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1. How it all started

• Since 2015 UMCG is an EU-accredited Centre of Expertise for PMS 

• 2018 Dutch guideline for 22q13 deletion syndrome

• 2020 ERN - ITHACA’s request for European guidelines

• Email to all known professionals involved in PMS research, all ITHACA 

members and PMS support organisations within Europe 

 European consortium

• Administrative support by ITHACA (Klea Vyshka)

• First online meeting on PMS awareness day 22-10-2020
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2. Patient participation

• Worldwide survey to explore the needs of families

• Patient representative in each working group

• Teams meetings of patient representatives

• Feed back on all chapters of the guideline

• Represented in organising committee of final
consensus meeting (June 2022, Groningen)
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3. The methods used

• AGREE II: www.agreetrust.org

• Define who are the patients and users of the guideline

• Perform a bottleneck analysis to decide on topics for the guideline

– Based on expert opinions

– Based on parental survey

– E.g.: Do professionals have 

enough knowledge about PMS in 

order to deliver appropriate care?

Intro Participation Methods
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4. Who are the patients?
Phelan-McDermid syndrome

• SHANK3-related:

• Deletion 22q13.3, including SHANK3

• Pathogenic variant in SHANK3

• SHANK3-unrelated:

• Deletion 22q13, not including SHANK3
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4. For whom is the guideline?
Professionals
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4. For whom is the guideline?
Lay version for families
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5. What are the main topics?

• AGREE II: www.agreetrust.org

• Define who are the patients and users of the
guideline

• Perform a bottleneck analysis
A. Review of literature

B. Parental survey

C. Expert opinion

→ selection of topics for the guideline

Intro Participation Methods For whom Topics
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5A. Selection of topics based on review
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5A. Clinical signs
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5B. Selection of topics based on parental survey
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5B. worldwide survey
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5B. Parental survey

• 10 languages; 35 countries
• Completed by 587 caregivers, mainly being parents (98%)

• Median age at completion survey 12 years (0-60)
• Median age at diagnosis 3 years (0-59)
• 56% female 44% male

• Near normal IQ/mild delay 10%
• Moderate delay 19%
• Severe delay 71%
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5B. Clinical signs

57% in survey
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5B. Opinion on the usefulness of the guideline

12%

74%

1% 13%

Would a PMS guideline help to better 
organize and personalize care? (n=587)

Already organized care

Yes

No

Do not know
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5. The main topics    working groups

Introduction: Definition and clinical overview of PMS

Genetic counselling, including ring chromosome 22

Communication, language and speech problems

Chewing, swallowing and gastrointestinal problems

Sensory dysfunction

Epilepsy

Sleep Disorders

Lymphedema

Mental health issues

Organization of care
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5. Task of working groups:

• Write a chapter with:

– Introduction: what is the chapter about?

→ Fundamental questions

→ Search and selection of literature sources

→ Conclusions from literature

→ Recommendations

– References & other sources
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6. How consensus was reached

• Each chapter was reviewed at least twice

– by the members of the European consortium

– including patient representatives

– and discussed at Teams meetings every 6 weeks

• Final consensus meeting

– in Groningen (June 2022)

– 30 participants, including 5 patient representatives, 
representing 12 European countries

– Fine-tuning of the text of the recommendations and
voting until consensus was reached (hybrid)
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6. How consensus was reached
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7. Recommendations

Intro Participation Methods For whom Topics Consensus Recommendations
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Link to all PMS guidelines materials



8. Clinical synopsis

Website with:
• Clinical synopsis
• Surveillance scheme
• Emergency card

12 extensive papers:
• Good background 

information
• Not practical
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8. Clinical synopsis
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https://ern-ithaca.eu/documentation/

phelan-mcdermid-guideline

The guideline’s website

Questions?
contact us: 

c.m.a.van.ravenswaaij@umcg.nl

michael.schoen@uni-ulm.de
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