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Guidelines
Anna Nordenström



ERN Guideline update

• EU – Spanish consortium, SANTE, to facilitate guideline work
• Ambitious program, 

- Instructions 12 chapters
- Web-based courses

• Proposed overaching guideline panel
• Also controversial because of the lack of funding to the ERN’s

- Courses were made optional

• Overview of guidelines on the Endo-ERN webpage  
- with links under each MTG



ERN Guideline update

• Pubertal induction and transition to adult sex hormone replacement 
in patients with pituitary or gonadal reproductive hormone 
deficiency. An Endo-ERN clinical practice guideline.

• Nordenström A, Ahmed SF, van den Akker E, Blair J, Bonomi M, Brachet
C, Broersen LHA, Claahsen H, Dessens AB, Gawlik A, Gravholt CH, Juul 
A, Krausz C, Raivio, T, Smyth A, Touraine P, Vitali D, Dekkers OM

• Manuscript submitted
• ESPE, ESE and EAA have endorsed the guideline
• 5 reviewers have given their feed-back

• ePAG meeting on Guideline involvement, Ilaria Galletti invited 
• Lay version will be produced in several languages



ERN Guideline update

• Congenital Hypothyroidism: A 2020-2021 Consensus Guideline 
Update – An EdnoERN initiative endorsed by the ESPE and ESE

• van Trotsenburg P, Stoupa A, Léger J, Rohrer T, Peters C, 
Fugazzola L, Cassio A, Heinrichs C, Beauloye V, Pohlenz J, Rodien 
P, Coutant R, Szinnai G, Murray P, Bartés B, Luton D, Salerno M, 
de Sanctis L, Vigone M, Krude H, Persani L, Polak M

• Published in Thyroid 2021 Mar;31(3):387-419

• Familial hypoaldosteronism
• Ongoing

• More guidelines to come



Publications
George Mastorakos



www.endo-ern.eu

Endo-ERN Publication Committee

Pr. Jerome BERTHERAT
Pr. Violeta IOTOVA
Pr. George MASTORAKOS

Citation of publications generated within Endo-ERN 
AND 
Citation for publications not directly funded or written by 
Endo-ERN and include authorship of Endo-ERN members

Special supplement in Endocrine Connections



www.endo-ern.eu

Citation of publications generated 
within Endo-ERN 



Publication Committee Proposal 
for Citation for publications not directly funded 
or written by Endo-ERN and include authorship 
of Endo-ERN members

Issue: There is no means to 
formally acknowledge already 
existing literature not directly 
funded or written by Endo-ERN

Aim: To create formal criteria to 
publicly endorse publications 
from CPGs such as reliable best 
practice guidelines (useful in 
clinical practice to our members 
and for educational purposes). 

Proposed criteria listed on the 
right (using EuroBloodNet guide 
as a map) 

•Created by an (affiliated) scientific partner 
of Endo ERN 

•Methodology adopted e.g. GRADE, Delphi 
method etc. 

a) Origin of Publication 

•At least 2 authors from member 
states/members of Endo-ERN 

b) Authors

a.Prevention
b.Diagnosis
c.Treatment

c) Scope & Purpose

•Comply with v7.5 
•All data/trial registration standards met 
•Approved by PC of Endo ERN

d) Compliance to ERN Indicators 



Special supplement in Endocrine Connections
The Endo-ERN special supplemental issue of Endocrine Connections 
(Editor-In-Chief:  Prof. Adrian J.L. Clark) will appear online within 
2022 and will include manuscripts submitted (proposed by MTGs and 
WPs) within 3 different deadlines to appear online on specific dates
related to special events:

ESPE 
15-17 

September 
2022 

The 
manuscript 
needs to be 
received by 
15th of June 

2022

ECE 
21-24 May 

2022

The 
manuscript 
needs to be 
received by 

21st of 
February 

2022

Rare 
disease day 

28 
February 

2022 

The 
manuscript 
needs to be 

received by 1st

of December 
2021

Articles to be published on Rare Disease Day:
1. Endo-ERN in its 5th year – a pinch of care, science, curiosity and new horizons
2. Understanding and preventing transition drop-out among adolescents and young 

adults with rare endocrine disorders



Harmonisation and networking 
for Endo-ERN reference labs

Anders Juul & Emily White

George Mastorakos, Trine Holm Johannsen and Anders Juul

WP5: Diagnostics and Laboratory Analysis



PUBLICATIONS
 Johannsen TH, Andersson AM, Ahmed SF, de Rijke YB, Greaves RF, Hartmann MF, Hiort O, Holterhus PM, Krone

NP, Kulle A, Ljubicic ML, Mastorakos G, McNeilly J, Pereira AM, Saba A, Wudy SA, Main KM, and Juul A. Peptide
hormone analysis in diagnosis and treatment of Differences of Sex Development: joint position paper of EU COST
Action 'DSDnet' and European Reference Network on Rare Endocrine Conditions. European Journal of Endocrinology
2020; 182: P1-P15.

