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MTG6 HCP meeting

Friday 14 November 2025
11:00—-12:00 CET

MTG®6 chairs:

Nienke Biermasz, Evangelia Charmandari, Marta Baranska, Johan de Graaf, Diana Vitali

Funded by
the European Union
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WP1 Endo-ERN General Assembly 2026

 10th Endo-ERN GA: 20-21 Apr 2026, Athens (Crowne
Managem.ent & Plaza). Invitations sent in Oct to main/sub reps. Details
Coordination here.

MTG6 meetings for 2026

 We are working to expand participation in these meetings,
and careful planning will be important to increase
attendance.

* There will be an MTG6 meeting at the GA 2026, where the
MTG6 chairs will inform attendees of the dates of the next
two online meetings in 2026.

* Topics to be discussed at the GA20267



https://endo-ern.eu/ga2026/

WP1 Management &
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Upcoming Events:

* Visit Endo-ERN » Upcoming events

for all dates
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upcoming tvents

FUNCTIONING NEUROENDOCRINE TUMOUR SYNDROMES: BIOCHEMICAL,
GENETIC, IMAGING WORKUP AND THERAPEUTIC MANAGEMENT

November 6" — November 8th 2025

Recordati Rare Diseases Foundation is hosting a European Society of
Endocrinology (ESE) endorsed course that is suitable for
endocrinologists, nuclear medicine, physicians, pathologists, and
oncologists. [...]

Continue reading >

REGISTRO: Aggiornamento in tema di ipopituitarismo (Update on
hypopituitarism)

December 2™¢, 2025

This event will be conducted in [talian. Serie di Webinars SIE-SIEDP sulle malattie endocrine rare
per specialisti italiani (Joint SIE-SIEDP webinars in rare endocrine diseases: [...]

Continue reading »

SAVE THE DATE: European Neuroendocrine Association

December 3" - December 5P 2025

Check out the programme of this 9th workshop organised by the European NeuroEndocrine
Association. The theme of the event is Changing the Paradigms Over 20 [...]

Continue reading »

REGISTER: International Conference on Clinical Research Networks for Rare

Diseases
December 9th — December 10", 2025

Reigster now for the 2nd International Conference on Clinical Research Networks for Rare
Diseases, organised by IRDiRC, ERDERA, and Rare Diseases International. This event will [...]

Continue reading »
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https://endo-ern.eu/events/
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REGISTER: Joint-ERN Information Webinar for Ukrainian Physicians

February 18", 2026

Endo-ERN & ERN eUROGEN Collaborative Event Improving Rare LS LL Y Information Webinar

.

Disease Care in Ukraine: Access to European Reference Networks
(ERNs) and Expert Resources i] Wednesday 18 [...] Resoure
prosantod by

Continue reading > Gt EndofFM‘&ERN-eU :

SAVE THE DATE: Rare Endocrine Diseases Winter School, Varna, Bulgaria

February 28" — March 3™, 2026

Save the date and look out for more information in the coming weeks. This Winter School will
feature international speakers from Endo-ERN. A small group [...]

Continue reading >

REGISTER: Corticotroph tumors and Postoperative Quality of Life —
Perspectives from a Neurosurgeon, an Endocrinologist and a Patient
March 24" 2026

Register now for a webinar from MTG6 planned for Tuesday, 24 March 16:00-18:00 CET. Webinar
Chair: Prof. Nienke R. Biermasz Endo-ERN MTG6 Adult Chair Agenda [...]

Continue reading >

SAVE THE DATE: Endo-ERN General Assembly (GA)

April 20th — April 215¢, 2026

Dates: Monday 20 and Tuesday 21 April 2026 Location: Athens,
Greece Programme: Start: Monday, 20 April 2026 9:00 starting with
SC/AB Meeting followed by general [...]

Continue reading >
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SAVE THE DATE: European Congress of SAVE THE DATE: European Society of
Endocrinology (ECE) 2026 Paediatric Endocrinology (ESPE) 2026

This event will be from May 9t to May 12t", 2026
s ! This event will be from September 8" to September 10", 2026

The European Congress of Endocrinology (ECE) will
take place in Prague, Czech Republic, from 9 - 12 May
2026.

