
9.45-10.00 coffee break 
 
10.00-11.00  
Work Packages  
  
10.00-10.35  
Implementation (7’ per RDWG Chair) 
  
HHT - Claire Shovlin 
HTAD - Julie De Backer 
MSA - Leema Robert 
PPL - Robert Damstra 
VASCA - Miikka Vikkula  
 
10.35-11.00 Q&A, sharing best practices & 
inter-RDWGs projects 
 
11.00-11.15 Q&A and approval by the 
Board 
 
 
https://vascern.eu/what-we-do/  
 

https://vascern.eu/what-we-do/
https://vascern.eu/what-we-do/
https://vascern.eu/what-we-do/
https://vascern.eu/what-we-do/
https://vascern.eu/what-we-do/
https://twitter.com/vascern
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Hereditary haemorrhagic  
telangiectasia (HHT) 

First, a reminder of what we had achieved by the 2019 VASCERN Days 

>1,200 views for each of our three HHT videos, >12,000 views combined 

 An Overview of Hereditary Haemorrhagic Telangiectasia https://youtu.be/z2gALD8xSNE                   (9,067 views since 23 Jan 2018 upload) 

 What an ENT doctor needs to know about HHT and why https://youtu.be/k2V92g87NhE                     (2,274 views  since 23 Jan 2018 upload) 

 HHT from VASCERN HHT: An Introduction to Hereditary Haemorrhagic Telangiectasia                          (1,329 views since 8 March 2019 upload) 

https://www.youtube.com/watch?v=0YjWf7Agn40&feature=youtu.be  

VASCERN-HHT Year 2-3 Outputs 

3rd pill of knowledge 

And preparing Year 4 Outputs 

https://youtu.be/z2gALD8xSNE
https://youtu.be/k2V92g87NhE
https://www.youtube.com/watch?v=0YjWf7Agn40&feature=youtu.be
https://www.youtube.com/watch?v=0YjWf7Agn40&feature=youtu.be
https://www.youtube.com/watch?v=0YjWf7Agn40&feature=youtu.be
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2020 A: REGISTRY PREPARATION: SELECTION OF CIROCCO 
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2020 B: COVID-19 Statement, March 2020 
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2017 2018 2019 2020 estimate 2020 

est. no 

Period with no new 

cases 

Now able to see new 

cases? 

Usual patient 

willingness to be seen 

Clinical 

research 

Odense University Hospital 29 46 39 similar 39 Mar-early May 
Yes- expect catch up by 

Sept/Oct 
No Yes 

University Hospital Essen 52 40 66 ~20% down 66 Mar-early May 
Yes- expect catch up by 

early 2021 
No Yes 

Azienda Ospedaliero-Universitaria 23 22 22 >80% down 4 March onwards No No No 

Maggiore Hospital, ASST Crema 102 126 107 >80% down <20 Feb onwards No No No 

Hammersmith Hospital, Imperial College 

Healthcare NHS Trust London 
159 118 217 

>80% down unless count tele-

consultations 
~40 

Late March 

onwards 

(2 of 4- Y, 3rd to start Oct 

2020) 
No No 

St. Antonius Hospital  145 156 94 ~20% down 74 Mid Mar-mid May 
Yes -expect 2 month loss 

for year 
No Yes 

Hospices Civils de Lyon 82 80 84 ~20% down 69 Mid Mar-mid May 
Yes -expect 2 month loss 

for year 
No Yes 

              

OVERALL 679 686 726 ~60% DOWN  <312         

A reminder of the devastation wrecked by COVID-19 on the HHT WG HCPs…… 

New patients seen:  
679  

New patients seen:  
686  

New patients seen:  
726  

Predicted  
312  

Missing 
60% 
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2020 C: Neurovascular-led Position Statement on cerebral screening in HHT 
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First, we summarised the published literature on prevalence and bleeding risk in 6 different types of vascular abnormalities 
encountered in people with HHT, and in general population. 
- See Eker et al OJRD 2020 Table 2 

 
 

 
 

 
 
 

Second, the neurosurgical and neurovascular intervention Lead authors provided a discussion on the treatments available, 
including risks and benefits. 

Third, we summarised published and unpublished data from across the VASCERN HCPs, including genotype distinctions, and 
according to how the vascular abnormalities were classified  
-See Eker et al OJRD 2020 Table 3 

Fourth we generated statements with 100% consensus from the VASCERN HHT Clinicians: 
 

At least 6 of the 8 HCP Leads were able to share not only academic experience but also decades of discussing these 
critical decisions with patients  
- Individually (hundreds per HCP Lead), and  
- at Patient Meetings.   
This enormously wide experience was what allowed 100% consensus to be reached  
amongst the HHT clinicians. 
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1. If neurological symptoms, or malformation found 
accidentally 
 

2. The current evidence base does not favour the 
treatment of unruptured AVMs 
 

3. Individual situations and  conflicting advice from 
non neurovascular experts 
 

4. Before any scan, informed, pre test review of the 
latest evidence  
 
 

Manage as in general neurological and emergency care 

Cannot be used to support widespread screening of asymptomatic patients 

All HHT patients should have the opportunity to discuss knowingly brain 
screening issues with their HHT healthcare provider, including informed choice 
of scan  

a) Regarding potential efficacy 
b) Explicitly stating possibility of harm  
due to detection of, or intervention on, a vascular malformation that would not have caused 
any consequence later in life. 
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telangiectasia (HHT) 

Fifth and finally,  we summarised current practice across the ERN HCPs: 

More Homogeneous than people think 
 
Huge difference between discussing for all 
and recommending a screening scan to all 
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2020 D: Six HCP LEADS and ePAG CoCHAIR PARTICIPATED IN INTERNATIONAL HHT GUIDELINES 

Topics in keeping with our 2017 Survey: 

2nd International HHT Guidelines Topics, 
and VASCERN representation on each panel: 
 
• Nosebleeds (epistaxis) Geisthoff (D) 
• GI bleeding Sabba (I) 
• Anaemia   Shovlin (UK) 
• Hepatic AVMs  Buscarini (Italy, Chair) 
• Children  Mager (NL, Chair) 
• Pregnancy Dupuis Girod (F) 

  Crocione (ePAG) 
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2020 E: Other highlights 

Despite COVID 
 
We managed a further 7 meetings in first 10 months of 2020   

Meeting number Date 
#34   27th  January 2020 
#35    28th  February 2020 
#36  20th  March 2020 
#37  2nd June 2020 – in place of Face to Face in Lyon 

#38  24th July 2020 
#39  25th Sep 2020 
#40  22nd -23rd October 2020 - VASCERN Days 
 
  -several topics and cases prioritised for discussion 



Vascern HTAD WG 
 
Julie De Backer, HTAD 
WG Chair 
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WP4 Sharing of experience: discussion of difficult clinical cases 

