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Supplementary table 1. Overview of 115 selected studies
	No.
	Author(s) and Year
	Source
	Study participant(s)
	Study location(s)
	Type(s) of disease (ICD-11 MMS)
	Study topic(s)
	Methodology(ies)
	T/A

	1
	Rudebeck et al (2020) [1]
	JIMD Rep
	Group 1 (Patients)
	Asia  (Unspecified) + Europe (France, Italy, Netherlands, Slovakia, Spain, UK)
	Alkaptonuria (5C50.10)
	Experience (diagnosis, treatment)
	Quantitative (Questionnaire)
	o

	2
	Mancuso et al (2020) [2]
	Neurol Sci
	Group 2 (Specialists (Neurologists))
	Europe (Italy)
	Unspecified diseases of the nervous system (8E7Z)
	Knowledge
	Quantitative (Questionnaire)
	o

	3
	Takeuchi et al (2020) [3]
	Brain Dev
	Group 2 (Specialists (Pediatrics, Neurology, Genetics))
	Asia (China, Hong Kong, India, Iran, Japan, Malaysia, Myanmar, Pakistan, Philippines, Singapore, South Korea, Taiwan, Thailand) + Oceania (Australia, New Zealand)
	Duchenne muscular dystrophy (8C70.1)
	Experience (treatment)
	Quantitative (Questionnaire)
	o

	4
	Yan, He and Dong (2020) [4]
	Int J Environ Res Public Health
	Group 1 (Patients)
	Asia (China)
	Unspecified
	Experience (diagnosis)
	Mixed (Questionnaire + Literature review)
	

	5
	Ramalle-Gómara et al (2020) [5]
	Orphanet J Rare Dis
	Group 2 (Specialists (Gynecology, Hematology, Neurology, Oncology, Pediatric), GPs)
	Europe (Spain)
	Unspecified
	Education
	Quantitative (Questionnaire)
	

	6
	Hartman et al (2020) [6]
	Eur J Hum Genet
	Group 3 (Funders)
	North America (US)
	Unspecified
	Experience (ELSI funding, difficulties)
	Mixed (Questionnaire + Discussion)
	o

	7
	Requena-Fernández et al (2020) [7]
	J Clin Med
	Group 2 (Specialists (Pediatrics)) + Group 3 (Medical school students)
	Europe (Spain)
	α-1-Antitrypsin deficiency (5C5A), Primary ciliary dyskinesia (LA75.Y)
	Knowledge
	Quantitative (Questionnaire)
	o

	8
	Painous et al (2020) [8]
	Eur J Neurol
	Group 2 (Specialists (Neurologists))
	Europe (unspecified)
	Dystonia (MB47.4), Paroxysmal dyskinesia (8A02.2), Neurodegeneration with brain iron accumulation (5C64.1), Ataxias (MB45.0), Hereditary spastic paraparesis (8B44.0Z), Atypical parkinsonism 9(8A00.1Z), Choreas (10-8A0Y)
	Experience (treatment)
	Quantitative (Questionnaire)
	

	9
	Peeks et al (2020) [9]
	J Inherit Metab Dis
	Group 1 (Patients, Caregivers, Patient Organizations) + Group 2 (GPs, Other HCPs (Nurses, Dieticians))
	Africa + Asia + Europe + Oceania + South America + North America (unspecified)
	Liver glycogen storage disease (5C51.3)
	Opinion (research priorities)
	Mixed (Questionnaire + Literature review)
	O (G1, G2)

	10
	Byrne et al (2020) [10]
	Ir J Med Sci
	Group 2 (GPs)
	Europe (Ireland)
	Unspecified
	Experience (access to information)
	Quantitative (Questionnaire)
	

	11
	Quinn et al (2020) [11]
	J Genet Couns
	Group 1 (Patients, Families, Caregivers)
	North America (US)
	Unspecified
	Experience (access to information)
	Mixed (Questionnaire + Interview)
	o

	12
	Qian et al (2019) [12]
	J Community Genet
	Group 1 (Patients, Families)
	Asia (Malaysia) + North America (US)
	Unspecified
	Experience (assess to genetics-related information)
	Quantitative (Questionnaire)
	o

	13
	Marques-da-Silva et al (2019) [13]
	JIMD Rep
	Group 1 (Families)
	Europe (unspecified)
	Congenital disorder of glycosylation (5C54.0)
	Experience (liver involvement)
	Mixed (Questionnaire + Literature review)
	