Save the date for the 64th ESPE 8-10 September, 2026
to be held in Marseilles, France.

Save the Date! Further details will be announced in due
course.

More information will be available closer to the event.

Event summary

Event European Congress of Endocrinology (ECE) 2026 Eve n t summa ry

Date May 9! - May 12th, 2026

fisealinn Prague, Czechia Event European Society of Paediatric Endocrinology (ESPE) 2026
Organisation  European Society of Endocrinology (ECE) Date September 8" - September 10%", 2026

Website Visit event website Location Marseilles, France

WP Education and Training

Organisation European Society for Paediatric Endocrinology

Add this event to your calendar Add this event to your calendar
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A Monthly Digest has been launched by Endo-ERN,
where all relevant network updates from the past
month can be found.

New publications, materials or events to be
endorsed/updated/disseminated

Please follow Endo-ERN at our socials:

https://www.linkedin.com/company/rareendoern
https://www.facebook.com/rareendoern

https://www.youtube.com/@rareendoern
www.endo-ern.eu



https://www.linkedin.com/company/rareendoern
https://www.facebook.com/rareendoern
https://www.youtube.com/@rareendoern
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* Evaluation allows for continuous improvement and sharing of best
practices across the network. For Endo-ERN members there is self-
evaluation annually, and an external review as part of the AMEQUIS

cycle, every 5 years.

* Attendance at MTG-specific meetings is expected for all HCPs and
counts toward performance scoring. If you cannot attend, please
forward the invite to a colleague to attend on behalf of your HCP.

* Ensure that HCP members are entering data into e_REC for the
continuous monitoring process

* Please feedback any challenges you are having
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WP4 CPMS * Pediatric case of Cushing Syndrome (by Sophia Sakka) planned for
next MTG6 meeting
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WP5 Registries EURREE reglstry

 There are several disease specific modules under
construction.




The Registries in a Nutshell
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Patient encounter with any rare endocrine or bone related condition

First Encounter

No Consent needed

A J

e-REC
Monthly electronic survey
Customizable by reporters
<5 minutes to complete

Any Encounter

Patient Consent needed

r

Core Registry
5 minutes for Core data elements
Longitudinal core outcomes
Clinician & patient reported outcomes
Patient reported outcome measures (PROMs)
Condition-specific modules
Dynamic patient involvement

Data Access Committee

Data Provision

o Researchers




Centres Reporting in e-REC

oS

July 2018 — December 2024

Active reporters:.
113 centres from 32 countries

N M 22centres B BG: | centre (5 non_EU)
B DE: 14 centras UA: | centre f
B Nl:8centres [ F | cenire ) : )
vishedimlin LWL e penvarx il (I e
BE: 7 centres Sk | contre } HCPs ERN affiliation
| AT é centr \ IRELAND "
' cenires [l HU: ! centre GDOM BELARUS Endo-ERN only - 62
W FR:écentres I DK: | centre N, End d 2
— ; CTHERANG 2 ndo-ERN and ERN-BOND - 29
Y U ERN-BOND only - 3
B RO:4cenfres g no ) contre i i
GR: 4 centres EE: | centre Not affiliated to either — 19

PL. 4 centres
| PT: 3centres

IL: | centre

B $E 2 cenires ;U- : centre Number of patients in e-Rec:
K {
| HR: 2 contros = ;:’:: 56573 cases
- Cl: 2 centres B CY: ] centre (41933 In adults, 14640 in children)
E: 2 centres ’

Full report at eurreb.eu

PORTU

N



https://eurreb.eu/reports/
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WP6 Education & * Current Clinical exchange Program call open until 30

Training November

 Have a webinar topic for 20267 Send your suggestions to
pituitary@endo-ern.eu

* The following MTG6 webinars are already scheduled:

MTG  Theme [ Title Date Time CET Speaker(s) Register View CPMS
(&) Corticotroph tumors and 2026-03-24 16:00 - -t

