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We have entered in the era of omics in research, diagnostics and therapy

|

|

i

Actionable variant
identification
Variant classification
Genotypin PGx data interpretation ™
Healthy Individuals/ A : P Eocus on pharmacogene and annotation
A Complete genomic profiling v i ot
Patients by NGS instruments in CLIA > glargetg —_—
approved laboratories

L‘e’ C

NE

/ p ¢ E
I’ % ' Prescribing according to
: individuals' genetic make-up
(v C | ‘ { “ during physician’s visit
= PGx trained clinicians
Personalized drug therapy
(right drug with right dosage for the right person)

Private portable <= |ndividualized
PGx data*

Comprehensive data storage

PGx data preparation




Genetic testing at different ages: ...
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° Prenatal www.nature.com/ejhg ESHG

* Neonate (Newborn screening) CEVIEW ARTICLE T

* Children Rapid genomic testing for critically ill children: time to become

e Adults standard of care?

Zomitza Stark®'*** and Sian Ellard**

© The Author(s), under exclusive licence to European Society of Human Genetics 2021

* Pilot study for WGS in 37 patients with SRS features:
49% could be solved, including two adults

« Example: 34 y woman seeking advice due to progressing health issues in addition to SRS features.
Diagnostic odyssee over more than 30 years.

“To aid in diagnosis of a chronic disease. A current
medical condition may be caused by a previously
unrecognized genetic defect, or the disease may have a
genetic component.”
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* The ENDO-ERN covers a broad range of
endocrine disorders, and many entities are
caused by genetic variants.

* These disorders are heterogeneous, but
the genetic mechanisms behind them as
well as the diagnostic testing strategies are
very similar.
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MTG1  Adrenal

Disorders of Calcium & Phosphate Homeostasis

Genetic Disorders of Glucose & Insulin Homeostasis

Management & Coordination
Dissemination &
Evaluation
Healthcare and CPMS U2

Registries, data management and analysis [RYLEEEN

Education and Training '

Clinical Practice Guidelines and gy
Clinical Decision Support Tools ik

Capacity building and best practice gy
sharing for Ukraine Mk

Other activities for Ukraine NI« |

Growth & Genetic Obesity Syndromes
Hypothalamic and Pituitary Conditions

Sex Development & Maturation

Thyroid ['MTG8'




_ o:-_?-,s‘\ European
Why do we need a transversal WG ,,Genetic Testing*“ i1V Reference %@)@ Endo-ERN
in our ENDO-ERN? fee’ Network

* The need to implement and run diagnostic genetic tests in ENDO-ERN patients is obvious, and
requires common activities in respect to offer these tests over Europe, to explain and use the results
for the optimal benefit of our patients.

» Genetic testing has to be accompanied by quality assurance measures.

EMC.N

The European Molecular Genetics Quality Network
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* The ENDO-ERN is continuously contacted by initiatives working in the field of genetics (SOLVE-RD,
ESHG, ...)

Welcome to the European Human Genetics Conference 3 .
ESHG Hybrid Conference
Berlin, Germany

JUNE 1-4, 2024 . RARE DISEASES EUROPE

Sunday, June 2, 2024

12:00-13:00 Corporate Satellites O rp h On et
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ACT PANEL: PHENOMICS

Selection of actionable

Endocrinological disorders 6 — Endo-ERN — genes COUId have been
Immunological disorders 2 — ERN RITA coordinated by
4 - ERKNet transversal WG

Kidney diseases
Metabolic (including mithocondrial disorders, oxidation 34 — MetabERN
disorders, lysosomial disorders, etc...)

Neurolologic/neurodegenerative and neuromuscular
|

“disorders

4

Others*

3 — ERN-RND, EURO-NMD, ITHACA

7 — EuroBloodNet, ERN-BOND, ERN RARE LIVER

Screen4Care’s is about to establish a rare disease focused genetic newborn screening, based on suggested
genes from European experts and ERN members. This EU project receives support from the European Union’s
Horizon 2020 research and innovation programme and EFPIA.
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Lol s eeiee e e s e piepien o elsle poie e cvcoien o Inclusion of all MTGs and all disorders
each MTG as contact person (invitation via the
ENDO-ERN and actively contacting the MTG chairs)

Identification of the needs of each MTG Fill gaps in the available diagnostic testing, improve
(Questionnaire) tests, increase the availability in different countries and
health systems

Soclole cllel e kA e lsn e e o sc s co I[mprove genetic testing (to detect e.g. mosaicism)

and somatic testing strategies Stimulate interdisciplinary discussions between different
laboratory disciplines (i.e. geneticists, (molecular)
pathologists)

10
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Evaluation of existing guidelines in the field of To improve guidelines, identify gaps and update where

genetic testing necessary
Bloieeraiinlenieort e e e iies e e e ceaaen e e Smooth and applicable genetic testing guidelines, which

Glelel i sleloie e elseeles S e an s oie e ae o consider daily routine and the best standard for genetic
in and contributing to already existing guidelines testing.

But: avoid double work and cooperate with other
societies (e.g. ESHG)

Identify genetic methods and testing strategies Suggest a standardized genetic testing regiment
COAAEIe el Bleerate el ple aele e e el e whenever possible to guarantee a standardized testing
procedure all over Europe

This also serves as the basis for curated patient
reqgistries

Interaction via CPMS/Training Education/Training

Colipela e eelelsle e ol sl ie e e e o To orchestrate and to channel the activities of ENDO-
genetic testing, e.g. ESHG, Solve-RD ERN in the field of genetics, to avoid fragmentation and
(compare also goal “Guidelines”) unwished developments in genetic testing (IVDR,
commercial Direct-to-consumer genetic tests) :
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« TE/DP presented their ideas to the ENDO-ERN steering committee on Feb 6t 2023

« Afirst invitation to all ENDO-ERN members to participate in the transversal WG had been sent out:
Feedback from groups in BE, CZ, HU, I'T, NE (clinicians, molecular diagnostics, pathology): “‘we think it is
an excellent idea to create a transversal working group to address the aspects related to the genetics of
rare endocrinological disorders. ©

 Presentation of the transversal WG at the General Assembly in April 2024.

* In the course of/after the General Assembly, additional ENDO-ERN members can join.

« Activity will start after GA by a virtual meeting of the colleagues interested in the WG, and a brain-

storming. Via a questionnaire the need of our network in respect to genetic testing.
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Feel free to contact us at any time!

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

MTG1  Adrenal

- Disorders of Calcium & Phosphate Homeostasis

*Contact:
Thomas Eggermann
(teggermann@ukaachen.de) o i
Dirk Prawitt
(dprawitt@uni-mainz.de)

Genetic Disorders of Glucose & Insulin Homeostasis

" MTG4 | Genetic Endocrine Tumour Syndromes

Capacity building and best practi vps D4
sharing for Ul —

Other activities for Ukraine LI

Growth & Genetic Obesity Syndromes
Hypothalamic and Pituitary Conditions
Sex Development & Maturation

Thyroid [MTG8-
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