WP5 Patients Pathways: improvements and updates 

WP6 Mobile Application 

WP7 Pills of Knowledge 

WP8 Registries 

WP9 Clinical trials & Research 

WP10 Availability of videos on YouTube 

WP12 Definition of clinical outcomes 

WP13 Writing Clinical Practice Guidelines 

WP14 Do’s and Don’ts factsheets 

Monthly Calls – 1-2 Cases 

Version 2.0 – Under review 

Criteria for inclusion discussed 

5 completed by the end of this year 

HTAD Database under development - ROPAC 

2 Research studies ongoing 

E3 summit 

2 projects – in progress 

1 proposal 

2 available 



VASCERN-Days 2020 
 

Vascern PPL-WG 
22-10-2020 

 
Robert Damstra 

PPL WG Chair  
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WP4 Sharing of experience: discussion of difficult clinical cases 

WP5 Patients Pathways: improvements and updates 
 
 
 
 
 
 

WP6 Mobile Application 
 
 
 

WP7 Pills of Knowledge 
 
 
 
 
 

WP8 Registries 
 
 

 
Monthly Calls – 1-4 Cases + CPMS: New affiliated 

member from Slovenia 
 

General pathway: Published 
 Algorithm will be made 

specific pathways proposal 
 
 

Criteria for inlcusion discussed 
 

Movie from Portugal with personal experience patient 
More patients journeys We now have 4: overview PPL; 

compression in PPL; cellulitis / erysipelas in PPL 
6 items have been put in a patient friendly video in 

several langauges 
 
 

FAIR registry test side 
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WP9 Clinical trials & Research 
 
 
 
 
 

WP10 Availability of videos on YouTube 
 
 
 
 
 
 
 

WP12 Definition of clinical outcomes 
 
 
 

WP13 Writing Clinical Practice Guidelines 
 
 
 
 

WP14 Do’s and Don’ts factsheets 
 
 

 
 

13 items: Adjustments by patients with more same style of 
language and more patiënt based 

 
 
 

 
 
 
tuberosus sclerosis and lymphedema   
bariatic surgery: NS and St. Georges 
multicenter trial: primary genital lymphedema review 
VEGF lymphatin in Milroy: controlled+ comparative study 
MR-lymphography with VASCA group  

 
 
 

 
Proposal for 3 webinars: 

-Research and genetics / infections / surgery and PPL  
 
 

 
3 members joined the ERN-ITHACA for European guideline for 

Phelan-McDermid syndrome (lymphedema part)  
 
 

 
From the clinical outcome we generated a core minimal dataset 

 



VASCERN-Days 2020 
 

Vascern VASCA-WG 
22-10-2020 

 
Miikka Vikkula 

VASCA WG Chair  
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 The European Reference Network for Rare Vascular Diseases (VASCERN):  

VASCA-Working Group – towards Better Management of Vascular Anomaly Patients 

Miikka Vikkula, Leo Schultze Kool, Alan Irvine, Päivi Salminen, Nader Ghaffarpour, Andrea Diociaiuti, Jochen Rössler, C.T. van den 

Bosch, Eulalia Baselga, Anne Dompmartin and Laurence Boon 

VASCERN virtual Days 22-24/10/2020 

* 7 full centers 

* 2 collaborative centers 

* 14 applications for new full HCPs 

evaluated 2020 
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- Define patient pathways  

- Clarify coding (Orphanet, ICD) 

- Set up a Virtual FAIR-based Registry  

- Make Educational YouTube Videos 

- Generate Pills of Knowledge (POK) to be distributed e.g. via ERN website 

- Define clinical outcomes / outcome  measures  

- Elaborate Do’s and Don’ts Factsheets 

- Write Recommendations / Expert opinions 

- Organize Training, Help new Centers to be established 

- Set-up Clinical Trials & Research Projects 

- Discuss difficult cases using CPMS (secured Clinical Patient Management System) 

 

Objectives 
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- Discuss difficult cases using CPMS (secured Clinical Patient Management System) 

 

Objectives 

✔︎ 
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Results 

PURPOSE: Capillary malformations (CM) are a large group of vascular malformations with many clinical phenotypes and genotypes They
may also be part of complex syndromes. Initial diagnostic workup for CM depend on recognition of the clinical phenotype. In order to
guide patients and physicians in the evaluation of CM, the working group VASCA-WG within VASCERN (https://vascern.eu/) a European
network for Rare Vascular Diseases has elaborated a CM patient pathway.

METHODS: A CM pathway was drafted by the Collaborating Center of Barcelona and discussed within the VASCA-WG monthly virtual
meetings and finalized on a face-to-face meeting.

RESULTS: The pathway starts from the clinical suspicion of a capillary stain and recognition of patterns: 1) Multiple oval/round small
lesions +/- white halo; 2) Multiple oval/round, small, prominent, dark red with microcephaly; 3) Linear/reticular with skin atrophy; 4)
Warm/rapid-refill/pulsatile stains; 5) Pink to red-purple larger macules, distinguishing those affecting the face ( forehead or other) and
elsewhere. For CM on trunk/ extremities recognition of overgrowth or undergrowth further guides diagnosis and management.

CONCLUSIONS : The VASCA working group of VASCERN, a network of the 9 Expert Centers, has led to a consensus statement Patient
Pathway for CMs. This Pathway should help clinicians and patients in the management of CM. This pathway is available on the VASCERN
web-site (http://vascern.eu/).

Figure 1 – CM on face. 
a) Forehead, r/o SWS; 
b) lower lip, r/o CLAPO

Capillary malformation (Vascular stain) Diagnostic Work-up

Multiple oval to 
round small lesions 
+/- peripheral halo 

Family history of 
similar lesions 
Fast flow lesions

Linear or 
reticulated purple 

stain with skin 

atrophy 

• Consider baseline cranial and
spinal MRI to check for AVM
• Germline genetic testing

• Doppler ultrasound
and sometimes MRI 
to confirm fast-flow

Capillary
malformation-
arteriovenous

malformation
(CM-AVM)

Arteriovenous
malformation 

(AVM )

Pink to red-
purple larger 

macules 

Warm, pulsatile 
stain with bruit

Cutis marmorata
telangiectatica

congenita

(CM TC)

see part B

Microcephaly
Multiple oval to 
round, small, 

prominent, 
dark red lesions 

Microcephaly
capillary

malformation 

syndrome (MIC-CAP)

• Neurology
• Germline genetic testing

STAMBPRASA1, EPHB4

Part A

Management/Treatment of Capillary malformation (Vascular stain)

Capillary
malformation-
arteriovenous

malformation
(CM -AVM)

Consider 
repeated cranial 
and spinal MRI 

at puberty

Doppler ultrasound 
and/or MRI of any 

suspected AVM

Response to 
and safety of 

laser not 

known

Germline
genetic testing

Sturge-Weber 
Syndrome

Ophthalmology 
at regular 

intervals 

Annual neurology 
and repeat cranial 

MRI if symptomatic 

Consider acetylsalicylic acid or 
prophylactic antiepileptic drugs if 

severe leptomeningeal involvement

Consider early 
laser

Facial  capillary
malformation (Port-

wine stain) w/o 

Sturge-Weber 
Syndrome 

Consider early 
laser

CLAPO syndrome
Check for oral or neck lymphatic 
anomalies and facial overgrowth. 