Postoperative Quality of Life - 18:00 hr
Perspectives from a

Neurosurgeon, an

Endocrinologist and a Patient

Joint-ERN Information Webinar 2026-02-18 16:00 - A

L
for Ukrainian Physicians 1745 hr

() Aggiornamento in tema di 2025-12-02 17:00 - -t
Ipopituitarismo (Update on 18:30 hr

hypopituitarism)
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e MTG6 involvement in Winter School, Varna, Bulgaria

SAVE THE DATE: Rare Endocrine Diseases
Winter School, Varna, Bulgaria

This event will be from February 28" to March 3™ 2026

Save the date and look out for more information in the coming weeks. This Winter
School will feature international speakers from Endo-ERN. A small group of a
maximum of 30 participants will be treated to a diverse sessions including lecturers,
case presentations, roundtable discussions and plenty of time to interface with
international experts.

Event summary

Event Rare Endocrine Diseases Winter School, Varna, Bulgaria
Date February 28" - March 3, 2026

Time 13:30 - 1130 hr

Location Varna, Bulgaria

Contact

WP L) Education and Training

Add this event to your calendar
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Topics for next guidelines chosen:

WP7 Clinical

Prac.t".:e Gmde.ll.nes * Primary hypoadrenalism, focus on treatment and
& Clinical Decision monitoring target

Support Tools

 Hypothalamic obesity treatment and management
(of craniopharyngioma) in children and adults
ESE have initiated same topic, have responded

positively to collaboration with Endo-ERN and ESPE

e Update on the 3" CPG on transition




....;.3:‘\ Reference <%§% Endo-ERN

Any contacts with Ukrainian endocrinologists?

WP8/9 Capacity . . .
building and best REGISTER: Joint-ERN InfFormation Webinar
g for Ukrainian Physicians

pra Ctice Sha ri ng for This webinar will be on February 18", 2026

U k ra i n e v Endo-ERN & ERN eUROGEN Collaborative Event 4‘_{9‘"“‘-5""' Information Webinar

Improving Rare Disease Care in Ukraine: il
Access to European Reference Networks '
(ERNs) and Expert Resources

Endo-ERN & ERN eUROGEN

~, Wednesday 18 February, 16:00-17:45 CET / 17:00-18:45 EET
? Online (Zoom, English with Ukrainian live captions)

This joint webinar will explore how Ukrainian clinicians and patient representatives
can collaborate with European Reference Networks (ERNs) to strengthen rare disease
care. The programme will introduce the ERN system, feature insights from Endo-ERN
and ERN eUROGEN, and outline how to engage through the Clinical Patient
Management System (CPMS).

Speakers include Tetiana Kulesha, ePAG representative from Orphan Diseases of
Ukraine, with additional speakers to be confirmed. A case example and Q&A are
planned to illustrate how ERNs connect expertise across Europe to benefit patients in
Ukraine.




V)
What are ‘patient journeys’?

1980s-90s: A shift to greater focus on patient
experience as an indicator of healthcare quality

Journey maps = research methods originally in
marketing/ service fields - used to highlight areas of e
improvement based on experience of customers

Great variation in how term ‘patient journey’ is used in

research
- - Joseph, Kushniruk & Borycki, 2020 X
Amsterdam Gastroenterology Endocrinology Metabolism =20 &M 03 VU ;‘f
LeA

Ly, Runacres & Poon, 2021
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What are ‘patient journeys’?

Patient Journey for Friedreich’s Ataxia (FA) , ERN RND

PHASES

Disease

Clinic

Challenges

Goals

Challenges Clinic Disease

Goals

First Symptoms

Diagnosis

Treatment

Monitoring

91% neurological symptoms.
9% non-neurological symptoms:
scoliosis and heart trouble

Assessment of symptoms and
referral to relevant specialists

. ‘g@

Confusion and complexity of
symptoms leads to frequent
misdiagnosis

3
N )
4" oxa

Take patients with multi-system
complaints seriously, i.e.
clumsiness, fatigue, back pain
111

)
(

Genetic testing is available, but
gene changes in FA are not
recognized using standard NGS

Genetic counselling for parents
regarding future pregnancies
and siblings above 18.

Consider diagnosis in all age
groups, as 1 % of those with FA
are over 60 years old.

