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Table 5. Study-specific outcome measures.
	Outcome 
	Diagnosis
	Reference 

	Knowledge levels, needs and gaps
	Haemophilia
	Arnold, 2014 [1]

	Health numeracy
	Haemophilia
	Bhatt, 2021 [2]

	Relevance and availability of information and support
	Huntington
	Braisch 2016 [3]

	Medication information sources
	Vasculitis

	Carpenter, 2011 [4]

	Satisfaction with care transition
	Cystic Fibrosis
	Chaudhry 2013 [5]

	Views and attitudes to using digital tools in patient registries
	Myotonic Dystrophy
	Coathup 2016 [6]

	Degree of education and empowerment
	Haemophilia
	De la Corte-Rodriguez 2019 [7]

	Reasons for non-participation support groups
	Systemic Sclerosis
	Delisle 2016 [8]

	Self-rated health
	Spina Bifida and Spinar Cord Injury
	Dicianno 2016 [9]

	Knowledge about preventable conditions
	Spina Bifida and Spinar Cord Injury
	Dicianno 2016
[9]

	Health information-seeking patterns
	Congenital hypogonadotropic hypogonadism
	Dwyer 2014 [10]

	Interactions with healthcare system/providers
	Congenital hypogonadotropic hypogonadism
	Dwyer 2014 [10]

	Adherence to treatment/healthcare
	Congenital hypogonadotropic hypogonadism
	Dwyer 2014 [10]

	Reasons for screening, knowledge of CF, recollection, understanding/impact of carrier status and communication of results to family 
	Cystic fibrosis
	Ioannou 2010 [11]

	Health information-seeking behaviour
	Rare diagnoses (=systemic lupus erythematous, Scleroderma and myasthenia gravis)
	Katavic 2016 [12]

	Information avoidance
	Rare diagnoses (=systemic lupus erythematous, Scleroderma and myasthenia gravis)
	Katavic 2016 [12]

	(1) Self-assessed knowledge of DM1, (2) perception of disease severity, (3) knowledge of the DM1 mode of inheritance, and (4) evaluation of the frequency of impairments/disabilities characteristic of DM1
	Myotonic Dystrophy type 1 (DM1)
	Laberge 2010 [13]

	Knowledge of haemophilia and management of hemarthrosis
	Haemophilia
	Le Doré  2021 [14]

	Knowledge of disease and treatment, perceptions of their disease and contact with healthcare facilities
	Haemophilia
	Lindvall 2010 [15]

	1) Received CF education, 2) confidence in CF-related knowledge, 3) educational sources 4) at what age educational goals related to CF should be met.
	Cystic fibrosis
	Lonabaugh 2018 [16]

	Knowledge, attitude and behaviour towards their condition.
	Haemophilia

	Mohan 2020 [17]


	Knowledge of the patients on home treatment
	Haemophilia
	Mulders 2012 [18]


	Type of diagnosis, experiences of diagnosis/symptoms, information received, information preferences, experiences of healthcare services
	People with rare diagnosis
	Molster 2016 [19]

	Individual Spina Bifida and Social Goals
	Spina Bifida
	O`Mahar 2010 [20]


	Sharing of Spina Bifida Management Responsibilities
	Spina Bifida
	O`Mahar 2010 [20]

	Adherence to treatment (both to HCP recommendations and to own self-reported understanding of treatment recommendations)
	Cystic Fibrosis
	Pakhale 2016 [21]

	Experience with and Knowledge of NF1
	Neurofibromatosis 1 (NF1)
	Rosnau K 2017 [22]

	Genetic knowledge
	Rare disorders
	Rovira-Moreno
2020 [23]

	Connectedness
	Familial chylomicronemia syndrome
	Salvatore
2018 [24]

	Symptom severity
	Familial chylomicronemia syndrome
	Salvatore
2018 [24]


	Fragile X-related health knowledge, and resource use
	Women who carry a fragile X premutation
	Smolich 2020 [25]
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