Consider somatic Genetic test

Consider early 
laser

M icrocephaly
capillary

malformation 

syndrome (M IC-CAP)

Refer to 
neurologist

Treatment of 
AVM (refer to 
AVM pathway)

Page 1

Nevus simplex 
(salmon patch)

Consider  laser 
if persistent 

after 2-3 years

Orthopedics
Consider somatic 

genetic test

Cutis marmorata
telangiectatica

congenita

(CMTC)

Overgrowth
Syndromes

Localised or diffuse 
capillary malformation 

with overgrowth 

(DCMO)

Megalencephaly-
capillary

malformation (MCAP) 

KTS, CLOVES or           
PROS not otherwise

specified,

Proteus syndrome

Consider  spinal ultrasound (<6 months) 
or MRI (>6 months) of lumbosacral area 

in case of other signs of dysraphism

Consider late laser, if 
persistent. 

Results are variable. 

Refer to the VASCERN Combined 
and Syndromic Vascular 

Malformation Patient Pathway

Clinical evaluation TreatmentInvestigationsLEGEND: Genes

Page 2

a)

b)

Figure 2 - CM on 
extremitis and 
Overgrowth + lateral
vein + lymphatic
vesicles r/o KTS

ACKNOWLEDGEMENTS: This project has been supported by the European Reference Network on Rare
Multisystemic Vascular Diseases (VASCERN) - Project ID: 769036, which is partly co-funded by the European
Union within the framework of the Third Health Program “ERN-2016 - Framework Partnership Agreement
2017-2021." More information available at: https://vascern.eu

Face Elsewhere

Lateralized or 
bilateral +/-
midline separation

Frontal +/- upper 
eyelid

YES NO

OR

ABNORM AL NORM AL

see part C

Lower lip

Check for oral/neck 
lymphatic anomalies 
and local overgrowth 

CLAPO 
syndrome

Non-syndromic
capillary

malformation 
(Port-wine stain)

Sturge-Weber 
Syndrome

• Early referral to ophthalmology 
and neurology 
• Cranial MRI at 1 year of age or if 
symptomatic

Regular ophthalmological 
check up 

Central face 
(glabella, philtrum)

Macrocephaly

NOYES

Nevus simplex 
(salmon patch)

• Cranial MRI
• Neurology

• Mosaic genetic testing

M egalencephaly-
capillary malformation 

(M CAP) 

Pink to red-
purple larger 

macules 

Not V-shaped, 
atypical, 
darker and 
wider

PIK3CA

PIK3CAGNAQ

GNAQ

Part B

Trunk/Extremities
Vertex, nape, 

lumbosacral area

Overgrowth

OR

Nevus simplex 
(salmon patch)

Klippel-
Trénaunay
syndrome 

(KTS)

Proteus
syndrome

CLOVES or
PROS not otherwise

specified

Localized or 
diffuse capillary 

malformation 
with overgrowth 

(DCMO)

Megalencephaly-
capillary

malformation 
syndrome (MCAP) 

MacrocephalyNo other 
abnormalities 
but may have 

digital 
abnormalities

Cerebriform connective tissue nevus
+/-Other vascular malformations

Hypotrophy
Scoliosis

Digital abnormalities

Digital abnormalities
Scoliosis

Epidermal Nevus

Lipomatosis
Other vascular 

malformation(s)

Lateral marginal veins
Lymphatic vesicles

+/- Venous 
malformations

+/- Lymphedema

Non-syndromic
capillary malformation 

(Port-wine stain) 

Elsewhere

Hypotrophy

Capillary 
malformation with 

hypotrophy
Normal growth

GNAQ, 
GNA11, 
PIK3CA

PIK3CA PIK3CA
PIK3CA

AKT1

GNAQ

Part C

The European Reference Network (ERN) for Rare Vascular Diseases (VASCERN):  

VASCA-Working Group – Capillary Malformation Patient Pathway 

Baselga E, Boon L, Diociaiuti A, Dompmartin A, Dvorakova V, El Hachem M, Ghaffarpour N, Irvine A, Kapp F, Kyrklund K, Rößler J, Salminen P, van den Bosch C, van der Vleuten C, Schultze Kool L, 

Vikkula M 

https://vascern.eu/what-we-do/patient-pathways/#1472739978584-12bb752c-4524 

https:///
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Results 

Patient Pathway for the Management of Lymphatic Malformations (LMs): A European Reference  

Network (ERN) collaboration by the Vascular Anomalies (VASCA) Working Group of VASCERN 

Ghaffarpour N, Baselga E, Boon L, Diociaiuti A, Dompmartin A, Dvorakova V, El Hachem M, Irvine A, Kapp F, Kyrklund K, Rößler J, Salminen P, van den Bosch C, van der Vleuten C, Schultze Kool L, Vikkula 

M 

PURPOSE: Lympha c malforma ons (LMs) are part of vascular anomalies. They are rare congenital malforma ons caused by an abnormal development of 
lympha c vessels and classified according to the Interna onal Society for Study of Vascular Anomalies in macrocy c, microcys c and mixed lesions and also 
encompass the complex mul systemic LMs such as GLA, GSD, CCLA. The aim of this work was to dra  a pa ent pathway for the management of LMs.

METHODS: By the ini a ve of the European Commission, European Reference Networks (ERNs) have been established. They are composed of experts and pa ent 
representa ves in 24 fields of rare diseases. Rare vascular diseases have been iden fied as one of the fields requiringdedicated working groups (VASCERN). VASCA-
WG is the working group for vascular anomalies. Establishing clinical pathways for pa ent management for several vascular anomalies including LMs, Venous 
Malforma ons, Arterio-Venous Malforma ons, Capillary Malforma ons and Rare Infan le Hemangiomas has been priori zed. Each pa ent pathway was 
presented as a dra  by a chosen lead expert to the joined VASCA-WG on monthly video conferences and finalized during a bi-annual face-to-face mee ng.

RESULTS: The layout of the LM pa ent pathway is in concordance with other pa ent pathways of the VASCA-WG with color-coded boxes (Clinical evalua on, 
suggested inves ga ons, treatment op ons, associated genes and par culari es). The LM pathway gives guidance on when to consider different subtypes of LMs, 
on appropriate diagnos c approaches, treatment op ons and on causa ve muta ons.