Genetic counselling and testing
for extended family to avoid FA
presenting in cousins

One disease-specific therapy in
Europe and USA approved,
several clinical trials ongoing

Mental health support,
neurological and scoliosis
assessment

Maintaining personal autonomy

and ability to walk, access to
currently available treatments

Care guidelines should be
shared with person with FA.

Worldwide access to therapy

Referral to expert center.
Multidisciplinary team for heart
condition and diabetes

* ;
o file~

Annual review of mobility,
ability to do daily activities,
heart, diabetic risk etc.

Children may isolate themselves.
Parents are often unsure how to
treat their child with FA

Maximize the potential to live
as normal a life as possible, e.g.
driving and part-time work.

Amsterdam Gastroenterology Endocrinology Metabolism
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V)
What are they used for?

Patient Journey Mapping Publications Increased use of ‘Patient Journeys’ in
o I multitude of healthcare/ HTA fields
14
12
. ' Tool/ concept used by multiple professionals to
z D O I easily understand:
4 - Barriers/ delays in care delivery
2 |—o— .= ~—o - Facilitators of improved care quality

0

2006 2008 2010 2012 2014 2016 2018 2020 2022 _ Exper]ences ]mpact]ng health Outcomes

Timeline of patient journey mapping publications, 2007-2021 . . .
(Joseph, Kushniruk & Borycki, 2020) - Examining how health system is navigated

' ' J h et al., 2023; Vanhaecht et al., 2006 x
Amsterdam Gastroenterology Endocrinology Metabolism o ot ol 2004 hacaERe VU;‘#’



V)
How can they impact quality of care?

 Patient experience & satisfaction act as » Enhanced communication
strong measures of quality of healthcare

!

» Support decision making

* Identifies gaps in care delivered via » Personalize approach to patient care
current/ traditional pathways

Webb et al., 2022

Baker et al., 2018 i |
arer et at Amsterdam Gastroenterology Endocrinology Metabolism



V)
Patient Journey Definition

‘Patient Journeys’ map the common needs of a specific patient community along the
different stages of their journey, from first symptoms, diagnosis, to treatment and follow-
up. These needs are identified and described through the eyes of the patients or
caregivers” (Bolz-Johnson et al. 2020)

Amsterdam Gastroenterology Endocrinology Metabolism VU ;‘f



V)
Patient Journey VS Care Pathway

Patient journey Care pathways

— What is needed ’)

—  Clinical stage -
When '-Id

Who'’s responsible &

-~ Created by Hospitals & ﬁ
MDt

o Created by Patients —
F- & Experts

Amsterdam Gastroenterology Endocrinology Metabolism
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Endo-ERN Role in Creating Patient Journeys

Patient
organisations

105

To demonstrate added value of
virtual multidisciplinary expert
boards (CPMS)

Expert
centres

~

-
Standardization of care for rare
endocrine conditions
(transparency, guidelines,
patient involvement)
\

/

To demonstrate structural
pathways into science

28 countries

Amsterdam Gastroenterology Endocrinology Metabolism



V)
Research Aim & Goals

Our aim is to create rare endocrine disease specific patient journey tools based on a specific
framework (developed by EURORDIS & Solve-RD) to inform quality of care improvement
plans for European expert centres.

Our goal:

1. To identify gaps in the current care pathways for rare endocrine diseases.

2. To create patient journeys for ultra-rare endocrine conditions

3. To generate data-driven recommendations for quality of care
improvements in European expert centres.

Amsterdam Gastroenterology Endocrinology Metabolism



Representative

Patient Journeys are developed
to represent the community
needs for a specific patient
population for a specific
condition.

Multiple Countries Clinically Verified
Not individual testimonies but Overview of condition and
based on real world experience clinical presentation and
fromm multiple countries (>6 EU references are reviewed and
' MS) and multiple people (>20 ’ verified by clinicians from the .
. people) . ERN. '
) . .