	14
	Conner et al (2019) [14]
	Orphanet J Rare Dis
	Group 1 (Families)
	North America (US)
	Mucopolysaccharidosis Type I (5C56.30)
	Experience (burden of illness, medical/educational needs after transplant)
	Quantitative (Questionnaire)
	

	15
	Khair and Pelentsov (2019) [15]
	Haemophilia
	Group 1 (Families)
	Europe (UK)
	Haemophilia (3B12)
	Knowledge
	Quantitative (PNS-RD)
	

	16
	Noone et al (2019) [16]
	Haemophilia
	Group 1 (Patients)
	Europe (Denmark, France, Germany, Netherlands, UK)
	Haemophilia (3B12)
	Experience (diagnosis, QoL)
	Quantitative (Questionnaire)
	

	17
	Rush et al (2019) [17]
	Orphanet J Rare Dis
	Group 1 (Patients)
	North America (US)
	Hypophosphatasia (5C64.3)
	Experience (burden of disease, QoL)
	Mixed (Questionnaire + Interview)
	o

	18
	Rice et al (2019) [18]
	Disabil Rehabil
	Group 1 (Caregivers)
	Europe (France, UK) + North America (Canada, US) + Oceania (Australia)
	Systemic sclerosis (4A42)
	Experience (psychological distress, access of information)
	Quantitative (Questionnaire)
	

	19
	Crowe et al (2019) [19]
	Front Public Health
	Group 1 (Patients, Families, Caregivers) +Group 2 (GPs, Other HCPs) + Group 3 (social support practitioners)
	Europe (Northern Ireland)
	Unspecified
	Experience (source of knowledge, awareness)
	Mixed (Questionnaire + Literature review)
	o

	20
	Hollis et al (2019) [20]
	Paediatr Child Heal
	Group 1 (Families, Caregivers)
	North America (Canada)
	Nephrotic syndrome (GB41)
	Experience (diagnosis, treatment)
	Quantitative (Questionnaire)
	o

	21
	Baldelli et al (2019) [21]
	Orphanet J Rare Dis
	Group 1 (Patients)
	Europe (Italy)
	Poland's syndrome (LB73.10)
	Experience (diagnosis)
	Quantitative (Questionnaire)
	

	22
	Yankouskaya et al (2019) [22]
	J Clin Rheumatol
	Group 1 (Patients)
	Europe (UK)
	Behcet's disease (4A62)
	Opinion (illness perception, health status)
	Quantitative (Questionnaire)
	

	23
	Swezey et al (2019) [23]
	Osteoporos Int
	Group 1 (Patients)
	Asia (Unspecified) + Europe (Unspecified) + North America (US) + Oceania (Australia)
	Osteogenesis imperfecta (LD24.K0)
	Experience (symptoms, QoL)
	Qualitative (Discussion)
	

	24
	Nakahara et al (2019) [24]
	Disabil Rehabil
	Group 1 (Patients)
	Asia (Japan)
	Fibrodysplasia ossificans progressiva (FB31.1)
	Experience (QoL)
	Quantitative (Questionnaire)
	

	25
	Morrison et al (2019) [25]
	Orphanet J Rare Dis
	Group 1 (Caregivers)
	Asia (Turkey) + Europe (Germany, Netherlands, Spain)
	Mucopolysaccharidosis type VII (5C56.3Y)
	Experience (diagnosis, burden of illness)
	Quantitative (Questionnaire)
	

	26
	Karaa et al (2019) [26]
	Data Br
	Group 1 (Patients, Caregivers) + Group 2 (Specialists (Mithochondrial))
	North America (US)
	Unspecified
	Experience (diagnosis, treatment)
	Quantitative (Questionnaire)
	

	27
	Courbier et al (2019) [27]
	Orphanet J Rare Dis
	Group 1 (Patients, Families)
	Europe (unspecified)
	Unspecified
	Opinion (data sharing)
	Quantitative (Questionnaire)
	

	28
	Yoo et al (2019) [28]
	J Allergy Clin Immunol
	Group 1 (Caregivers)
	North America (Canada, US)
	Primary immunodeficiency disorders (4A00)
	Experience (psychological distress)
	Mixed (Open-ended questionnaire)
	o

	29
	Marshall et al (2019) [29]
	Genet Med
	Group 1 (Families)
	North America (Canada)
	Unspecified
	Opinion (diagnostic testing)
	Quantitative (Discrete choice experiment)
	