CONCLUSIONS : The pa ent pathway for LM is an expert opinion statement reflec ng strategies and recommenda ons for the management of LMs. It is 
preferable that pa ents are evaluated, and re-evaluated post treatment within expert, mul disciplinary teams. Pa ent pathways are not only important tools for 
the referring physicians and the expert mul disciplinary teams dealing with the rare diseases, but also for pa ents having the diseases to be informed on what to 
expect from the healthcare system. The LM pathway is available on the VASCERN web-site ( h p://vascern.eu/ )

Possible clinical signs or symptoms :
• Prenatal detection of a cyst
• Onset most often in early childhood
• Gradual swelling of a (subcutaneous) non-solid, non-compressible mass
• Bluish hue on the skin
• Vesicles 
• Recurrent lymph leak/oozing/ bleeding
• Frequent skin infections and inflammations in the mass
• Protein loosing enteropathy / pleural- pericardial or abdominal fluid effusion or cysts
• Most often no pain
• Incidental finding
• Edema

• Doppler ultrasound to confirm diagnosis & exclude flow in the lesions
• MRI if diagnosis unclear or prior to surgery or sclerotherapy
• CT if suspicion of bone involvement (Gorham-Stout disease)
• Lymphatic scintigraphy if suspicion of lymphedema
• Mucosal investigation with endoscopy
• Lymphangiography if suspicion of channel type LM or pleural-, pericardial- or 

peritoneal chylus effusion
• Coagulation work-up (Chronic localized intravascular coagulopathy?) Kasabach-

Merritt Phenomenon (KMP)
• Biopsy or FNAC occasionally needed for differential diagnosis *

Simple /
Common LM

Channel type 
LM

Suspected lymphatic malformation

LM in Gorham-
Stout disease 

(GSD)

Syndromic
(i.e. PROS) 

LM as part of 
Generalized lymphatic anomaly (GLA) 

and Kaposiform Lymphangiomatosis (KLA) 

Primary lymphedema

Please see pathway for 
Syndromic vascular 

malformations 

Please see pathway 
from VASCERN PPL-WG

*Histology is helpful for

differential diagnosis :
LMs are composed of thin-
walled, dilated irregular channels

which often appear empty or
contain pale eosinophilic

amorphous material.
Superficial LM may be associated
with overlying epidermal

hyperplasia and hyperkeratosis.
Immunostains for lymphatic

markers are helpful in
differentiating LM from other
malformations.

PROX1, VEGFR-3, D2-40
(podoplanin) and LYVE-1 all label

lymphatic endothelium.
* Cytology and cyst chemistry is
used to rule out cysts of other

origin such as pseudocysts from
parenchymal organs

Somatic PIK3CA mutation is 
associated with most LM

GLA with mixed LM: A) Post-natal clinical view; B) MRI imaging; C) Clinical result after surgery
and sclerotherapy

A CB

Lymphatic malformation: M anagement/Treatment Overview

Micro cystic LM

Macro cystic LM

Mixed LM

GLA/KLA/GSD

Channel Type LM 

• Reduce risk of infections and inflammations
• Treat oozing, bleeding and causes of protein loss
• Reduce risk of compromise of vital function if sudden

swelling occurs in the malformation, protect vital
functions

• Improve quality of life and treat malformation which
give psychosocial burden to the patient

All LM

Overall treatment options are:
Watchful waiting, compression garments, antibiotics,
corticosteroids, sclerotherapy, surgery and Sirolimus. The
decision must be made within multi-disciplinary teams
with good knowledge of all treatment modalities, the
treatments must be re-evaluated regularly

In case of signs of infection, always
start early with antibiotics.
Consider corticosteroids after
systemic bacterial infection has
been ruled out.

M icro cystic LM

Macro cystic LM

Mixed LM

GLA/KLA

Channel Type LM

• Sclerotherapy often first line of 
treatment: OK-432, Bleomycin, 
Doxycyclin etc)

• Consider primarily surgery if excision 
can be made or after more than four 
attempts of unsatisfactory 
sclerotherapy sessions

• Antibiotics due to 
recurrent infections.

• Topical corticosteroids 
• Surgery if excisable lesions. 
• Consider sclerotherapy  

(Bleomycin)  
• Consider Sirolimus 

• Coagulation work-up prior to treatment. Associated with 
higher risk of Chronic Localized Intravascular 
coagulopathy (LIC) and Kasabach Merritt Phenomenon 
(KMP)

• Consider surgery prior to sclerotherapy when 
malformation is in contact with vital structures and 
functions.

• Consider Sirolimus if there are contraindication to other 
treatments  

• Consider MR lymphangiography and embolization 
treatment

• Dietary adjustment to lower chylus
circulation

• Consider MR lymphangiography - a 
new emerging diagnostic tool which 
opens new treatment options - and 
embolization treatment

Specialized treatments per type of LM:

Common management LM:

Overall treatment strategy:

Suspected 
lymphatic 

malformation

Lymphatic malformation: Diagnosis, M anagement and treatment (Simple LM, Common LM)

1) Ultrasound/ Doppler :
- No flow in cysts?
- Size of cysts?
- Involvement of deeper tissue and relation to vital structures?
2) MRI if suspicion of extension to vital structures and organs, and/or prior to treatment
3) Mucosal investigation with endoscopy if signs of protein losing enteropathy

see part B

Common Microcystic LM

If signs of local infections / cellulitis or septicemia start with systemic
antibiotics and consider short term of glucocorticoids

Watchful waiting if no symptoms, no risk of relevant physical
complications nor psychosocial impairment

Common  Mixed LMCommon Macrocystic LM

Localized lesions, limited to the skin, subcutaneous tissue or mucosa Diffuse and extensive lesions, verified deep extension or fluid 
/lymph effusions in deep cavites on MRI

Somatic PIK3CA mutation?

Therapeutic options, depending
on the characteristics of the lesion
and the multidisciplinary team
decision, treatments require
re-evaluation regularly

Sclerotherapy, first line of treatment for most LM. OK-432, Bleomycin,
Doxycycline depending on cyst type and location.
May require several treatment sessions.

Surgery, If the lesion is considered resectable, part of a debulking
procedure or after several (>4 sessions) attempts of insufficient
sclerotherapies.

Laser, in case of oozing vesicles in skin or mucosa

Sirolimus, if other treatment options are considered inadequate.

Part A

MRI to evaluate relation to 
vital structures and organs 

and prior to surgery or 
sclerotherapy

Lymphatic malformation: Management and treatment (Diffuse and extensive LM)

Treatment options are:
1) Dietary adjustments to reduce chylus circulation 
2) Watchful waiting if no symptoms and no risk of complications to vital functions if sudden swelling occurs. 
3) Sclerotherapy if no risk of complications to vital structures, first line of treatment in macrocysts including limited bone cysts.
4) Consider surgery when indication is to protect vital functions if sclerotherapy requires several sessions with high risk of 

prolonged intensive care. 
5) Consider lymphangiography with embolization in case of evidence of lymph flow obstruction or lymphatic leakage or reflux
6) Low molecular weight heparin if haemostatic disorder and recurrent bleedings
7) Consider Sirolimus, if surgery or sclerotherapy is not possible or safe.