Amsterdam Gastroenterology Endocrinology Metabolism

Data Protection

Data sharing consent completed
by all individuals who contribute
and PJ lead (ERN, PO or HCP)
should comply with data
protection requirements

4



V)
Methodology - Stages

Select Topic & Define Engage with Draft final Clinical Put Your
Define Scope Stages of your Patient Journey Review & Journey into
the Journey Community Approval Action

vV v

: : : Next steps to
: PJ review of Discussion -,
GA 2024 in paper from during ePAGs Currently form a clinical
Milan 2021 Meatings ongoing review team
S in MTG6

Amsterdam Gastroenterology Endocrinology Metabolism




Patient Journeys - Update

June-September 2025: Endo-ERN
adapted protocol for creating
patient journeys piloted for first
journey Acromegaly

Initial protocol from EURORDIS
methodology requires
specification to rare endocrine
and our ERN needs.

Next slides go
through the
initial adapted
protocol and

lessons learned
from our pilot




1. Select Topic & Define
Scope

First Proposed PJ: Acromegaly
(based on previous mapping):

Fndocrine
B CONNECTICING

REVIEW

Patient journey experiences may contribute to
improve healthcare for patients with rare
endocrine diseases

Susan M Webb 234 jarte Kristensen®, Anna Nordenstram®, Dlana Vitalff, Vincent Amodru®,
Lenja Katharina Wieha? sac Matt Bolz-Johnson®

Amsterdam Gastroenterology Endocrinology MetaboliSm  chanson & salenave, 2008
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l‘-‘J Lesson 1: Defining scope of Patient

Journey needs additional engagement
with MTG chairs ePAG & clinical - this

1 o Why f] I'St pat]ent JOurney PJ was an exception due to existing

data gathered by our network
» Relevant:

« Rare acquired endocrine disease
* Average time to diagnosis: 4 -10+ years

Clinical features and
comorbidities
« Acral enlargement

* 79 patient cases identified in Endo-ERN centres """

_i N 2 02 3 « Prominent supraorbital ridges

« Tongue enlargement
» Cardiac hypertrophy and failure
. ] « Hypertension 7
* 63 expert centres in 23 MS in MTG6 - Skin tags
« Hyperhidrosis
» Headache
» Diabetes

* Guidelines and experts exist within the Endo- ——
ERN covering 24 - Osteoarthritis

Chanson & Salenave, 2008
Fleseriu et al., 2022 Amsterdam Gastroenterology Endocrinology Metabolism



V)
2. Define Stage of Journey

Min.= 20 patients , 6 EU countries (stratified sampling strategy)

= Symptom
4 )

Timing of the steps and stages of the journey

Clinical presentation

. Needs

— Ideal support & best practice

Lesson 2: Minimum of 6 EU countries
may not be possible for baseline

creation - to achieve this for Final PJ,
the timeline needs translation steps
included for 6 languages

Mixed methods analysis

Inclusion criteria:

18 + years

» Residing in Europe

* Able to provide informed consent

« Able to communicate answers to questions
themselves or through a trusted third party
such as personal carer or legal guardian

Exclusion Criteria:

« Patients unable to communicate in one of
the study languages.

« U18 yrs / current gigantism diagnosis '+

Amsterdam Gastroenterology Endocrinology Metabolism



o Lesson 3: While validation by lots of
patients might not be possible in

English, dissemination to all countries
of English baseline yielded good

3. Engage with Community engagement.

For Acromegaly

0 Endocrine 12 220385
CONNECTIONS

REVIEW

Patient journey experiences may contribute to
improve healthcare for patients with rare
endocrine diseases

Susan 254, Jette Kri . ', Diana Vitali?, Vincent Amodru®,
Lenja Katharina Wiehe® and Matt Bolz-Johnson®
"B Sant Pau, Research Centes for Paitary Deseases, Barcelons, Spain

3Centra de Investigatian Biomédica en Red de Enfermedades Raras (CIBERER, Unidad 747), ISCII, Spain
“Department of Endotrinalogy. Hespital de la Sanka Creu | Sant Pau, Barcelons, Spain