	30
	Delisle et al (2019) [30]
	Disabil Rehabil
	Group 1 (Patients, Patients Organizations)
	North America (Canada, US)
	Scleroderma (EB61.Y)
	Experience (Self-efficacy)
	Quantitative (Questionnaire)
	

	31
	López-Bastida et al (2019) [31]
	Health Policy
	Group 2 (Other HCPs: healthcare managers, clinical/health economists)
	Europe (England, France, Germany, Italy, Spain)
	Unspecified
	Opinion (societal value)
	Mixed (Discrete choice experiment + Literature review)
	

	32
	López-Bastida et al (2019) [32]
	Orphanet J Rare Dis
	Group 1 (Patients)
	Europe (Italy)
	Cystic fibrosis (CA25), Haemophilia (3B12)
	Opinion (societal value)
	Mixed (Discrete choice experiment + Literature review)
	

	33
	Baqué et al (2019) [33]
	Press Medicale
	Group 2 (GPs)
	Europe (France)
	Unspecified
	Experience (diagnosis, treatment)
	Mixed (Questionnaire + Interview)
	

	34
	Ivarsson et al (2018) [34]
	Clin Respir J
	Group 1 (Patients)
	Europe (Sweden)
	Primary pulmonary hypertension (BB01.0)
	Experience (medication adherence, access to information)
	Quantitative (Questionnaire)
	

	35
	Fu et al (2018) [35]
	Ann Allergy, Asthma Immunol
	Group 2 (GPs)
	North America (Canada)
	Hereditary angioedema (4A00.14)
	Experience (treatment)
	Quantitative (Questionnaire)
	

	36
	Peiris et al (2018) [36]
	J Med Devices, Trans ASME
	Group 2 (Specialists (Pediatrics, Neurology, Pulmonology, Cardiology))
	North America (US)
	Unspecified
	Experience (treatment)
	Quantitative (Questionnaire)
	

	37
	Ho et al (2018) [37]
	J Pediatr
	Group 1 (Patients, Caregivers)
	North America (US)
	Epilepsy (8A6Z)
	Prevalence (comorbidities)
	Quantitative (Questionnaire)
	

	38
	Tory et al (2018) [38]
	Pediatr Rheumatol
	Group 1 (Patients, Families) + Group 2 (Specialists (Rheumatologists), Nurses)
	North America (US)
	Juvenile idiopathic inflammatory myositis (4A41.01)
	Opinion (QoL)
	Quantitative (Questionnaire)
	

	39
	Schadewald et al (2018) [39]
	JIMD Rep
	Group 1 (Caregivers)
	North America (US)
	Mucopolysaccharidosis (5C56.3)
	Experience (coping)
	Mixed (Open-ended questionnaire)
	

	40
	Efthymiadou et al (2018) [40]
	Int. J. Technol. Assess. Health Care
	Group 1 (Patients)
	Europe (France, Romania, UK) + North America (US)
	Unspecified
	Experience (QoL)
	Quantitative (Questionnaire)
	

	41
	Lopes et al (2018) [41]
	Clinics (Sao Paulo, Brazil)
	Group 1 (Patients, Families, Patient Organizations) + Group 2 (Specialists, GPs)
	South America (Brazil)
	Unspecified
	Opinion (diagnosis, treatment)
	Mixed (Questionnaire + Interview)
	

	42
	Kanavin and Fjermestad (2018) [42]
	Orphanet J Rare Dis
	Group 1 (Patients)
	Europe (Norway)
	Hereditary spastic paraplegia (8B44.0)
	Prevalence (gastrointestinal and urinary complaints)
	Quantitative (Questionnaire)
	

	43
	McCausland et al (2018) [43]
	Patient
	Group 1 (Patients) + Group 2 (Specialists (Nephrologists, Hematologists))
	North America (US)
	Light chain amyloidosis (5D00.0)
	Experience (diagnosis)
	Mixed (Questionnaire + Interview)
	

	44
	Fu et al (2018) [44]
	J Chinese Pharm Sci
	Group 1 (Patients)
	Asia (China)
	Unspecified
	Experience (financial burden of disease, access 45to medical ser46vice)
	Quantitative (Questionnaire)
	