Gorham Stout disease 
(GSD), GLA phenotype 
with bony involvement

CT for investigation
of bony involvement

Somatic PIK3CA / germline ARAF / somatic NRAS mutations ?

Kaposiform Lymphangiomatosis (KLA)
GLA phenotype associated with
coagulation disorder such as
Kassabach M errit Phenomenon

Channel type LM , LM s part of the
central conducting lymphatic vessels
associated with lymphatic shunts or
chylus reflux

Generalized Lymphatic Anomaly (GLA)
M ixed- and macro cystic LM not limited
to the subcutaneous tissue with deep
expansion, lymphatic/chylus leak into
pleura, pericardium or the peritoneal
cavity

Diffuse and extensive lesions, 
verified deep extension or fluid 

/lymph effusions in deep 
cavites on MRI

1) Blood work, with heamostatic/ coagulation evaluation
2) Consider MRI lymphangiography to evaluate lymphatic shunts and chylus reflux

Always individualized treatments tailored to
reduce risk of life threatening complications,
improving life quality including prevention of
psychosocial impairment.

Part B

a
b 

c	 d 

a
b 

c	 d 

a
b 

c	 d 

a
b 

c	 d 

Macrocystic LM

Pre-treatment clinical 
view

MRI imaging

Post-sclerotherapy
clinical results

Ultrasound guided 
needle puncture (arrow)

https://vascern.eu/what-we-do/patient-pathways/#1472739978584-12bb752c-4524 

https:///
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Results 

Sporadic Unifocal
Majority of VMs
No family history

Sporadic Multifocal
Less compressible
Number increases with time
No family history

Genetics : 
somatic = mutation 
only in affected tissue (need biopsy)

Somatic TEK or 
PIK3CA

• One large VM at birth
• Multiple small blue-to-purple “rubbery blebs” 

disseminated in entire body including GI tract, 
evolving over time

• Sometimes subcutaneous, mucosal or hyperkeratotic 
lesions typically on palms and soles

• Anaemia

Small bluish or skin coloured lesions, involving 
skin, mucosa or sometimes muscle

Hard bluish nodules
Hand and foot deformities
No coagulation abnormality

Somatic TEK

Somatic TEK

Somatic IDH1 and 2

Sporadic Multifocal 
Venous 
Malformation

Blue Rubber Bleb 
Nevus Syndrome 
(BRBN) 

Maffucci syndrome

For all types of VMs
Evaluate : Pain, aesthetic 
and functional risk

For all types of VMs
Coagulation status (D Dimer, fibrinogen) 
MRI : 
- if treatment is considered

- to anticipate complications
- to characterize the VM: size and extent 
(e.g. muscles, joints, bones, organs)
- if genital or perineal location MRI of the 
pelvis to rule out internal vascular 
malformation

Anaemia : GI endoscopy

X Ray hands and feet : enchondroma

A

B

1

2

3

Single or multiple hyperkeratotic
papules; can enlarge ; mainly on extremities (legs++) 

Somatic MAP3K3

Verrucous Venous Malformation (VVM)5

4

Sporadic Unifocal  
Venous 
Malformation

Familial Multifocal  
Small lesions
Less compressible
Number increases with time
Family history

Combined and/or Syndromic

Genetics: germline mutation : blood test 

Dark blue or purple papules
Often hyperkeratotic, Not 
painful on palpation
Seizures, headaches, cerebral 
hemorrhages,focal neurological 
deficit.

Dark blue or purple plaques, 
nodules
Superficial skin lesions 
Painful on palpation
No coagulation abnormality

Digital anomalies
Epidermal naevi
Hypertrophy / overgrowth or Hypotrophy
Lipomas
Macrocephaly
Neurological anomalies
Other Vascular malformations

Germline Glomulin

Germline KRIT 1/CCM1

Glomuvenous 
Malformation 
(GVM)

Hyperkeratotic 
Cutaneous 
Capillaro-Venous 
Malformation
(HCCVM) 

Klippel-Trénaunay, CLOVES, Proteus, PHTS

For all types of VMs
Evaluate : Pain, aesthetic and functional risk

For all types of VMs:
Coagulation status (D Dimer, fibrinogen) 
MRI : 
- if treatment is considered:

• to anticipate complications
• to characterize the VM: size and extent 
(e.g. muscles, joints, bones, organs)
• if genital or perineal location MRI of the 
pelvis to rule out internal vascular 
malformation

Cerebral MRI : cavernoma

Refer to  Overgrowth Pathway

C

D

6

7

8

9

Small bluish or skin coloured 
lesions, involving skin, mucosa or 
sometimes muscle

Germline TEK

Venous 
Malformation 
Cutaneous 
Mucosal (VMCM)

Venous Malformation Management/Treatment

1 Sporadic uni or 
multifocal VM
Small skin and 
mucosal lesions

2 Sporadic Uni or 
multifocal VM
Large skin and 
mucosal lesions 

3 Sporadic multifocal 
BRBN

7 Familial multifocal 
GVM

5 Verrucous Venous 
M alformation 
(VVM )

8 Hyperkeratotic Cutaneous 
Capillaro-Venous 
M alformation (HCCVM ) 

4 Sporadic M ultifocal 
« Spindle cell 
Hemangioma »  : 
M affucci syndrome

6 Familial multifocal 
VM CM

C
o

m
m

o
n

 m
an

ag
e

m
en

t 
ap

p
ro

ac
h

e
s

Conservative treatments:
• Elastic compression (except GVM and Maffucci)
• Nd:YAG Laser for superficial lesions
• Treatment of consumptive coagulopathy (next page)
• Non-steroidal anti-inflammatory drugs (NSAID)

Invasive treatments :
• Surgical management 
• Sclerotherapy (alone or in combination with surgery)
• Intralesional Diode or Radiofrequency intralesional
• Cryoablation

Emerging treatment option :
• Sirolimus 

Anemia : iron supplementation, blood transfusion

Prefer laser for ”plaque-like lesions”

Prefer surgical resection or laser

Neurologic monitoring

• Prefer surgical resection
• Cancer monitoring 

Chronic Consumptive Coagulopathy M anagement

Clinical evaluation TreatmentInvestigationsLEGEND: Associated Genes

Normal D-dimer level

• High D-dimer level at baseline
• Normal fibrinogen

• High D-dimer level at baseline
• Low fibrinogen

No action 

Consider Low molecular weight heparin (LMWH) if:
- Pain
- Prior to surgery, sclerotherapy or other interventional procedures
- Pregnancy 
- Risk of thromboembolism, abnormal echocardiography,
pulmonary symptoms

If oral contraceptive is needed, consider 
progestative-only pill

Discussion of treatment options with 
haematologist
e.g. LMWH, fibrinogen

6

Purpose: VASCERN (https://vascern.eu/) is a European network for Rare Vascular Diseases. Its
working group (VASCA-WG) focuses on Vascular Anomalies. The group elaborates patient pathways
to guide patients and physicians towards efficient diagnostic and management measures.

