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MAIN OUTCOMES:

» 537 rare disease-specific PCOMs (incl.380 Patient-Reported Outcome Measures) were identified Iin
PROQOLID™ and Orphanet links added

« PCOMs links to PROQOLID™ were included for 680 Orphanet clinical entities
* Impact: Connection of the two databases supports the identification and use of PCOMs in RD research
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Arare inborn error of amino acid metabolism characterized by elevated blood phenylalanine and low levels or ] . e . L = = i
absence of phenylalanine hydroxylase enzyme. If not detected early or left untreated, the disorder manifests @ PhEI’I‘F' ketonuria Ql.lallt'f Of Life - Child (? 11 years OId) Version (Chlld PKU QOL} Distributed by Mapi Research Trust
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. BASIC DESCRIPTION
B Detailed information —
> Access this questionnaire * Developedin 2015
General public * Available in three additional versions: Adolescent PKU-QOL, Adult PKU-QOL and Parent PKU-QOL
> Article for general public > Contact and conditions of use Authors
Francais {2012, pdf) - Orphanet Reznault A:; Burlina &; Cunningham A; Bettiol E; Moreau-5Stucker F; Benmedjahed K Bosch AM
English (£014) - Socia elsen
SSSSSSS 2020) - Socialstyrelsen ] CﬂWﬁEht
> Review copy PKU-QOLE Biomarin Pharmaceutical Inc, - 2005 - All Rights Reserved
Guidelines Objective
Emergency guidelines B Developed for children {9-11 years old) patients with phenylketonuria [PKL) to cover the physical, emotional, and socia
ancais (2014, pdf) - Orphanet Urgence impacts of PKU and its treatment on patients’ lives.
Espaniol (2018, pdf) - Orphanet Urgences
> Clinical practice guidelines > e-Versions
English (2017) - Orphanet J Rare Dis
Francais (2018) - PNDS ~adws
-:i% : produced/endorsed by ERN(s) > Related COA instruments
: PKU
Designing and managing clinical trials in rare diseases? Download the open access patient-centric protocaol risk assessment
Last update: May 2023 tool to identify drivers to participation burden and mitigate risks of study failures.

Orphanet identified RDs for which a PCOM was available

in PROQOLID ™ and and applicable at the Disorder, METHODS Mesh and OrphaCode classifications were aligned
Subtype and Groups of Disorders levels of the Orphanet to identify RD-specific PCOMs in PROQOLID ™
Nomenclature

orphanet PROQOLID

Clinical Outcome Assessments Database

. Content: Information on 6305 Disorders, » Content: Information on conditions of use,
1020 Subtypes of Disorders and 2145 DATABASES translations, review copy and validation data for
Groups of Disorders 6.000 PCOMs

» Classification: OrphaCode » Classification: Mesh
https://orpha.net/ https:.//eprovide.mapi-trust.org/
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OBJECTIVE Increase the visibility of existing PCOMs and optimizing their use
&

INn RD clinical research and care

The lack of specific validated PCOMs in RDs is a strong limitation in patient
CHALLENGES centric clinical research and development of disease specific PCOMs for more
than 7,000 RDs is not a realistic objective