 Eggermann T, Elbracht M, Kurth I, Juul A, Johannsen TH, Netchine I, Mastorakos G, Johannsson G, Musholt TJ,
Zenker M, Prawitt D, Pereira AM, and Hiort O. Genetic testing in inherited endocrine disorders: joint position paper
of the European reference network on rare endocrine conditions (Endo-ERN).; European Reference Network on
Rare Endocrine Conditions (ENDO-ERN). Orphanet Journal of Rare Diseases 2020; 15: 144.

 Johannsen TH, Ljubicic ML, Young J, Trabado S, Petersen JH, Linneberg A, Albrethsen J, and Juul A. Serum Insulin-
like Factor 3 Quantification by LC-MS/MS in Male Patients with Hypogonadotropic Hypogonadism and Klinefelter
Syndrome. Endocrine 2021.

 Mönig I, Steenvoorden D, de Graaf JP, Ahmed SF, Taruscio D, Johannsen TH, Juul A, Beun JG, Hiort I, and Pereira
AM. CPMS – improving patient care in Europe via virtual case discussions. Endocrine 2021.

 Persani L, Bonomi M, Cools M, Dattani M, Dunkel L, Gravholt CH, Juul A. ENDO-ERN expert opinion on the
differential diagnosis of pubertal delay. Endocrine 2021.

 Mönig I, Hoppmann J, Johannsen TH, Juul A, Werner R, Lünstedt R, Birnbaum W, Marshall L, Wünsch L, Hiort O.
Pubertal development in 46,XY patients with NR5A1 mutations. Endocrine 2021.

Publications



Publications WP5



Publications WP5
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Publications WP5



Publications WP5

LH



Publications WP5



Publications WP5



Publications WP5



Planned ENDO ERN publication:
Johannsen TH, Ljubicic ML, Albrethsen A, Neocleous V, Toumba M, Fanis P, Baronio F, 
Cools M, Juul A. Evaluation of INSL3 as a marker in DSD: An ENDO-ERN collaborative study

Publications WP5



OVERALL OUTCOME
To promote transnational diagnostics of rare endocrine disorders

GOALS
1) Normative sex- and age-related reference ranges uploaded in CPMS

 Gonadotropins, androgens, 17OHP, growth factors, SHBG, AMH and inhibin B
 Data is sent to Endo-ERN
 The CPMS Operational Helpdesk and OpenApp is working on the implementation

 Expected online in May 2022 

2) A web-based lookup file on where to send samples for specific analyses on the Endo-ERN 
website
 Data on diagnostic tests (types, platforms, LODs, quality assessment, publications etc.)
 140 analytes
 Some adjustments are needed before data is ready as a web-based lookup file 

Emily will present this topic 

Outcomes of WP5



• Sample of the information this database contains
• Missing data needs to be obtained from HCPS, both new 

and existing members 
• Additions to the database fields are based on the 

following plan 



Assay & Analyte web-based lookup file 

How information 
is gathered 

How information 
is gathered 

Information 
gathered via 

ERN reporting 

Internal 
research 

Via External 
organizations 
to Endo-ERN

What kind of data 
measures  

What kind of data 
measures  

Analyte

Assay

Detection limit

Analysis age-
range

•Paediatric, 
•Adult,
•Both

Where this data 
can be analyzed
Where this data 
can be analyzed

Endo-ERN 
Reference 

Centre ID

Country / 
language 

External 
quality control

Link -
Recommended 
publication on 

reference 
intervals 

(please attach)

Who is analyzing 
this data 

Who is analyzing 
this data 

Lab Name

Lab link  

NormsISO

NormsName

Lab 
Accreditation 

Accreditation 
Organization

When is this 
analysis 

required/

appropriate

When is this 
analysis 

required/

appropriate

Common rare 
endocrine 
conditions 

requiring this 
analyte/ assay 

analysis 

Identified as a 
priority Assay/ 

Analyte

Analysis age-
range



Future Projects  

Important for second term of Endo-ERN: 
We need more input from various stakeholders in these endeavors, particularly 
biochemical experts, relevant experts in our MTGs and accreditation awarding 
institutions e.g. ISO. 