Methods: A VM pathway was first drafted by the Collaborative Center of Caen and subsequently
discussed within the VASCA-WG monthly virtual meetings and annual face-to-face meetings.

Results: The Pathway starts from the clinical suspicion of a venous type malformation and lists the
clinical characteristics to look for to support this suspicion. Subsequent imaging and histopathology is
suggested. These steps should enable to confirm/inferm the suspicion and to separate the patients
into 4 subtypes: 1) sporadic uni or 2) multifocal, 3) familial, multifocal and 4) combined and/or
syndromic. The management of each one of these is detailed in subsequent pages of the pathway.
Colour is used to differentiate 1) clinical evaluations, 2) investigations, 3) treatments and 4)
associated genes. Actions relevant to all types are marked in separate boxes, including e.g. MRI if
treatment is considered. When definite diagnoses have been reached, the pathway also points
towards disease specific additional investigations/follow up that is needed. In the last two pages,
different options for management are detailed for each subtype, including conservative and invasive
treatments, as well as novel molecular therapies.

Conclusion: The collaborative efforts of the VASCA working group of VASCERN, a network of the 9
Expert Centers, has led to a consensus Patient Pathway for VMs. This Pathway should help clinicians
and patients. It also emphasizes the role of multidisciplinary expert centers in the management of
VM patients. This pathway will become available on the VASCERN web-site (http://vascern.eu/).

• Blue or skin coloured swelling; sometimes mucosal lesion
• Typically empties with compression and fills up in dependent position
• Painful at awakening or after exercise. For extended period if local thrombosis (1 to 2 weeks)
• Sometimes : firm,  painful on palpation and/or palpable phleboliths
• No thrill, not warm  
• Number of lesions, associated anomalies and/or limb hypo / hypertrophy
• Family history

• Doppler ultrasound to confirm diagnosis & exclude fast flow
• MRI if diagnosis unclear 
• Biopsy rarely needed for differential diagnosis 

Sporadic
Unifocal 

Combined and/or
Syndromic 

Suspected Venous Malformation

Familial
Multifocal

Sporadic 
Multifocal

Histology : 
• VM : dilated veins, sparse vascular smooth muscle cells
• GVM : veins surrounded by glomus cells
• Maffucci syndrome : spindle cell hemangioma
• VVM: clusters of venus-like channels,  GLUT 1 +

VM :Venous Malformations
GVM: Glomuvenous Malformations
VVM: Verrucous Venous Malformations

A DCB

ACKNOWLEDGEMENTS: This project has been supported by the European Reference Network on Rare Multisystemic Vascular Diseases (VASCERN) - Project ID: 769036, which is partly co-funded by the European Union within
the framework of the Third Health Program “ERN-2016 - Framework Partnership Agreement 2017-2021." More information available at: https://vascern.eu

Glomangiomatosis

Multifocal sporadic VM

Neck

Lips

Venous Malformation

Unifocal sporadic VM

Hand

Ankle

The European Reference Network for Rare Vascular Diseases (VASCERN):  

VASCA-Working Group – Venous Malformation Patient Pathway 

Dompmartin A, Baselga E, Boon L, Diociaiuti A, Dvorakova V, El Hachem M, Ghaffarpour N, Irvine A, Kapp F, Kyrklund K, Rößler J, Salminen P, van den Bosch C, van der Vleuten C, Schultze Kool L,  Vikkula 

M 

https://vascern.eu/what-we-do/patient-pathways/#1472739978584-12bb752c-4524 

https:///
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Results 

Severe/rare infantile hemangioma patient pathway  

by the Vascular Anomalies (VASCA) Working Group of VASCERN 

Diociaiuti A, Baselga E, Boon L, Dompmartin A, Dvorakova V, El Hachem M, Ghaffarpour N, Irvine A, Kapp F, Kyrklund K, Rößler J, Salminen P, van den Bosch C, van der Vleuten C, Schultze Kool L, Vikkula 

M 

PURPOSE: Infan le hemangiomas (IHs) are common vascular tumors, but a rare subgroup of them 
is par cularly sever. Risk of func onal impairment, airway obstruc on, ulcera on and risk of 
disfigurement are possible. Syndromic condi ons and cardiac failure may be associated with 
segmental IH or hepa c IH respec vely. The VASCA working group within the VASCERN 
(h ps://vascern.eu/), a European network for Rare Vascular Diseases, has elaborated an IH pa ent 
pathway as a guide for physicians for an appropriate management of severe/rare cases.

METHODS: The severe/rare IH pathway was first dra ed by Bambino Gesù Children’s Hospital and 
then discussed within the VASCA-WG monthly virtual mee ngs and finalized on a face-to-face 
mee ng.

RESULTS: The pathway starts from the clinical suspicion of an IH that may be focal, mul ple, 
segmental or large/indeterminate. Segmental or large indeterminate IHs may be part of syndromic 
condi ons such as PHACE, PELVIS/LUMBAR/SACRAL. Five or more cutaneous IHs may be associated 
with hepa c hemangiomas that can have a hemodynamic effect. Moreover, the beard distribu on 
may be associated with life-threatening laryngeal IH. Orbital or auricular IH and localiza on on the 
lip or hand may result in func onal impairment. In the pathway clinical evalua ons, inves ga ons to 
rule out associated malforma ons or comorbidi es, and treatments are discussed.

CONCLUSIONS : The VASCA working group of VASCERN, a network of 9 European Expert Centers, 
has generated a Pa ent Pathway for IHs. This Pathway should help physicians to manage 
severe/rare IHs. This pathway is available on the VASCERN web-site (h p://vascern.eu/)

Patient with Suspected Severe/Rare Infantile Hemangioma (IH)

Superficial lesion Deep lesionOR

Clinical evidence 
of IH

No clinical 
evidence of IH

Focal IH Multiple (>5) IH
Segmental or large  
indeterminate IH

Doppler 
ultrasound

No evidence of IHEvidence of IH

A B C D E

Start

Evaluate: 
Risk of functional 

impairment(1)

Airway IH (2)

Ulcerated IH
Risk of disfigurement

Focal IHA

B Multiple (>5) IH

Evaluate: 
Risk of functional 

impairment(1)

Airway IH (2)

Ulcerated IH
Risk of disfigurement

Hepatic ultrasound

Hepatic IH(3)

No hepatic IH

Ultrasound signs of 
hemodynamic effect

No Ultrasound signs 
of hemodynamic 

effect

Cardiological
evaluation

Evaluate: 
Risk of functional 

impairment(1)

Airway IH (2)

Ulcerated IH
Risk of disfigurement

Segmental or large  
indeterminate IH

C

D

Evaluate: 
Risk of functional 

impairment(1)

Airway IH (2)

Ulcerated IH
Risk of disfigurement

Search for new diagnosis. 
Consider MRI and/or biopsy 

if uncertain diagnosis

PHACES criteria (refer to experienced centres):
MRI, MRA, ophthalmological consultation, and
consider laryngoscopy if beard distribution and 

upper respiratory symptoms. 