43 patients joined project
31 gave feedback

“Depaniment of Medicine, Liniversitat Auténoma de Barcelana (UAE), Barcelona, Spain
“ePAG & Chair of Danish Addisan Patient Association, Arbns, Denimark.
“Pediatric Endaerinolagy. Aatrid Lindgren Children's Hospital, Karoknska University Hospial, Seackholm, Sweden
7ePAG & Chair SOD ITALIA - Italian Patients Organization for Septo Dpiic Dysplasia and other Neuroendocrine Conditons, Rorme, Italy

:Marseille | de la Santé edi 251, e Medi ics, Insitut Marhdaka,
Marseille, France
SEURORDIS - Rare Diseases Eurape, Paris. France

be S M webb: t

This rager forms part of 4 special series collated by European Reference Metwark on Rare Endocrine Conditions celebrating its Fifth year. The guest
‘editars for this section are Vicleta lotows, Jérome Berherat, and George Mastorakos

Abstract

P arei by EURORDIS, The Voice of Rare Disease Key Werds
health perception
patient journey
Addisan's disease

Fatients in Europe, to collect patients’ experiences; they may identify gaps and areas
deserving improvement, as well as elements positively considered by affected persons.
As with other patient-reported experiences, they can complete the clinical evaluation and

management of a specific disease, improving the often long diagnostic delay, therapy, acromegaly
patient education and access to knowledgeable multidisciplinary teams. This review congenital adrensl
discusses the utility of such patient-reported experience measures and summarises hyperplasia

the experiences of patients with acramegaly, Addison's disease and congenital adrenal

hyperplasia from different European countries. Despite rare endacrine diseases being
varied and presenting differently, feelings of not having been taken seriously by health
professionals, family and friends was a common patient complaint. Empathy and a positive
patient-centred environment tend to improve dinical practice by creating a trustworthy
and understanding atmosphere, where individual patient needs are considered. Offering
access to adequate patient information on their disease, treatments and outcome helps

to adapt to living with a chronic disease and what to expect in the B
the impact of a disease on patients’ everyday life, not only clir

R T T Y] | stage ofjourney | clcl presentationssymptoms Patientfamilyneeds 1deal utcome/support (how to
‘empowerment with patient-centred approaches to these com)| address the needs)
should be contemplated mare and more, not only for the ben|
forthe entrerealih syseer. Pre-diagnosis: Typical physical: headache, carpal tunnel sd, sweating, Two different scenarios: Listening to the patient by all
menstrual irregularity, feeling tired with less strength, involved in their healthcare ® ® ® ®
Diagnostic growth of hands, feet & tongue {determining lisping), joint - No suspicion of disease, (primary care, specialists a t a a t e r] n V] a S u rve to ] a S u S ] n a S t O r
S —— F— delay of 0.25- pains, facial changes perceived suddenly by third parties, problems thought to be consulted, nurses) who complain
' 15 years before appearance of more body hair, snoring or sleep apnea, related to stress, ageing, they are not taken seriously
correct weight gain, skin thickening, jaw growth with toothache, high weight gain or lifestyle despite knowing 'something is
diagnosis blood pressure Feeling ‘something is wrong' changes wrong'.
First symptom Psychological: insomnia, lack of concentration, less memary, - Years of repeated Increase awareness of the disease
or at diagnosis unreasonable nervousness, depression, fits of rage, consultations with no at all health levels to reach an
irritability recognition of the symptoms earlier diagnosis and prevent
as apart of the disease, irreversible changes
Less frequently described: ‘'unexplained very large placenta. determining stress and
Laryngeal ventricular hernia, change in smile impaired QoL Empathy by primary care and
prevent delays in referring
Desire to understand what is patients or organising diagnostic
going on and feel at peace tests
Fear of reaction of relatives Access to multidisciplinary expert

when disclosing the diagnosis | teams not only for diagnosis but
also far chronic follow-up
High-quality information, care
& empathy by specialised Shorten waiting list for surgery,
multidisciplinary reference which is lived as very stressful.
centres to nffer alnhal care

Create Baseline PJ culate Baseline for review Redraft based on comments Repeat 2 -3 times with redrafts Circulate for final consensus




lm Lesson 4: This process should be part of
maintenance over longer time span to

allow for updated versions to be

3 . Engage W]th COm Mu n]ty published yearly/ every 2 year basis

4. STAGES OF THE PATIENT JOURNEY

4.1. PRE-DIAGNOSIS
4.1.1 CLINICAL PRESENTATION / SYMPTOMS

Lorem ipsum is simply dummy text of the printing and typesetting industry. Lorem lpsum has been the industry’s
standard dummy text ever since the 15005, when an unknown printer took a galley of type and scrambled it to make a
type specimen book.

