, Erdem S, Canatan H,

Akyol S, Ozcan A, Karakukcu M, Hollizeck S, Rohlfs M, Unal E, Klein C, Patiroglu T.

CARMIL2 Deficiency Presenting as Very Early Onset Inflammatory Bowel Disease.

Inflammatory Bowel Disease. 2019, pii: izz103, doi: 10.1093/ibd/izz103.
Magg T, Shcherbina A, Arslan D, Desai MM, Wall S, Mitsialis V, Conca R, Unal E, Kara-

cabey N, Mukhina A, Rodina Y, Taur PD, Illig D, Marquardt B, Hollizeck S, Jeske T, Gothe
F, Schober T, Rohls M, Koletzko S, Lurz E, Muise AM, Snapper SB, Hauck F, KleinC,
Kotlarz D.

A Rare Case of Activated Phosphoinositide 3-Kinase Delta Syndrome (APDS) Present-
ing With Hemophagocytosis Complicated With Hodgkin Lymphoma

Journal of Pediatric Hematology,/Oncology. 2019, doi: 10.1097/MPH.0000000000001457.
Cansever M, Zietara N, Chiang SCC, Ozcan A, Yilmaz E, Karakukcu M, Rohlfs M, Somekh

I, Canoz O, Abdulrezzak U, Bryceson Y, Klein C, Unal E, Patiroglu T.
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Human RIPK1 deficiency causes combined immunodeficiency and inflammatory
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bowel diseases

Proceedings of the National Academy of Sciences. 2019, 116 (3), 970-

975, doi: 10.1073/pnas.1813582116.

LiY, Fihrer M, Bahrami E, Socha P, Klaudel-Dreszler M, Bouzidi A, Liu Y, Lehle AS, Magg
T, Hollizeck S, Rohlfs M, Conca R, Field M, Warmer N, Mordechai S, Shteyer E, Turner D,
Boukari R, Belbouab R, Walz C, Gaid MM, Hornung V, Baumann B, Pannicke U, Al Idrissi
E, Ali Alghamadi H, Sepulveda FE, Gil M, de Saint Basile G, Honig M, Koletzko S, Muise
AM, Snapper SB, Schwarz K, Klein C, Kotlarz D.

Proteome Analysis of human neutrophil granulocytes from patients with monogenic

disease using data-independent acquisition

Molecular & Cellular Protemics. 2019, 4, 760-772. doi: 10.107.4/mcp.RA118.001141.
Grabowski P, Hesse S, Hollizeck S, Rohlfs M, Behrends U, Sherkat R, Tamary H, Unal

E, Somech R, Patiroglu T, Canzar S, van der Werff Ten Bosch |, Klein C, Rappsilber J.

Intestinal Inflammation and Dysregulated Immunity in Patients with Inherited
Caspase-8 Deficiency.

Gastroenterology. 2018, 18, 350364, pii: 50016-5085(18)35036-4, cloi: 10.1053/].gas-

tro.2018.09.041.
Lehle AS, Farin HF, Marquardt B, Michels BE, Magg T, Li Y, Liu Y, Ghalandary M, Lam-

mens K, Hollizeck S, Rohlfs M, Hauck F, Conca R, Walz C, Weiss B, Lev A, Simon A]J,
Grof8 O, Gaidt MM, Hornung V, Clevers H, Yazbeck N, Hanna-Wakim R, Shouval DS,
Warner N, Somech R, Muise AM, Snapper SS, Bufler P, Koletzko S, Klein C, Kotlarz D.

Novel Mutations in RASGRP1 are Associated with Immunodeficiency, Immune
Dysregulation, and EBV-Induced Lymphoma
Journal of Clinical Immunology. 2018, 38(6), 699-710, doi: 10.1007/510875-015-0533-5. Epub

2018 Jul zo.
Somekh I, Marquardt B, Liu Y, Rohlfs M, Hollizeck S, Karakukcu M, Unal E, Yilmaz E,

Patiroglu T, Cansever M, Frizinsky S, Vishnvenska-Dai V, Rechavi E, Stauber T, Simon A],
Lev A, Klein C, Kotlarz D, Somech R.
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Human TGF-B1 deficiency causes severe inflammatory bowel disease and encephalo-
pathy.

Nature Genetics. 2018, 50(3), 344-348, doi: 10.1035/541555-015-006 3-6.
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Myeloperoxidase deficiency: the secret under the flag of unstained cell.
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