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Table 4. Standardised outcome measures.
	Outcome
	Diagnosis
	Outcome measure
	Reference 

	Quality of life
	Huntington’s disease
Hypermobile Ehlers-Danlos syndrome
People with rare chronic diseases
Spina Bifida and Spinar Cord Injury
Cystic fibrosis
Haemophilia
Spina Bifida


	SF36
SF12
World Health Organization Quality of Life-Brief Form (WHOQOL-BREF)
Cystic Fibrosis Questionnaire – Revised (CFQ-R)
EuroQol Visual Analogue Scale (EQ-VAS)
	1. Arran et al 2014 [1]
2. Chaleat-Valayer 2019 [2]
3. Depping 2021 [3]
4. Dicianno 2016 [4]
5. Flewelling 2019 [5]
6. Hoefnagels 2020 [6]
7. Jackson 2020 [7]
8. Ringqvist 2021 [8]
9. Stubberud 2015 [9]
10. Torres-Ortuno 2018 [10]

	Anxiety 
	Huntington’s disease
Hypermobile Ehlers-Danlos syndrome
People with rare chronic diseases
Cystic fibrosis
Spina Bifida
	Hospital anxiety and depression scale (HADS)
Generalized Anxiety Disorder Scale
State Trait Anxiety Inventory (STAI)
Hopkins Symptom Checklist 25 (HSCL-25)
	1. Arran et al 2014 [1]
2. Chaleat-Valayer 2019 [2]
3. Depping 2021 [3]
4. Ioannou 2010 [11]
5. Ringqvist 2021 [8]
6. Rovira-Moreno
2020 [12]
7. Stubberud 2015 [9]

	Depression
	Huntington’s disease
Hypermobile Ehlers-Danlos syndrome
People with rare chronic diseases
Spina Bifida and Spinar Cord Injury
Spina Bifida

	Hospital anxiety and depression scale (HADS)
Patient Health Questionnaire (PHQ-9)
Beck Depression Inventory-II (BDI-II)
Hopkins Symptom Checklist 25 (HSCL-25)
	1. Arran et al 2014 [1]
2. Chaleat-Valayer 2019 [2]
3. Depping 2021 [3]
4. Dicianno 2016 [4]
5. Ringqvist 2021 [8]
6. Stubberud 2015 [9]

	Illness Perceptions
	Huntington’s disease
Cystic fibrosis
People with rare chronic diseases
Haemophilia
Rare diagnoses (systemic lupus erythematous, Scleroderma and myasthenia gravis)


	Illness Perceptions Questionnaire-Revised (IPQ-R)
Brief Illness Perception Questionnaire (Brief IPQ)
	1. Arran et al 2014 [1]
2. Beinke, 2017 [13]
3. Depping 2021 [3]
4. Hoefnagels 2020 [6]
5. Katavic 2016 [14]
6. Torres-Ortuno 2018 [10]

	Health literacy
	Haemophilia
Congenital hypogonadotropic hypogonadism
Cystic Fibrosis
Neurofibromatosis (NF1 and NF2) and schwannomatosis 
Epidermolysis bullosa (EB)
	Rapid Estimate of Adolescent Literacy in Medicine (REALM-Teen)
HLS-EUQ16
Adapted functional, communicative, and critical health literacy scale (adapted FCCHL)
Health literacy assessment using talking touchscreen technology (Health LiTT)
Health Literacy for Iranian Adults (HELIA)
	1. Bhatt, 2021 [15]
2. Dwyer 2014 [16]
3. Jackson 2020 [7]
4. Merker 2018 + Riklin, 
2017 [17,18]
5. Parvizi 2017 [19]

	Coping 
	Huntington’s disease
Hypermobile Ehlers-Danlos syndrome
Spina Bifida
Haemophilia
	Brief COPE
Coping Strategies Questionnaire (CSQ)
General Coping Questionnaire (GCQ)
Coping strategies inventory (CSI)

	1. Arran et al 2014 [1]
2. Chaleat-Valayer 2019 [2]
3. Stubberud 2015 [9]
4. Torres-Ortuno 2018 [10]

	Self-management skills 
	People with rare chronic diseases
Haemophilia
Cystic fibrosis

	Health Education Impact Questionnaire (heiQ)
Modified Transition Readiness Assessment Questionnaire (TRAQ)
	1. Depping 2021 [3]
2. Hoefnagels 2020 [6]
3. Lewis 2016 [20]

	Medication adherence
	Cystic fibrosis
Haemophilia
	Tool for Adherence Behaviour Screening (TABS)
Hemophilia Regimen Treatment Adherence Scale –Prophylaxis (VERITAS-Pro) questionnaire
	1. Flewelling 2019 [5]
2. Hoefnagels 2020 [6]
3. Torres-Ortuno 2018 [10]