4.1.2 PATIENT NEEDS

. . ° Lorem ipsum is simply dummy text of the printing and typesetting industry. Lorem lpsum has been the industry’s
S] n g e p ] I I l e O ° standard dummy text ever since the 1500s, when an unknown printer took a galley of type and scrambled it to

make a type specimen book.

» Refine the key details using content analysis B ERN Patient Journey
« Highlight areas with lacking support/ gaps 4,13 Necessary Acrions

Lorem ipsum is simply dummy text of the printing and typesettin

e Min. Of 1 O reviewers per red raf t standard dummy text ever since the 15005, when an unknownp ACFOmegaly

make a type specimen book.

Text
16t September 2024

4.1.4 IpeaL OuTCOME & SUPPORT

Lorem ipsum is simply dummy text of the printing and typesettin
standard dummy text ever since the 1500s, when an unknown pr
make a type specimen book.

- Co-funded by the EU
4.1.5 BEST PRACTICE

Lorem ipsum is simply dummy text of the printing and typesetting industry. Lorem Ipsum has been the industry’s
standard dummy text ever since the 1500s, when an unknown printer took a galley of type and scrambled it to
make a type specimen book.

Create Baseline PJ Circulate Baseline for review Redraft based on comments Repeat 2 -3 times with redrafts Circulate for final consensus




l.’y Ongoing - multiple pages with

dedicated page per stage

4. Draft Patient Journey

rita

with a RareImmunological
Disorder

Apatient journey represents the entire sequence of events

that a patient given healthca S

Autoimmune 6
diseases (Al)

Autoinflammatory
disorders (AID)

Discussions with MTG6 chairs & ePAGs on
preferred format

Paediatric

Rheumatic 6

diseases (PR)

Primary

Immunodeficiencies e

(PID)

Glossary e

Disease

Draft of data into graphical structure -
PDF, handbook, video, webpage

Clinic

Early detection inici ideri uick genetic diagnosis
Challenge Y Clinicians considering Q g g

sssssss

Goal

-'.-j.‘.f.: European Genetic Tumour Risk Syndromes
ouizyy Reference | (ppy GENTURIS)
. Network

ERN RITA ; ERN GENTURIS : .
Bolz-Johnson, Meek & Hoogerbrugge, 2020 Amsterdam Gastroenterology Endocrinology Metabolism



Sample of feedback

ldeal support during follow up care:

Finding the right professionals with knowledge of Acromegaly ( dietist, fysiotherapist, etc)
,psychological support, help finding good healthcare, information about disease and
progress of the disease

Empathy - Do not

Honesty by HCP if not familiar with the surgery/ LT treatment dismiss symptoms

Holistic care - advice on pain management, how to inform dentist,
gynecologist and workplace of diagnhosis

Address fears - fears telling family, needles for treatment, fear of word ‘tumour’
/ brain tumour

Amsterdam Gastroenterology Endocrinology Metabolism



l.’y Consensus on acromegaly therapeutic
outcomes: an update (2025)

Sa m p le Of feed bac k Importance of QoL measures stressed (e.g.

AcroQOL) but no direct recommendation
to refer to a psychologist at start

ldeal support during follow up care:

Finding the right professionals with knowledge of Acromegaly ( dietist, fysiotherapist, etc)
,psychological support, help finding good healthcare, information about disease and
progress of the disease

Empathy - Do not

Honesty by HCP if not familiar with the surgery/ LT treatment dismiss symptoms

Holistic care - advice on pain management, how to inform dentist,
gynecologist and workplace of diagnhosis

Address fears - fears telling family, needles for treatment, fear of word ‘tumour’
/ brain tumour