Goals to be integrated into new Work Package:
• Continued development of the Analyte & Assay  we look up program 
• Development of lab accreditation quality check 
• Review of the “Normative sex- and age-related reference ranges” in CPMS following 

implementation of this in May 2022

PLANNED PUBLICATIONS 
 Mastorakos G, Johannsen TH, Juul A, Memi E, Alexandraki K, Violetis O.

Hypogonadotropic hypogonadism – a new mutation and a review on the existing literature.
 Johannsen TH, Ljubicic ML, Albrethsen A, Neocleous V, Toumba M, Fanis P, Baronio F,

Cools M, Juul A. Evaluation of INSL3 as a marker in DSD



Coffee / Tea Break
Until 10:50hrs



Update from the 
continuously evolving 

Endo-ERN ePAGs



Endo-ERN Patient Representatives

The patient view and voice are implemented at the core of Endo-
ERN activities. European Patient Advocacy Group Patient 
Representatives (ePAGs) are represented in all Main Thematic 
Groups and preferably also within the different Work-Packages 
that have been devised to tackle the different goals within Endo-
ERN. It is our aim for our patient representatives to represent the 
different member states within Endo-ERN.





Arlene Smyth

 Executive Officer of Turner Syndrome Support Society [UK]
 E-mail:- Turner.syndrome@tss.org.uk https://tss.org.uk/
 Mother to an adult daughter with Turner Syndrome [TS] and founding member 
 With over 30 years experience and expertise
 President of Turner Syndrome International Group 
 Email:TSI2020@tss.org.uk  https://tsint.org
 ERN ePAG co-Chair of MTG7 
 Sex development and Maturation
 EuRRECa Board member and part of work package 5
 (Patients, parents and ethics) & data access committee
 I-TS data registry board member 

 I am proud to be part of The Office for Rare Condition in Glasgow
 Board member & chair of our Patient advisory Group speaking to families and 

helping, supporting them and raising awareness about Rare Conditions. 
 https://officeforrareconditions.org



National Organization

Jette Kristensen, Chair (since 2007)

Board of 6 (voluntary/unpaid)

Members: 510

Established: 1995

Website: www.addison.dk

Member of: Endo-ERN, AdrenalNET, Eurordis, Sjældne Diagnoser

Network: European Network of Adrenal Patient Organizations

Endo-ERN
Patientrepresentative in MTG 1 (Adrenals)

Patientrepresentative in WP4 (Quality of Life and Patient View)



Nathalie.ferard@grandir.asso.f
r
https://www.grandir.asso.fr/

The Grandir  association supports and informs about more 
than 20 pathologies linked to growth in France.

Nathalie FERARD

55 years old. I work part-time as a trainer in a management school. 
I live near Clermont-Ferrand, in the center of France.
3 children : Julie 26, Nicolas 23, and Mathis,15 years old.
Mathis has been supplanted in growth hormone from the age of 5, for a Partial 
Growth Hormone Deficiency.

I am a regional delegate for the Grandir Association and a member of the board, as a 
volunteer. 

Grandir Association is a member of Eurordis since june 2019
I am Endo ERN ePAG since februar 2020.

We were present at the ECE congress in Lyon (may 2019), with a stand of the 
Association Grandir among the stands of patient associations. 



Patricia Carl-Innig

Patient representative from Germany
Member of MTG 5 Growth & Genetic Obesity Syndromes 
Chairwoman of BKMF e.V. (German federal association for short statured 

people and their families; founded 1988; 3500 members; 90 different 
diagnoses in endocrine and sceletal spectrum) 

Co-author of several medical articles and patient informations



Petra Brügmann, Germany

• MEN 1 patient, 62 years, married, retired

• MTG 4  - Genetic Endocrine Tumour Syndromes 

• WP 1 Education & Training 

Representing

Network pituitary and adrenal disorders e.V.

(Board member)

and

European MEN Alliance e.V.