Evaluate: 
Risk of functional 

impairment(1)

Airway IH (2)

Ulcerated IH
Risk of disfigurement

Evidence of IH

E No Evidence of IH

(1)Risk of functional impairment 
- Orbital or auricular IH
- IH of the lip or hand

In some cases MRI is necessary to 
evaluate the relation between the IH 

and other structures 

(2) Airway IH 
-Suspect when beard distribution or 

upper respiratory symptoms
- Consider diagnostic and follow-up 

laryngoscopy

(3) Hepatic IH
-Test thyroid function

Voluminous IH 
- Cardiological evaluation 

- Test thyroid function

If lumbosacral/genital IH perform ultrasound 
and/or MRI to search for other associated 

anomalies (PELVIS/LUMBAR/SACRAL) 

Pa ent with suspected severe/rare Infan le Hemangioma (IH) 

Risk of functional 
impairment(1)

Airway IH (2)

Ulcerated IH
Risk of disfigurement

NO

YES

No treatment
(follow-up)

Evaluate after 
regression of the IH

Treatment of sequelae:
Laser/surgery

Treatment as soon 
as possible with 
Propranolol 2-

3mg/Kg/day in 2 
divided doses

Evaluate
response within 1 mo

Response: continue 
treatment and follow-up

No response: Re-
evaluate the diagnosis

IH confirmed

Consider second line 
treatment:
- Corticosteroids

- Sirolimus
- Vincristine
- Embolization/surgery

I.

Hepatic IH

Hemodynamic 
effect(1)

Cardiological

treatment and/or 
follow-up

No treatment
(follow-up)

Treatment as 
soon as possible 
with Propranolol 

2-3mg/Kg/day in 
2 divided doses

No risk of 
hemodynamic effect

No Response: Re-
evaluate the 

diagnosis

Evaluation within 14 days

Response: 
continue 

treatment and 

follow-up

Consider second line 
treatment:

-Corticosteroids

- Sirolimus
- Vincristine

- Embolization/surgery

Evaluation after 
regression of the IH

(1) In case of cardiac failure 
consider embolization prior 

to propranolol treatment 

IH confirmed

ІІ.
Risk of 

hemodynamic effect

PHACES
syndrome with 

abnormal

cerebral arteries

Low weight 
Premature 

Comorbidity
Low compliance

Treatment as soon as 
possible with low dose 
Propranolol (start with 

0,5mg/kg/day) in 3 
divided doses

PHACES 
syndrome with 
no abnormal 

cerebral 
arteries/PELVIS/L

UMBAR/
SACRAL

syndrome

And treatment 
according to 

other specific 

abnormalities

Treatment as soon as 
possible with Propranolol 

2-3mg/Kg/day in 2 
divided doses

And treatment 
according to 

other specific 
abnormalities

Treatment as inpatient
as soon as possible Start 

with low dose 

Propranolol (start with 
0,5mg/kg/day) in 3 or 

more divided doses

ІІІ.

ІV.

V.

Consider 
repeating MRI 

depending on risk 

of stroke

In case of ulceration during 
propanolol treatment consider 

lowering the dosage.

Clinical 

evaluation
TreatmentInvestigations Particular casesLEGEND :

Treatment of severe/rare Infantile Hemangioma (IH)

Clinical 
evaluation

TreatmentInvestigations Particular casesLEGEND:

Figure1 – IH 
phenotypes 
descrip on A); B) ; C)  

A)

B)

C)

https://vascern.eu/what-we-do/patient-pathways/#1472739978584-12bb752c-4524 

https:///
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This work was finalised for lymphedemas with the PPL WG  

of VASCERN > update on the Orphanet web site ? 

 

Work is ongoing for the vascular anomalies with Orphanet 

Orphanet codes for vascular anomalies & lymphedemas 

(lead Prof Paivi Salminen, Helsinki, Finland) 

Results 

https://www.orpha.net/ 

https://www.orpha.net/consor/cgi-bin/index.php
https://www.orpha.net/consor/cgi-bin/index.php
https://www.orpha.net/consor/cgi-bin/index.php
https://www.orpha.net/consor/cgi-bin/index.php
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1) KEY ITEMS to register defined 

 

2) FAIR principal 

 and thus independent of registry software being used allowing linking to biodatabanks etc 

 

3) VIRTUAL registry; each center owns its data, only accessible by request and permission 

 

4) Definition of DISEASE-SPECIFIC ITEMS for 4 research projects ongoing in VASCA 

Registry for Vascular Anomalies  

(lead Prof Leo Schultze Kool, Nijmegen, the Netherlands) 

Results 
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Results 

Educational YouTube videos : 

https://www.youtube.com/playlist?list=PLynYSx6bbQwSvt7QbrZnEGsEBl1MlHyUp  

New: 

PIK3CA related video 

https://www.youtube.com/playlist?list=PLynYSx6bbQwSvt7QbrZnEGsEBl1MlHyUp
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Pills of Knowledge (POKs): Poster @ ISSVA 2020 

Results 

PURPOSE: European Reference Networks (ERNs) for Rare Diseases were established on the founding principle of
patient empowerment, participation and patient-centricity. The object is to improve access, safety and quality of
diagnosis, care and treatment for people living with a rare or complex condition. European Patient Advocacy Groups
(ePAGs) are recognized as integral to the strategic and operational delivery of ERNs, and play an active role in network
decisions, opinion-making structures and delivery of results.

METHODS: In the VASCA WG 5 Patient Organizations (POs) are active. They participate in the monthly virtual meetings
and in the 2 annual face-face meetings. Producing Pills of Knowledge (PoK) is an ongoing deliverable for the VASCERN
WG, made by the clinicians and the ePAG. A PoK can be for example a short single video lesson in which an expert talks
about a specific topic that has been selected and validated by the VASCA WG.

RESULTS: The ePAG produced 3 videos which were validated by VASCA WG, and translated to English:
1) The lymphatic system & lymphatic malformations
2) Treatments for lymphatic malformations
3) Description of the Klippel-Trenaunay Syndrome
These videos describe the disease and treatments currently available in a clear and understandable manner to educate
patients and non specialized clinicians.
All videos will have subtitles in several European languages.

CONCLUSIONS : The cooperation of the ePag with the VASCA WG have tangible results for VA patients worldwide.
More PoKs will be produced by other POs on other VAs (e.g. one on PIK3CA is almost finalized).

ACKNOWLEDGEMENTS: This project has been supported by the European Reference Network on Rare Multisystemic Vascular Diseases (VASCERN) - Project ID: 769036, which is partly co-funded by the European Union within the framework of the Third Health Program “ERN-2016 - Framework Partnership Agreement 2017-2021." More information available at: https://vascern.eu

Description of the Klippel-Trenaunay Syndrome (KTS) - A) In parts of the body, cells are not
properly formed; B) KTS > a combination of one or more port-wine stains: CMs; C) KTS >
abnormal veins or small lymphatic blisters are visible; D) KTS > bone and/or soft tissue
overgrowth. Sometimes undergrowth can occur and the leg - or body part affected - is smaller
or thinner; E) Usually, KTS is limited to one limb. Sometimes it can be located in several limbs
and/or extended to parts of the torso; F) KTS can also affect internal organs.