Amsterdam Gastroenterology Endocrinology Metabolism



V)
5. Clinical review & Approval

-y -
- A

In parallel with step 4, Clinical group of experts

review final PJ version

* Via dedicated expert meeting

* At least 6 countries represented ’

Task:

* Confirm medical data & clinical stage are
accurate ‘;

* Check PJ is understandable
» Review gaps expressed by patients and how to
incorporate into care

Amsterdam Gastroenterology Endocrinology Metabolism



Lesson 5: Need input from ePAGs on

most useful format this should take

6. Put Journey into Action

i

.'.' o® Network

. & Find an e
Sl European
0% oY Reference % Endo-ERN Rare Endocrine Conditions v About Us v For Professionals v For Members v For Patients v

Implementing PJ via Clinical Practise Guideline group i
Endo-ERN's rare disease registries help to support better /. \//
global scientific research and development. One of the main* ’a
E n O - E R N goals is to implement the patient voice at the core_of \ r
[ ) research needs and the forming of guidelines. { )

\
\\
Read More

Endo-ERN News

ACTIVE: ePAG Association
GRANDIER

1. Perform comparative review of the existing CPG | ST g—
within Endo-ERN - Are all needs addressed? —

Index Existing guidelines

2. Create printable version of PJ for each member

Existing networks

Bardet-Biedl syndrome

Bardet-Biedl syndrome improved diagnosis criteria and management:

Existing guidelines and
consensus statements Inter European Reference Networks consensus statement and recommendations
Clinical Trials Dollfus, H. Lilien, M.R., Maffei, P. et al

Publications European Journal of Human Genetics, 31July 2024

3. Publish to Endo-ERN website & disseminate to

Contact
° ° o ) Read guideline on Acromegaly
l l I t I l I I ‘ “ E_laattlgrrliléllgformatlon Laurence Katznelson, Edward R. Laws, Shlomo Melmed, Mark E. Molitch, Mohammad Hassan Murad,
a a ] e VO C a C ro u S ] VO V Andrea Utz & John A. H. Wass (1 November, 2014)
Enag;iEE;EDOFtEd Outcome Journal of Clinical Endocrinology & Metabolism, Volume 99, Issue 11, Pages 3933-3951

Read guideline on Diagnosis and Treatment of Acromegaly
Laurence Katznelson, John L. D. Atkinson, David M. Cook, FACE; Shereen 7. Ezzat, FRCPC; Amir H.

4. Complete an Endo-ERN webinar detailing PJ

Amsterdam Gastroenterology Endocrinology Metabolism
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Thesis supervisors:
Alberto Pereira
Dirk Jan Stenvers

Endo-ERN patient
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Johan de Graaf
Jette Kristensen
Diana Vitali
Marta Baranska
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Project contributors:
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Survey on
psychosocial
consequences of
living with a
pituitary condition

« What are the psychosocial consequences of
people living with a pituitary condition?

« And answers the care available to the patient's
needs and are there differences in the needs of
care between the types of pituitary conditions?

Q
..}

s\ European

0
® %0 Reference <%4)>2@ ]
.0.."0. Network @m =ndo-ERN

Launched at the end of October

Available in Arabic, Dutch, English, German, Italian, Polish,
Portuguese, Spanish, Swedish, Bulgarian and Ukrainian

Greek, Slovakian and French in preparation

Suggestions for other languages welcome, but we need to
identify patient groups first

Preliminary data until next week will be used for the ENEA
Workshop in Marseille

Rest of the data will be collected until the end of February
2026 when the data is diverse enough

https://ec.europa.eu/eusurvey/runner/Psychosocial_con
sequences




First glance:

461 reactions
Mainly Germany,
Netherlands, the
US, UK and
Australia
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Meogelijk gemaakt met Bing
& pustralian Bureau of Statistics, GeoMNames, Geospatial Data Edit, Microsoft, Mavinfo, Open Places, OpenStreetMap, Overture Maps Fundation, TomTem, Wikipedia, Zenrin
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INTERNATIONAL AWARENESS CALENDAR
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28 February Rare Disease Day

8 April Cushing’'s Awareness Day

International Pituitary
Awareness Month

1-31 October

1 November Acromegaly Awareness Day
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