(co-founder, president)
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Johan de Graaf – j.degraaf@hypofyse.nl

Johan de Graaf, the Netherlands

Chair of the Dutch Pitiutary Foundation (founded 1996, 2.200+ members)

ePAG/Steering Committee member MTG 6 Pituitary

ePAG/Steering Committee member WP3 Research and Science

Patient representative EuRRECa WP5 Patients, Parents and Ethics

SEC member EJP-RD (Joint Transnational Calls 2019, 2020, 2021 and probably 2022)

Member review board BMBF funding initiative Translational consortia for rare disease research (2022)

National Expert European Medicines Agency (EMA)

Member of the Patient Expert Board of the Dutch Brain Foundation

Eurordis volunteer

Eupati Fellow



Diana Vitali

Endo-ERN ePAG member since 2017
ePAG Steering Committe MTG6
ePAG Steering Committee WP4
Mother of Carolina, with SOD PLUS
President of SOD ITALIA ONLUS/APS Italian Patient
Organization for Septo Optic Dysplasia and other 

Neuroendocrine Disorders.
Board of ePAG Italia 

In normal life Diana works as a sports technician of horse riding 
and sailing specialized in disabled people. 



Martha Kirchhoff

55 years old. I work in a fulltime job as a nurse in a psychiatric 
hospital and I am a caregiver to my very old parents.
I live in Germany.
I am mother of two grown up children, one affected with XLH (X 
linked Hypophosphatemia) and Grandmother 1,5 year old girl. 

Patient representative for rare phosphate loss diseases:
Chair and founding member of the German patient organization 
for phosphate loss syndromes. (Phosphatdiabetes e.V.) The 
German patient organization covers members out of Germany, 
Austria, Swiss and Luxemburg.  
German representative in the International XLH Alliance
Accredited in the Federal Joint Committee
ePAG in the ENDO ERN – MTG 2 (disorders of calcium and 
phosphate homeostasis)

www.Phosphatdiabetes.de
info@phosphatdiabetes.de



Beate Bartès
Vivre sans Thyroïde, France
ePAG Endo-ERN, MTG8 "Thyroid"

Founder of a discussion forum for thyroid patients in 2000, after being diagnosed with
thyroid cancer. President of the non-profit organization "Vivre sans Thyroïde" created in 2007.

Main aim: provide understandable information on thyroid disease, exchange of experience between fellow
patients, emotional support. Raise awareness. Patient advocacy.

Website with > 22.000 registered users. 4000-5000 visitors & approx. 100 messages per day. Patient 
meetings, patient conferences, participation in national and international meetings and congresses 
(French Endocrine Society, European Thyroid Association…).

Cooperations: France: Alliance for Rare Diseases, Firendo (network for rare endocrine diseases), steering 
committee of the TuThyRef network for refractory thyroid tumors. International: Thyroid Federation 
International, Thyroid Cancer Alliance, European Cancer Patient Coalition, Endo-ERN, Eurordis. 

www.forum-thyroide.net
info@forum-thyroide.net



DUTCH ADRENAL SOCIETY  NVACP    (founded 1988/1700 members)

- Represented in ENDO-ERN by Johan G. BEUN (till summer ‘22)
- Diana Kwast will be my successor in MTG1
- Johan is one of the founders & former chairman of the NVACP

- Johan in daily life is the manager of AdrenalNET

- Thank you for yr attention, lots of success ENDO-ERN

- Contact?  Johan@Beun.NL



Alignment with ESE / ESPE
Nicole Reisch & Faisal Ahmed



https://www.eurospe.org/about/committees/rare-disease-advisory-group/

Collaboration with ERNs & ESE
- MoU between ESPE, ESE and Endo-ERN 
- Formal link with the ESE RD Committee
- Formal process for linking with ERNs including Endo-ERN and ERN-BOND

Promoting rare disease research 
- Mapped ESPE’s existing grants and awards that relate to rare disease research
- Exploring projects that support paediatric endocrinologists in research and care

Acting as an advocate for rare diseases
- European Health Data Space

Collaboration with rare disease registry projects
- eg. EuRRECa, EuRR-Bone, I-DSD/I-CAH/I-TS, GloBE-Reg

Webinars
- Advised ESPE Council on rare disease webinars
- eg. joint POC for RD webinars with ESPE, ESE and Endo-ERN representation

Future Direction
- Short-life advisory group 2021 to 2023
- ESPE Council currently considering options for the longer term



Round Up



Lunch Break



Meet and interact with your MTG co-workers

See the handouts for the meeting links