	45
	Liu et al (2018) [45]
	J Investig Med
	Group 1 (Patients)
	North America (US)
	Acromegaly (5A60.0)
	Expe47rience (burden48 of diseases, Q49oL, treat50ment)
	Quantitative (Questionnaire)
	

	46
	Chung et al (2018) [46]
	Urology
	Group 1 (Patients)
	North America (US)
	Paget's disease (FB85.Z)
	Experience (diagnosis, treatment)
	Quantitative (Questionnaire)
	

	47
	Peyron et al (2018) [47]
	Social Science and Medicine
	Group 1 (Families)
	Europe (France)
	Unspecified
	Opinion (treatment)
	Quantitative (Discrete choice experiment)
	

	48
	Richardson et al (2018) [48]
	J Genet Couns
	Group 1 (Patients, Families)
	Oceania (Australia)
	Catecholaminergic polymorphic ventricular tachycardia (BC65.5)
	Experience (psychosocial outcomes, QoL)
	Mixed (Open-ended questionnaire)
	o

	49
	Kazimierska-Zając et al (2018) [49]
	J Neurol Neurosurg Nurs
	Group 1 (Patients)
	Europe (Poland)
	Spinocerebellar ataxia (8A03.16)
	Experience (QoL)
	Quantitative (SF-36 + AIS)
	

	50
	Cockerell et al (2018) [50]
	BMC Nephrol
	Group 1 (Patients, Families)
	Europe (France, Norway)
	Tuberous sclerosis (LD2D.2)
	Knowledge
	Quantitative (Questionnaire)
	

	51
	Adachi et al (2018) [51]
	Orphanet J Rare Dis
	Group 2 (GPs) + Group 3 (University hospitals account executives)
	Asia (Japan)
	Unspecified
	Prevalence
	Quantitative (Questionnaire)
	o

	52
	Ivleva et al (2018) [52]
	JIMD Rep
	Group 1 (Patients)
	Europe (UK)
	Fabry’s(-Anderson) disease (5C56.01)
	Experience (QoL)
	Quantitative (Questionnaire)
	

	53
	Szczepura et al (2018) [53]
	Clin Genet
	Group 1 (Families)
	Europe (UK)
	Unspecified
	Experience (diagnosis, care, counselling)
	Quantitative (Questionnaire)
	

	54
	Xun et al (2018) [54]
	J Commun Healthc
	Group 1 (Patients)
	North America (US)
	α-1-Antitrypsin deficiency (5C5A)
	Opinion (access to information)
	Mixed (Open-ended questionnaire)
	

	55
	Zurynski et al (2017) [55]
	Orphanet J Rare Dis
	Group 1 (Patients, Families)
	Oceania (Australia)
	Unspecified
	Experience (diagnosis)
	Quantitative (Questionnaire)
	o

	56
	Richardson et al (2017) [56]
	PharmacoEconomics - Open
	Group 3 (Public)
	Oceania (Australia)
	Unspecified
	Opinion (funds)
	Mixed (Questionnaire + Interview)
	

	57
	Chen et al (2017) [57]
	Value Health
	Group 1 (Patients)
	North America (US)
	Haemophilia B (3B11.0)
	Experience (treatment, symptoms)
	Quantitative (Questionnaire)
	

	58
	Polisena et al (2017) [58]
	BMC Health Serv. Res
	Group 3 (Public)
	North America (Canada)
	Unspecified
	Opinion (funds)
	Quantitative (Questionnaire)
	

	59
	Bogart and Irvin (2017) [59]
	Orphanet J Rare Dis
	Group 1 (Patients)
	North America (US)
	Unspecified
	Experience (QoL)
	Quantitative (Questionnaire)
	

	60
	Patriquin et al (2017) [60]
	J Clin Apher
	Group 2 (Specialists (Nephrologists, Hematologists))
	North America (Canada)
	Thrombotic thrombocytopenic purpura (3B64.14)
	Experience (treatment)
	Quantitative (Questionnaire)
	o

	61
	Amelot et al (2017) [61]
	Pharmaceut Med
	Group 1 (Patients, Families)
	Europe (France)
	Friedreich’s ataxia (8A03.10)
	Opinion (expectation concerning the announcement of results for the clinical trial, scientific publication, willingness)
	Quantitative (Questionnaire)
	o

	62
	Wiss et al (2017) [62]
	Med Decis Mak
	Group 3 (Public)
	Europe (Sweden)
	Unspecified
	Opinion (treatments)
	Quantitative (Questionnaire)
	

