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To all Participants of the ESID Registry Tel +43 / 316 / 385-80215

and all those interested

Graz, July 1%, 2024
Newsletter ESID Registry July 2024
Dear Colleagues and Friends of the ESID Registry,
It has been a while since | last communicated with you, but the silence does not reflect the high
level of activities of the steering committee and myself “behind the curtains” that are going on
in the registry working party. To avoid spam and keep communications brief, let me outline the
content and see the details:

1) Overhaul of the technical platform of the ESID registry and change of operator

2) Call for two study/survey participations with very tight deadlines (July 215t!), both offer
offer study group collaborative coauthorship if succesful:

a) Lung involvement in IEI/PID
https://stuz-redcap.ukl.uni-freiburg.de/surveys/?s=F9W8PWYPAKMK3XWJ

b) IEI/PID Registry landscape in the world - your experience
https://bildungsportal.sachsen.de/umfragen/limesurvey/index.php/847313?lang=en

3) List of recently completed studies and publications

4) Initiative of a 30 years anniversary paper of the ESID registry, current epidemiology,
statistics, outcomes, and challenges

5) Prolongation of the ESD registry - ERN-RITA (RITA registry) collaboration

6) Miscellaneous

There will be follow up communication later this summer with templates for documents you may
need regarding the technical platform change. With this | would like to whish everyone a great

summer. May you all be happy and free from suffering! May you all be at peace!

Sincerely yours
Markus Seidel

See next pages for details!


https://stuz-redcap.ukl.uni-freiburg.de/surveys/?s=F9W8PWYPAKMK3XWJ
https://bildungsportal.sachsen.de/umfragen/limesurvey/index.php/847313?lang=en
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In detail:

1)

2)

b)

Migration of the ESID registry technical platform to Castor-Edc® as new operator:

In order to maintain system and data security, the technical platform of the electronic (online) ESID
registry, both the input mask and the database, originally established in 2014, will be converted to a
new operating system managed by a professional operator, Castor-Edc (based in the Netherlands),
by the second half of 2024. The decision was failed unanimously by the ESID board in February 2024
after careful evaluation and testing of more than 6 different options/proposals in the last 1.5 years.
This system is designed to incorporate advanced security protocols and measures and ensure the
protection of data in compliance with industry standards and all applicable laws. The new registry
will be constantly maintained and technically updated; the operator provides guarantees and has
assumed contractual obligations to comply with all regulatory requirements and certifications such
as GDPR, 1SO27001, FDA 21 CFR part 11, ICH-GCP, and HIPAA. Key updates for patients and their
information include enhanced security measures and a change in the storage location and operator
from the Medical University of Freiburg, Germany, to Castor-Edc, Netherlands. All the data will
remain encrypted in the registry and unchanged in terms of quality, quantity, and access
authorizations. For new patients, the informed consent forms will be adapted and templates will be
distributed after approval from the ethics commission. For the centers, an amendment of the study
protocol and of the center agreement will also be distributed after approval of the local ethics
commission, due in summer 2024. Centers who disagree with the upgrade and amendment may
choose to opt out and terminate their participation, but cannot stay in the old system because the
existing platform will be closed. Importantly, because this is a necessary security upgrade, already
registered patients do not need to reconsent. As a key feature, the new system will provide the
possibility to create new add-on (sub)-study CRFs decentrally, facilitating YOUR new research study
using ESID registry data. Furthermore, there will be the long-awaited automated center reports
(center dashboard), delivering your center’s performance with regards to local epidemiology and
stats in comparison to the entire ESID registry cohort to your doorstep/inbox at a regular interval.
For those interested to be informed ahead, here are some training recommendations (especially the
one on “data entry”): https://academy.castoredc.com/courses/category/edc-cdms

Calls for study/survey participation (both deadlines July 215 2024):

Pulmonary diseases significantly impact patients with Inborn Errors of immunity (IEl), yet detailed
knowledge and current treatment regimens remain limited. Therefore, we deeply appreciate your
valuable contributions and invite you to participate in the study “Spectrum of Pulmonary
Manifestations in Patients with inborn Errors of immunity (IEI) — an ESID Registry Study”. The
deadline for this survey, aiming to result in a collaborative publication, is July 21. We are planning to
include the contribution of your completed survey in the pubmed-searchable group-collaborator list
at the end of the article. Your participation involves answering 10 mandatory questions along with
optional extended questions. You can stop and resume the survey entry for each patient at any time
by following the instructions provided in the link above. Once you have finalized your entries, please
make sure to press "Submit" as the data will not be transferred otherwise. Please feel free to contact
johanna.krista@tum.de with any questions regarding the survey. School of Medicine and Health,
TUM; together with Ellen D Renner, Gerhard Kindle, Klaus Warnatz.

Study: https://stuz-redcap.ukl.uni-freiburg.de/surveys/?s=F9W8PWYPAKMK3XWJ

Registry Landscapes for Inborn Errors of Immunity (IEI). On behalf of the ESID registry working party
steering committee, we would like to understand how many active registries for inborn errors of
immunity (IEI) for patient data entry exist. This shall become part of a manuscript and give an
overview of the global registry landscape and of possibilities for further collaborations with the ESID
registry (ESID-R). We would be grateful, if you could take 3-5 minutes to answer our survey about
your national, international and regional registry involvement (if existent). We are planning to
include the contribution of your completed survey in the pubmed-searchable group-collaborator list


https://academy.castoredc.com/courses/category/edc-cdms
mailto:johanna.krista@tum.de
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at the end of the article. We thank you for your time and contribution! Catharina Schuetz, Michael
Albert, Svetlana Sharapova. Survey:
https://bildungsportal.sachsen.de/umfragen/limesurvey/index.php/8473132lang=en

3) Recently completed and/or published studies involving ESID registry data:

a. Recently closed, yet unpublished studies currently under data analysis and
manuscript preparation (to my knowledge, errors excepted): IDDA score;
malignancies in IEl; JAGNT.

b. For publications, please always check with the website/publications. Please note
that study authorships should comply with the publication rules as published on our
website. In principle, if patients from your center are included in a research study,
you or at least one representative of your center should be nhamed as collaborative
author, PubMed searchable (study group authorship), at the end of the article, while
only those who actively contributed in the respective project are listed as full
authors on the first page of a manuscript:

2024

Karbiener M, Kindle G, Meyts |, Seppanen MRJ, Candotti F, Kamieniak M, Ik R, Kreil TR, Seidel MG; ESID-COVID
Consortium. Clinical efficacy of SARS-CoV-2 Omicron-neutralizing antibodies in immunoglobulin preparations for the
treatment of agammaglobulinemia in patients with primary antibody deficiency. J Med Virol. 2024 Jun;96(6):e29738.
doi: 10.1002/jmv.29738. PMID: 38884390.

Vakkilainen S, Ahonen K; USIDNET study group; ESID study group; Makitie O; ESID. Validation of Risk Factors for Early
Mortality in Cartilage-Hair Hypoplasia. J Clin Immunol. 2024 Apr 27;44(5):115. doi: 10.1007/s10875-024-01714-9. PMID:
38676846.

2023

Stapornwongkul C, Nieters A, Staus P, Rusch S, Delor A, Baumann U, Wehrle J, Boerries M, Seidel MG, Grimbacher B,
Kindle G. Research on Rare Diseases in Germany - The GAIN Registry: a registry for individuals with congenital multi-
organ autoimmune diseases. J Health Monit. 2023 Dec 13;8(4):24-30. doi: 10.25646/11732. PMID: 38235015; PMCID:
PMC10790410.

Cynthia Stapornwongkul, Alexandra Nieters, Paulina Staus, Stephan Rusch, Anita Delor, Ulrich Baumann, Julius Wehrle,
Melanie Boerries, Markus G. Seidel*, Bodo Grimbacher, Gerhard Kindle. Forschung zu Seltenen Erkrankungen in
Deutschland - Das GAIN-Register: Ein Register fur Personen mit angeborenen Multi-Organ-Autoimmunerkrankungen
[GERMAN], * Im Namen der ESID Registry Working Party https://esid.org/Working-Parties/Registry-Working-Party,
Journal of Health Monitoring - 2023 8(4), DOI 10.25646/11707, Robert Koch-Institut, Berlin

Fischer M, Olbrich P, Hadjadj J, Aumann V, Bakhtiar S, Barlogis V, von Bismarck P, Bloomfield M, Booth C, Buddingh EP,
Cagdas D, Castelle M, Chan AY, Chandrakasan S, Chetty K, Cougoul P, Crickx E, Dara J, Deya-Martinez A, Farmand S,
Formankova R, Gennery AR, Gonzalez-Granado LI, Hagin D, Hanitsch LG, Hanzlikova J, Hauck F, Ivorra-Cortés J, Kisand
K, Kiykim A, Korholz J, Leahy TR, van Montfrans J, Nademi Z, Nelken B, Parikh S, Plado S, Ramakers J, Redlich A, Rieux-
Laucat F, Riviére JG, Rodina Y, Junior PR, Salou S, Schuetz C, Shcherbina A, Slatter MA, Touzot F, Unal E, Lankester
AC, Burns S, Seppanen MRJ, Neth O, Albert MH, Ehl S, Neven B, Speckmann C. JAK inhibitor treatment for inborn errors
of JAK/STAT signaling: An ESID/EBMT-IEWP retrospective study. J Allergy Clin Immunol. 2023 Nov 5:50091-
6749(23)01390-8. doi: 10.1016/j.jaci.2023.10.018. Epub ahead of print. PMID: 37935260.

Raphael Scheible, Stephan Rusch, Maria Elena Maccari, Markus G. Seidel - on behalf of the ESID Registry Working Party,
Stephan Ehl, Alexandra Nieters, Gerhard Kindle, Json2Xlsx: Extraction and visualization of nested data in a sparse
spreadsheet, Software Impacts, Volume 18, 100588

Maccari ME, Wolkewitz M, Schwab C, Lorenzini T, Leiding JW, Aladjdi N, Abolhassani H, Abou-Chahla W, Aiuti A,
Azarnoush S, Baris S, Barlogis V, Barzaghi F, Baumann U, Bloomfield M, Bohynikova N, Bodet D, Boutboul D, Bucciol G,
Buckland MS, Burns SO, Cancrini C, Cathébras P, Cavazzana M, Cheminant M, Chinello M, Ciznar P, Coulter TI, D'Aveni
M, Ekwall O, Eric Z, Eren E, Fasth A, Frange P, Fournier B, Garcia-Prat M, Gardembas M, Geier C, Ghosh S, Goda V,
Hammarstrom L, Hauck F, Heeg M, Heropolitanska-Pliszka E, Hilfanova A, Jolles S, Karakoc-Aydiner E, Kindle GR, Kiykim
A, Klemann C, Koletsi P, Koltan S, Kondratenko I, Korholz J, Kriiger R, Jeziorski E, Levy R, Le Guenno G, Lefevre G,
Lougaris V, Marzollo A, Mahlaoui N, Malphettes M, Meinhardt A, Merlin E, Meyts |, Milota T, Moreira F, Moshous D,
Mukhina A, Neth O, Neubert J, Neven B, Nieters A, Nove-Josserand R, Oksenhendler E, Ozen A, Olbrich P, Perlat A, Pac
M, Schmid JP, Pacillo L, Parra-Martinez A, Paschenko O, Pellier I, Sefer AP, Plebani A, Plantaz D, Prader S, Raffray L,
Ritterbusch H, Riviere JG, Rivalta B, Rusch S, Sakovich I, Savic S, Scheible R, Schleinitz N, Schuetz C, Schulz A, Sediva
A, Semeraro M, Sharapova SO, Shcher... See abstract for full author list = , Activated phosphoinositide 3-kinase &
syndrome: Update from the ESID Registry and comparison with other autoimmune-lymphoproliferative inborn errors of
immunity. J Allergy Clin Immunol. 2023 Oct;152(4):984-996.e10. doi: 10.1016/j.jaci.2023.06.015. Epub 2023 Jun 28.
PMID: 37390899

Staus P, Rusch S, El-Helou S, Miiller G, Krausz M, Geisen U, Caballero-Oteyza A, Kruger R, Bakhtiar S, Lee-Kirsch MA,
Fasshauer M, Baumann U, Hoyer BF, Farela Neves J, Borte M, Carrabba M, Hauck F, Ehl S, Bader P, von Bernuth H,
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Atschekzei F, Seppanen MRJ, Warnatz K, Nieters A, Kindle G, Grimbacher B. The GAIN Registry - a New Prospective
Study for Patients with Multi-organ Autoimmunity and Autoinflammation. J Clin Immunol. 2023 Aug;43(6):1289-1301.
doi: 10.1007/s10875-023-01472-0. Epub 2023 Apr 21. PMID: 37084016; PMCID: PMC10119522.

Garcia-Garcia A, Pérez de Diego R, Flores C, Rinchai D, Solé-Violan J, Deya-Martinez A, Garcia-Solis B, Lorenzo-Salazar
JM, Hernandez-Brito E, Lanz AL, Moens L, Bucciol G, Almugamam M, Domachowske JB, Colino E, Santos-Perez JL, Marco
FM, Pignata C, Bousfiha A, Turvey SE, Bauer S, Haerynck F, Ocejo-Vinyals JG, Lendinez F, Prader S, Naumann-Bartsch
N, Pachlopnik Schmid J, Biggs CM, Hildebrand K, Dreesman A, Cardenes MA, Ailal F, Benhsaien |, Giardino G, Molina-
Fuentes A, Fortuny C, Madhavarapu S, Conway DH, Prando C, Schidlowski L, Martinez de Saavedra Alvarez MT, Alfaro R,
Rodriguez de Castro F; ESID Registry Working Party; COVID Human Genetic Effort; Meyts |, Hauck F, Puel A, Bastard P,
Boisson B, Jouanguy E, Abel L, Cobat A, Zhang Q, Casanova JL, Alsina L, Rodriguez-Gallego C. Humans with inherited
MyD88 and IRAK-4 deficiencies are predisposed to hypoxemic COVID-19 pneumonia. J Exp Med. 2023 May
1;220(5):€20220170. doi: 10.1084/jem.20220170. Epub 2023 Mar 3. PMID: 36880831; PMCID: PMC9998661.

4) |Initiative of a 30 vyears anniversary paper of the ESID registry, current epidemiology,
statistics, outcomes, and challenges
The extended ESID registry steering committee has been working on a current and
historical/retrospective data analysis to provide the most comprehensive and fascinating
report on patients and studies in the field of IEI/PID from Europe, preliminary results of
which to be presented at the ESID 2024 meeting and submitted to a high-end Journal this
fall. Ideas or suggestions are welcome (to me or SC members).

5) Prolongation of the ESD registry - MERITA / ERN-RITA (now: RITA registry) collaboration
The pilot project of the MERITA registry, launched by my predecessors and under previous
ESID presidents, was considered very successful and entered a new phase. Common data
elements of the ESID registry, a minimal epidemiological set of parameters shared with
other European registries in the fields of rare immunological diseases (i.e., Eurofever,
Pharmachild), will be forwarded to the RITA registry to combine efforts and avoid
redundancies. The data transfer is handled under existing agreements and patients’
consents on academic research cooperations, but the wording will be amended in the new
Center Agreement template asap.

6) Miscellaneous

a. New ESID website: planned 2023, delayed, but being worked on

b. ESID registry “office”: admin staff = IT staff Dr. Gerhard Kindle, whose work for the
registry has been highly appreciated and resulted in numerous publications, is
working together with IT expert Stephan Rusch on the migration of the registry to
the new operator. Ther will be limited administrative support until end of August
and we were promised increased assistance from the ESID association management,
specific negotiations, personell decisions and details pending.

C. Authorships: there have been questions about authorship rules in registry
publications. Please see the “publication guidelines” on our website and feel free
to contact me with your comments. The registry steering committee has always
strived to be fair and honour intellectual input and work as well as data acquisition
proportionally in their contribtutions to new manuscripts.

d. Legal matters: The registry steering committee, myself as chair, as well as the
board has been advised by an ESID-employed (jurist-) data protection officer and a
lawyer, and proceedings regarding the registry and center affairs have been double
checked with the Medical University of Graz data protection officer, legal
department, and ethics commission.

e. Registry Session at www.ESIDmeeting.org 2024 on Friday, 7.30h ;( Oct. 18,
Marseille), PLEASE JOIN, you are very welcome!

R o S ks

Prof. Markus Seidel, M.D.
Chair, ESID Registry Working Party
Graz, July 1%, 2024


http://www.esidmeeting.org/