	Social Support 
	People with rare chronic diseases
Cystic fibrosis

	Social Support Questionnaire
Inter-personal Support Evaluation List (ISEL)

	1. Depping 2021 [3]
2. Flewelling 2019 [5]

	cognition
	Haemophilia
	Montreal Cognitive Assessment (MoCA)
	Bhatt, 2021 [15]

	arthropathy 
	Haemophilia
	Haemophilia Joint Health Score (HJHS)
	Bhatt, 2021 [15]

	Body image
	Hypermobile Ehlers-Danlos syndrome
	Body Image Questionnaire (QIC)
	Chaleat-Valayer 2019 [2]

	Fatigue
	Hypermobile Ehlers-Danlos syndrome
	Fatigue Impact Scale
	Chaleat-Valayer 2019 [2]

	Goal attainment
	Hypermobile Ehlers-Danlos syndrome
	Goal attainment Scale (GAS)
	Chaleat-Valayer 2019 [2]

	Illness beliefs 
	People with rare chronic diseases

	Illness Cognition Questionnaire (ICQ)
	Depping
2021 [3]


	Degree of handicap/degree of community participation
	Spina Bifida and Spinar Cord Injury
	Craig Handicap Assessment and Reporting Technique-Short Form (CHART-SF)
	Dicianno 2016 [4]


	Perception of patient-centered care
	Spina Bifida and Spinar Cord Injury
	The Patient Assessment of Chronic Illness Care (PACIC)
	Dicianno 2016 [4]

	Frequency, severity, and distress of medical symptoms 
	Cystic fibrosis
	Memorial Symptom Assessment Scale (MSAS)
	Flewelling 2019 [5]

	Knowledge of disease management
	Cystic fibrosis
	Knowledge of Disease Management-CF (KDM_CF) scale
	Lonabaugh 2018 [21]


	Knowledge of disease
	Spina Bifida
	Knowledge of Spina Bifida Measure KOSB
	O`Mahar 2010 [22]

	Independence in spina-bifida related tasks
	Spina Bifida
	Spina Bifida Independence Survey (SBIS)
	O`Mahar 2010 [22]

	Illness-related uncertainty
	Vulvar neoplasia
	Mishel Uncertainty in Illness Scale (MUIS-A)
	Raphaelis 2018 [23]


	Satisfaction
with the medical visit
	Neurofibro-
matosis type 1, neurofibromatosis type 2, or schwannomatosis
	Medical Interview Satisfaction Scale (MISS)

	Riklin, 2017 [18]


	Medical provider’s communication skills
	Neurofibro-
matosis type 1, neurofibromatosis type 2, or schwannomatosis
	Adapted Consumer Assessment of Healthcare Providers and Systems Health Literacy Item Set (CAHPS-HL)
	Riklin, 2017 [18]


	Sense of Coherence
	Huntington’s disease

	Sense of Coherence (SOC-29)
	Ringqvist 2021 [8]

	Balance
	Huntington’s disease

	MiniBalance Evaluation Systems Test (Mini-BEST)
+ Timed Up 
and Go test (TUG)
	Ringqvist 2021 [8]


	Aerobic capacity and endurance
	Huntington’s disease

	6-Minute Walk Test (6MWT)
	Ringqvist 2021 [8]

	Self-esteem
	Neurofibromatosis 1 (NF1)

	Rosenberg Self-Esteem Scale (RSES)
	Rosnau K
2017 [24]

	Confidence with genetic knowledge
	Rare disorders
	Psychological Adaptation to Genetic Information Scale (PAGIS)
	Rovira-Moreno
2020 [12]


	Knowledge of body parts and sexual knowledge and experience
	Spina Bifida
	The Sexual Knowledge Interview Schedule (SKIS)
	Shoshan, 
2012 [25]

	Independence in activities of daily living
	Spina Bifida
	The Functional Independence Measure (FIM)
	Shoshan, 
2012 [25]

	Availability and adequacy of community resources to support health care of the person with HD
	Huntington disease
	Community Health Care Services Scale
	Skirton
2010 [26]

	Dysexecutive syndrome
	Spina Bifida
	Dysexecutive Questionnaire (DEX)
	Stubberud 2015 [9]

	Illness behavior
	Haemophilia
	Illness behavior questionnaire IBQ
	Torres-Ortuno 2018 [10]

	Beliefs about medications
	Haemophilia
	Beliefs about Medication Questionnaire (BMQ)
	Torres-Ortuno 2018 [10]
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