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Total

Full members 63

Affiliated Partners 9

Pediatric units 52

Adult units 43

Pediatric patients 33,214

Adult patients 34,777

Total patients 67,991

EU countries covered 24 



Immune Glomerulopathies
Co-Chairs: Dieter Haffner, Jürgen Floege, 
Claire Dossier

Hereditary Glomerulopathies
Co-Chairs: Beata Lipska-Zietkiewicz, 
Kalman Tory

Tubulopathies
Co-Chairs: Tom Nijenhuis, 
Gema Ariceta, Martin Konrad

Metabolic Nephropathies
Co-Chairs: Aude Servais, Elena Levtchenko, 
Japp Groothoff

Pediatric Transplantation
Co-Chairs: Julien Hogan
Burkhard Tönshoff

Pediatric Dialysis 
Co-Chairs: Claus SchmiY, Jerome 
Harambat, JusZne BaccheYa

AD structural diseases
Co-Chairs: Olivier Devuyst, Djalila Mekahli, 
Jan Halbritter

TMA
Co-Chairs: Nicole van de Kar,  
Savino Sciascia

CAKUT & Ciliopathies
Co-Chairs: Albertien van Eerde,
Ana Teixeira, Stefan Kohl

Thematic Working Groups



Knowledge Application

• Clinical Practice 
Guideline Development

• CPMS Online 
Consultation System

Knowledge Dissemination

• OrphaNet disease 
descrip?ons

• Disease informa?on

• Webinars and eLearning 
-> RD Curriculum

• Clinical exchange
programme

Knowledge Generation

• Online surveys

• Patient registries

• Research exchange
programme

• Clinical trials

• Virtual data sharing 
and networking

ERN Services to Rare Disease Community



© GeoNames, Microsoft, TomTom
Unterstützt von BingFirst Rare Disease Curriculum launched by an ERN ! 

• Class 1  from 2021 – 2023:   231 students from 59 ERKNet centres
• Class 2 from 2022 – 2024:      57 students from 26 ERKNet centres
• Class 3 from 2023 – 2025:      59 students from 22 ERKNet centres
• Class 4 from 2024 – 2027:      73 students from 32 ERKNet centres

Italy 117
Germany 53
Romania 36
Belgium 31

Spain 31
Poland 24

Netherlands 24
France 15

Sweden 14
Portugal 12

Malta 11
Slovenia 10
Ireland 7

Lithuania 5
Latvia 5

Austria 4
Greece 4

Czech Rep. 4
Denmark 4

UK 3
Estonia 3

Hungary 1
Total 418



Clinical Exchange Programme

2021-2023:  63 exchanges, 91 person weeks

- 33 young clinicians in training

- 24 senior experts

- 6 project managers

- 30 ERKNet HCPs from 17 countries involved



Congenital nephrotic syndrome EJHG 2020, 
Nat Rev Nephrol 2021

Cystinuria Kidney Int 2021

Bartter syndrome Nat Rev Nephrol 2021

Distal renal tubular acidosis NDT 2021

FSGS/SRNS post-transplant recurrence Ped Transpl 2021

Nephrogenetic diagnostics NDT 2021

Kidney dysplasia NDT 2022

Lower urinary tract obstruction Nat Rev Urol 2022

ADPKD management NDT 2022

Primary hyperoxaluria Nat Rev Nephrol 2023

Lipid apheresis in children Atherosclerosis 2024

Bardet-Biedl Syndrome EJHG 2024

Tuberous Sclerosis Complex Nat Rev Nephrol 2024

Methylmalonic acidemia Kidney Int Rep 2024

Nephrogenic diabetes insipidus NDT in press

✅ Published
Dent Disease NDT under revision

Alport NDT under revision

CV evaluation & management in ped CKD Paper in preparation

ARPKD Paper in preparation 

ACEi/ARB in ped CKD Paper in preparation

Monoclonal gammopathies of renal significance Paper in preparation

Williams Beuren Syndrome Paper in preparation

Lowe Syndrome Paper in preparation

KRT initiation:  strategic choices, modalities, 
timing, shared decision Paper in preparation

Megaureter Literature screening

Renal hypomagnesemia Literature screening

Nephrocalcinosis Literature screening

Postnatal PUV in planning

VUR in planning

⚙ In development
ERNet Guideline Development



Guidelines: 
• ERKNet guidelines
• ERKNet endorsed guidelines
• Short cut to recommendations
• Full text
• Search function

Decision pathways: 
• 7 algorithms integrated to date
• More to be extracted/developed

Calculators: 
• Tubular function tests
• Acid-base disorders
• Urinary solute ratios
• eGFR

Guideline Mobile App







www.patients.erknet.org

ERKNet Disease Informa?on Brochures



ERKNet Disease Information Brochures



• Active patient participation in Working Groups, 
Task Forces, ExCom, Network Board, Registry Board 

• Patient Disease Brochures: 
Patients co-write and review documents

• Webinars: Patient‘s voice

• Patient Journeys: 12 documents produced by ePAGs

• Guideline Projects: Obligatory patient involvement

• Patient website:
Specific contents, news and events for patients

• Regular ePAG Feedback Sessions

• Patient Experience Survey

• Patient Initiated Research Projects

Multi-Level Patient Participation



‘ERKy-GPT’

• Semantic AI tool for quick online consultations

• Knowledge base: Ped Neph textbook, Clinical Practice Guidelines, patient brochures...   