	63
	Zurynski et al (2017) [63]
	BMJ Paediatr Open
	Group 2 (Specialists (Pediatricians))
	Oceania (Australia)
	Unspecified
	Experience (treatment, access to information)
	Quantitative (Questionnaire)
	o

	64
	Schwartz et al (2017) [64]
	Qual Life Res
	Group 1 (Patients)
	North America (US)
	Unspecified
	Experience (QoL, resilience)
	Quantitative (Questionnaire)
	o

	65
	Lloyd et al (2017) [65]
	Curr Med Res Opin
	Group 3 (Public)
	Europe (UK)
	Fabry’s(-Anderson) disease (5C56.01)
	Opinion (treatments)
	Quantitative (Discrete choice experiment)
	o

	66
	Bayliss et al (2017) [66]
	Orphanet J Rare Dis
	Group 1 (Patients)
	North America (US)
	Light chain amlyoidosis (5D00.0)
	Experience (QoL, burden of illness)
	Quantitative (SF-36)
	

	67
	O’Hara et al (2017) [67]
	Orphanet J Rare Dis
	Group 1 (Patients) + Group 2 (Specialists (Haematologists))
	Europe (France, Germany, Italy, Spain, UK)
	Haemophilia (3B12)
	Experience (burden of illness)
	Quantitative (Questionnaire)
	

	68
	Heuyer et al (2017) [68]
	Patient Relat Outcome Meas
	Group 1 (Patients, Families)
	Europe (France)
	Unspecified
	Experience (diagnosis, communications)
	Quantitative (Questionnaire)
	

	69
	Cacioppo et al (2016) [69]
	Am J Med Genet Part C Semin Med Genet
	Group 1 (Families)
	North America (US)
	Cornelia de Lange syndrome (LD2F.1Y)
	Experience (with internet support group)
	Mixed (Questionnaire + Interview)
	

	70
	Engelstad et al (2016) [70] 
	Hum Reprod
	Group 1 (Patients, Families) + Group 3 (Donors)
	North America (US)
	Unspecified
	Opinion (treatment)
	Quantitative (Questionnaire)
	

	71
	Xin et al (2016) [71]
	Chin Med J (Engl)
	Group 1 (Patients)
	Asia (China)
	Unspecified
	Experience (financial burden)
	Quantitative (Questionnaire)
	

	72
	Behan et al (2016) [72]
	Eur Respir J
	Group 1 (Patients, Families)
	Africa (Algeria, South Africa) + Asia (Iran, Qatar) + Europe (Austria, Belgium, Cyprus, Denmark, France, Germany, Greece, Ireland, Italy, Norway, Poland, Portugal, Spain, Switzerland, UK) + North America (Canada, US)  + Oceania (Australia) + South America (Chile)
	Primary ciliary dyskinesia (LA75.Y)
	Experience (diagnosis, treatment)
	Mixed (Questionnaire + Interview)
	o

	73
	Karaa et al (2016) [73]
	Mol Genet Metab
	Group 1 (Patients, Families)
	North America (US)
	Unspecified
	Experience (treatment)
	Quantitative (Questionnaire)
	

	74
	Serrano-Aguilar et al (2016) [74]
	Expert Opin. Orphan Drugs
	Group 1 (Patients)
	Europe (Spain)
	Unspecified hereditary retinal dystrophy (9B70)
	Experience (health problems, access to information, treatment)
	Mixed (Delphi technique + Literature review)
	o

	75
	Darquy et al (2016) [75]
	Eur J Hum Genet
	Group 1 (Patients, Families)
	Europe (Belgium, France, Germany, Italy, Spain)
	Leukodystrophies (8A44)
	Opinion (data sharing)
	Quantitative (Questionnaire)
	

	76
	Morel et al (2016) [76]
	Orphanet J Rare Dis
	Group 1 (Patients, Caregivers)
	Europe (UK)
	Unspecified
	Opinion (preference in treatment)
	Quantitative (Discrete choice experiment)
	o

	77
	Delisle et al (2016) [77]
	Clin Exp Rheumatol
	Group 1 (Patients)
	North America (Canada)
	Scleroderma (EB61.Y)
	Opinion (engagement)
	Quantitative (Questionnaire)
	

	78
	Péntek et al (2016) [78]
	Eur J Heal Econ
	Group 1 (Patients, Caregivers)
	Europe (Bulgaria, France, Germany, