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Status

Currently 31 participants from 10 different countries

Virtual meetings: every 2-3 months, with the current focus on the joint paper



ERN-ESHG collaboration

ESHG – ERN collaboration

- communication managers (E. White) and liaison managers (TE, DP)

- Virtual meetings appr. every 3 months

- 2nd  face2face meeting ESHG-ERN representatives planned at ESHG conference
2026



(ENDO) ERN - ESHG



(ENDO) ERN - ESHG





The WG Genetic Testing aims to moderate the cooperation between the HCPs of our network 
and the ERDERA Diagnostic workstream group, e.g. by bringing them in contact with ERDERA, 
and by exchanging information and experiences on national level in respect to the legal issues 
(e.g. data protection).

In addition to these individual cooperations between our HCPs and ERDERA Diagnostic 
Workstream, our ENDO-ERN has to assign colleagues for the Data Interpretation Task Force 
(DIFT).

We have been advised to encourage the MTG chairs to promote this in the network. If all 
agree, the follow up dissemination to HCPs and identification of Endo-ERN representation for 
the Data Interpretation Task Force, can be done afterwards by our coordination office.

Is it possible to ask each MTG to nominate at least one representative to discuss further 
steps with the WG  (deadline: Feb. 15th 2026: no answers)



ERDERA2026 call Conceptual phase of Calls for Proposals 2026

“Resolving unsolved cases in rare genetic and non-genetic 
diseases”

Submission deadline for pre-proposals: February 12th, 2026

Currently pre-proposals submitted

CHH (Marco Bonomi)

RTH (Luca Persani)

(DSD (Martin Kircher))



Checklist for 
Ethical, Clinical, 
and Operational 
Evaluation of 
Genetic Testing 
Offers

Initiative by Natasha Appelman-Dijkstra, Corinna Grasemann, 
Eva Kassi, Martha Kirchhoff

Purpose 

This document provides a structured checklist to support 
clinicians, genetic laboratories, ERN working groups, and 
affiliated stakeholders in evaluating genetic testing offers. It 
aims to ensure that testing initiatives meet appropriate 
standards for scientific rigor, patient safety, ethical integrity, 
and compliance with European regulatory frameworks.

Scope
The checklist addresses scientific validity, laboratory 
standards, data protection, ethical considerations, clinical 
responsibilities, financial transparency, and institutional 
oversight. It can be used during project planning, review of 
industry collaborations, or preparation for clinical 
implementation.



Checklist for Ethical, Clinical, and Operational Evaluation of Genetic 
Testing Offers

Status:

MTG 2 has prepared hypoparathyroidism specific items 

Place them on the MTG 2 website (if chairs Kassi and Grasemann agree) 

Maybe link it to the hypoparathyroidism module in EuRREB



Joint paper (close to submission): 
„ Genetic testing and reporting: What the endocrinologists should know and 
can expect”

Decision tree for molecular testing in endocrinology



Joint paper (close to submission): 
„ Genetic testing and reporting: What the endocrinologists should know and 
can expect”

NGS strategies and their major pros and cons. 



Joint paper (close to submission): 
„ Genetic testing and reporting: What the endocrinologists should know and 
can expect”

Example for the design of a structured report

Example for a virtual precise and comprehensive 
genetic report. 

Note that the information relevant for the referring 
clinician is summarized on the first page, 

technical information about the variant and the 
methods are listed on the following page. 



Joint paper (close to submission): 
„ Genetic testing and reporting: What the endocrinologists should know and 
can expect”

General overview on the aspects which should be considered for reporting 



Joint paper (close to submission): 
„ Genetic testing and reporting: What the endocrinologists should 
know and can expect”

Status:

- Final version is currently circulating in the WG team (deadline May 15th)

- Journal in discussion with the SCAB



Contribution to
the



Webinar

The Changing Landscape of Genetic Testing in Rare 
Endocrine Conditions (15 min) 

Prawitt/Eggermann

From Testing to Tailored Management (15 min) 

Van der Kaay

European Collaboration and Future Perspectives (15 min)

Persani



Feel free to contact us at any time!

Ideas/Suggestions/Contacts are welcome, 
preferably from every MTG

Contact: 

Thomas Eggermann 

(teggermann@ukaachen.de)

Dirk Prawitt

(dprawitt@uni-mainz.de) 
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