A B C

D E F

Surgery Sclerotherapy Lasertherapy

Sirolimus Radiofrequency ablation (RFA)

The lymphatic system & 
lymphatic malformations 

Security guard Lymphatic fluid

The lymphatic malformations
> lymphatic vessel developed
in a abnormal way

The lymphatic fluid in the
effective vessels tends to
accumulate in cavities and
Cysts. These abnormalities
appear at the particular
locations in the body: head,
neck, armpit.

Cysts

1. Large cavities filled with
lymphatic fluid; 2. Small cavities
filled with lymphatic fluid

1. 2.

COMPLICATIONS

• Infections
• Bleeding
• Swelling (with increase redness,

firmness and pain)
• Shrinking
• Leakage of lymphatic fluid

The LM doesn’t cause any
major problem at all. The
seriousness of the condition
varies with patients. It
depends on the location, size
and severity of the LMs.

Surgery Sclerotherapy Lasertherapy

Sirolimus Radiofrequency ablation (RFA)

Description of the Klippel-Trenaunay Syndrome (KTS) - A) In parts of the body, cells are not
properly formed; B) KTS > a combination of one or more port-wine stains: CMs; C) KTS >
abnormal veins or small lymphatic blisters are visible; D) KTS > bone and/or soft tissue
overgrowth. Sometimes undergrowth can occur and the leg - or body part affected - is smaller
or thinner; E) Usually, KTS is limited to one limb. Sometimes it can be located in several limbs
and/or extended to parts of the torso; F) KTS can also affect internal organs.

A B C

D E F

Surgery Sclerotherapy Lasertherapy

Sirolimus Radiofrequency ablation (RFA)

The European Reference Network (ERN) for Rare Vascular Diseases (VASCERN):  

Results from 2 years collaboration of Patient Advocates with the Vascular Anomalies (VASCA) Workgroup  

van den Bosch C, Barea M, Baselga E, Boon L, Borgards P, Diociaiuti A, Dompmartin A, Dvorakova V, El Hachem M, Ghaffarpour N, Irvine A, Kapp F, Kyrklund K, van Oord A, Rößler J, Salminen P,  

Schultze Kool L, van der Heijden L, van der Vleuten C, Vikkula M 

https://www.youtube.com/playlist?list=PLynYSx6bbQwSvt7QbrZnEGsEBl1MlHyUp 

https://www.youtube.com/playlist?list=PLynYSx6bbQwSvt7QbrZnEGsEBl1MlHyUp


copyright © M. Vikkula-UCLouvain 2020 

 

- Define patient pathways  

- Clarify coding (Orphanet, ICD) 

- Set up a Virtual FAIR-based Registry  

- Make Educational YouTube Videos 

- Generate Pills of Knowledge (POK) to be distributed e.g. via ERN website  

- Define clinical outcomes / outcome  measures  

- Elaborate Do’s and Don’ts Factsheets 

- Write Recommendations / Expert opinions 

- Organize Training, Help new Centers to be established 

- Set-up Clinical Trials & Research Projects 

- Discuss difficult cases using CPMS (secured Clinical Patient Management System) 

 

Objectives 

✔︎ 

✔︎ 
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VASCA sub-WGs: projects 



All outputs are on the website  
https://vascern.eu/what-we-do/  

33 

https://vascern.eu/what-we-do/
https://vascern.eu/what-we-do/
https://vascern.eu/what-we-do/
https://vascern.eu/what-we-do/
https://vascern.eu/what-we-do/
https://vascern.eu/what-we-do/


Q&A,  
 
sharing best practices & inter-RDWGs projects 
 

34 



Webinars  

35 

• Each RDWG will select during VASCERN days topics & speakers for the 
new Webinar programme which we will launch in the upcoming 
weeks  

 
• Zoom as a webinar platform: any comments?  
 

Format  
• timing? length?  
• Questions and answers?   
• With online chat?  
• Questions for a posteriori answers ?   

 
 



WP4 Sharing of experience: 
discussion of complex clinical 
cases on a secured Clinical 
Patient Management System – 
KPIs  
https://vascern.eu/what-we-do/cpms-discussion-of-
complex-clinical-cases/ 
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RDWG Number of 

Panels 

Panel Leads Total 

Number of 

Panels 
(2018, 2019 

& 2020) 

Number of 

Closed 

Panels 

  

HHT 

1 Sophie DUPUIS-GIROD   

2 

  

0 1 Anette KJELDSEN 

  

  

  
  

  

HTAD 

1 Julie De BACKER   

  

  
  

  

12 

  

  

  
  

  

1 

3 Guillaume JONDEAU 

1 Kalman BENKE 

1 Janneke TIMMERMANS 

1 Ingrid van DE LAAR 

1 Leema ROBERT 

1 Eloisa ARBUSTINI 

1 Guglielmina PEPE 

2 Erik BJORCK 

  

  

  
  

MSA 

1 Julie De BACKER   

  

  
  

10 

  

  

  
  

2 

2 Leema ROBERT 

3 Michael FRANK 

1 Ingrid van DE LAAR 

2 Bart LOEYS 

1 Fransiska MALFAIT 

  

  

  
  

PPL 

3 Robert DAMSTRA   

  

  
  

23 

  

  

  
  

7 

3 Kirsten van DUINEN 

10 Sarah THOMIS 

1 Vaughan KEELEY 

1 Stéphane VIGNES 

1 Michael OBERLIN 

1 Sahar MANSOUR 

3 

  

Janine DICKINSON-BLOK 

  

  

VASCA 

1 Miikka VIKKULA   

  

7 

  

  

3 

4 Leo SCHULTZE KOOL 

1 Päivi SALMINEN 

1 Andrea DIOCIAIUTI 

Clinical cases panel 
leads:  
please upload your 
case on CPMS  
 
OR  
 
If you struggle, contact 
Ibrahim for him to 
upload  
 

https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/
https://vascern.eu/what-we-do/cpms-discussion-of-complex-clinical-cases/


Sharing good practices: setting up VASCA 
CPMS monthly virtual meetings  

37 

VASCA WG held 
several CPMS 
case discussions 
on the CPMS.  
 
Plan to have a 
bi-monthly or 
monthly 
meeting on the 
CPMS 



 
Q&A on the Terms of References, Projects & 
Developments 
 
Approval 
  
• Questions, comments on the current functionning, structure, 

organisation, governance 
 

• approval 

38 

https://vascern.eu/wp-content/uploads/2017/10/VASCERN-Terms-of-Reference.pdf

