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Overview & Primary Objective

Condition: Arthrogryposis multiplex congenita (AMC) is a group of congenital

conditions characterized by non-progressive joint contractures affecting 2+
body areas, with variable causes and functional impacts (Dahan-Oliel, 2019).

Current Discrepancies:

o Advocacy for holistic and family-centred care.
o Gaps in the literature and a lack of guidelines, impacting services.
o Need for outcome measure consensus in pediatric rehabilitation for AMC.

Primary Objective: This study aims to develop a core outcome set for a group
of rare musculoskeletal diseases (AMC), fostering standardized and inclusive
care practices.
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COS are lists of consensus-determined outcomes to be measured and reported
in clinical research studies within a disease area (Vanderhout, 2021)
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Multi Phasic Mixed Methods Stud

EXPERT CONSULTATION ICF MAPPING COS SELECTION CONSENSUS BUILDING METHODOLOGICAL APPRAISAL
Mapping of measures to the Detailed ICF mapping of Selection of core outcome Expert meetings & modified External panel for appraisal
ICF & rehabilitation identified outcome measures set according to COS-STAD Delphi rounds until of core outcome set via
recommendations. by expert clinicians via guidelines. consensus. International COS-STAD guidelines.
Initial appraisal by panel and Cosmin Guidelines. focus groups addressing
rapid review. language and KT methods.
LEGEND

ICF = International Classification of Functioning, Disability and Health
Cosmin Guidelines = COnsensus-based Standards for the selection of health Measurement INstruments Guidelines
COS-STAD Guidelines = Core Outcome Set-STAndards for Development
KT = Knowledge translation




Preliminary Steps

International Scope
Canada, USA, Poland, Australia and India

Varied Stakeholders O Q
Creation of panel representing clinicians 9

(OT, PT, MD, MSW, Technical Aids) and

individuals with lived experience

Foundational Knowledge
Based on 5 multidisciplinary research activities

(2017-2024)

Pooling of Outcomes
Candidate outcomes were compiled and
31 outcome measures were identified
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Phase 1a: Expert Consultation

Extraction of ICF domains in 31 measures

Analysis according to 16 consensus-based
rehabilitation recommendations (CBRR) for
children with AMC (Dahan-Oliel, 2025)

5 measures matched at least 3 ICF domains
as well as 8/16 or more (over 50%) of the
CBRR met inclusion criteria.

Panel provided feedback on the 5 measures
and suggested additional measures

Preliminary Outcome
Measures

Comments

Pediatric Outcomes Data
Collection Instrument (PODCI)

Validated for AMC population
Considers fluctuating pain/ function, while accounting for
assistive devices

Ages & Stages Questionnaires,
Third Edition (ASQ-3)

Comprehensive screening for infants/ young children
Integrates activities for parents

Patient-Reported Outcomes
Measurement Information
System (PROMIS)

Covers a wide range of outcomes
Includes specific pain and fatigue short forms

Euro-QoL-5D (EQ-5D)

Provides a simple and direct overview of health status
Available in 150+ languages

Assessment of Life Habits
(LIFE-H)

Spans several age groups
Touches on accomplishment, assistance and satisfaction
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Search

Medline, Embase,
CINAHL, Cochrane,
Wiley and Global
Index Medicus

Title/ abstract

Data was extracted
from 78 articles
(NZ,YZ)

Screening 2

Full text review
(NZ,YZ)
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Phase 1b: Rapid Review

Studies from databases/registers Other sources (n=)
Citation searching (n =)

(n=4447) Grey literature (n=)

|

References removed (n = 45)
Duplicates identified manually (n = 45)
Duplicates by Covidence (n = 0)

Marked as ineligible by automation tools
(n=0) or other reasons (n =)

I Studies screened (n = 4402) |—> Studies excluded (n = 4192)
Studies retrieved (n = 210) H Studies not retrieved (n = 0)
\

Studles assessed {n=210) Studies excluded (n =132)

Wrong language (n = 13)

Wrong outcomes (n =42)

Wrong intervention (n = 33)
Wrong study design (n = 41)
Wrong patient population (n = 3)

Studies included in review (n = 78)




Rapid Review Results & “Pruning”

Data was extracted from
78 studies

Physical, psychosocial and
functional outcomes were
discussed across studies

Preliminary
Measures
Identified

PODCI, ASQ-3,
PROMIS, EQ-5D
and LIFE-H

(Howie et al,, 2021)

Additional Measures
Measures From Identified Post
Panel (1a) Rapid Review (1b)
PEDI-CAT; PODCI n= 18;
Screening Tool PROMIS n=8§;
for Pain; PEDI-CAT n=5;
Patient Specific SF-36 n=4;
Functional Scale; WeeFIM n=4;
FMS Numerical Pain

Rating Scale n=4




Next Phases

PHASES 1-3 PHASE 4 PHASE 5

EXPERT CONSULTATION, ICF MAPPING MODIFIED DELPHI SURVEYS AND APPRAISAL OF METHODOLOGY
AND COS SELECTION MULTISTAKEHOLDER FOCUS GROUPS (PHASES 1-4) VIA EXTERNAL PANEL

6-10 PARTICIPANTS: FOCUS APPRAISAL OF COS
GROUP 1 DEVELOPMENT BY 3-4 EXPERTS

30 PARTICIPANTS: MODIFIED
DELPHI ROUND 1

ICF Mapping 30 PARTICIPANTS: MODIFIED

DELPHI ROUND 2

Measures to be mapped item 30 PARTICIPANTS: MODIFIED
by item to the ICF domains.

6-10 PARTICIPANTS: FOCUS
GROUPS28&3




Key Takeaways and Implications

1 2 3

Individual Needs Patient-Centred OT Innovation

Each rare disease is a unique A COS for AMC is a A COS for AMC is the first of
entity, reflected by natural progression to its kind in pediatric
the inclusion of continue bridging gaps and  rehabilitation, affirming the
condition-specific offering patient- unique perspective of OTs
outcome measures. centered care. in cutting-edge research.
Questions?

naomi.zukerman@mail.mcgill.ca
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