• Beta testing by patients and healthcare professionals: 
Answers too scientific and not sufficiently patient-friendly

à Expanded inclusion of patient-related peer-reviewed documents 



• Centralized online registry

• 26,000 patients enrolled since 1/2019 
at 80 specialized units in 24 countries

• 100 new patients added per week

• Annual follow-up achieved in 75%
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Patient Cohorts for Clinical Research



Disease-specific datasetCore dataset

JRC Common Data Elements 
for Rare Diseases

Diagnostic Information 
(imaging, genetic screening, 

histopathology, immunology)

Treatment modality, 
kidney function, blood pressure, 

height, weight

Key performance and
outcome indicators; 

drug treatment

Longitudinal data collection (annual updates)

Basic data collection

Data Capture



Time from First Symptoms 
to Diagnosis
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Disease Outcome Informa1on
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Standard of Care Information
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Information on Guideline Adherence

RAS Inhibitor Treatment by Proteinuria in IgA Nephropathy 
Last observaXon, 700 paXents with CKD stage 1-4
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Continuous Key Performance Indicator Monitoring



• Brokerage function: Central office identifies patients, informs HCPs and puts them in contact with company
• Company A: Alport Trial – analysis completed 
• Company B: C3G trial – analysis completed
• Company B: IgA Nephropathy trial – envisioned
• Company B : atypical HUS trial – unfeasible
• Company B : SLE nephritis – envisioned
• Company C:  Idiopathic NS – envisioned

• Request for data access: Provision of aggregated demographic and clinical data
• Company C: aHUS – Report completed
• Company B: C3G/IC-MPGN – Analysis ongoing
• Company D: AMKD and ADPKD analysis – Analysis and survey ongoing
• Company E: Cystinuria subregistry – in negotiation
• Company F: Genetic podocytopathies – in negotiation

• Development of sub-registries on ERKReg platform for prospective data (natural history / SoC studies)
• Compcure: C3G/MPGN cohort study – ongoing
• Company G: Stone subregistry – ongoing, contracting in process
• Companies H/I: Pediatric chronic kidney disease cohort study – in negotiation
• Companies J/B: IgA Nephropathy – in negotiation
• Company F: Genetic podocytopathies – envisioned 

Interactions with Commercial Researchers



• Center administration
• Disease demographics
• Trial cohort information

• Monitoring of guideline
adherence, performance
and outcome Indicators

• Genotype-phenotype information

• Natural history information

• Best medical practice information

ESPN:
dRTA

EuroCys:
Cystinuria

Bar5er/
Gitelman

CompCure
C3G /
MPGN

IgAN/IgAVESPN:
Ped SLE

esCapeKD
Cohort
Study

Ped ANCA 
vasculitis

Modular Extensions: Disease Specific Sub-Registries



ERKNet Digital Histopathology Archive
• In collaboraHon with nephropathologists serving ERKNet centers
• PlaJorm for upload of digitalized slides established 
• Aims:   Large case collecHons for classificaHon studies 

Empowerment of innovaHve AI approaches



Capture of Genetic Information



Genetic Testing Rate by Country 
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Genetic Testing by Disease Group
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Testing Rate by Disease Group
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Positive Testing Rate by Disease Group
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Genetic Testing: Laboratory Turnaround Time
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Most Common Causative Genes

SLC12A3 214
PKHD1 195
NPHP1 129
SLC3A1 119
CTNS 118
AGXT 104

ATP6V0A4 98
ATP6V1B1 89

NPHS1 83
NPHS2 71
CLCNKB 68
SLC7A9 60
COL4A3 42
COL4A4 39

COL4A5 553
GLA 189

PHEX 85
CLCN5 75
AVPR2 71
OCRL 51

AD
47%

AR
36%

XL
17% PKD1 1153

HNF1B 323
PKD2 260
COL4A4 178
COL4A3 165
TSC2 96
WT1 79
UMOD 60
PAX2 56
CFH 46



Observational study on epidemiological data in STEC-HUS patients reported in ERKReg
N.vandeKar, Nijmegen & ERKReg Coordination Center

Presentation and early outcome in juvenile Lupus nephritis (ERKReg + subregistry data) 
M.Vivarelli, Rome & ERKReg Coordination Center

Characterization of clinical courses of patients with kidney hypoplasia/dysplasia
S.Kohl & M. Liebau, Cologne & ERKReg Coordination Center 

Genetic variant Interpretation and validation of ERKReg data 
J. van der Velde & A. van Eerde, Groningen/Utrecht & ERKReg Coordination Center 

Genotypic and phenotypic characterization of patients carrying SLC4A4 variants 
causing isolated or syndromic proximal RTA 
F. Petzold, Leipzig

New: ERKNet Research Exchange Programme
First 5 funded projects 2024/25:



Thank you!


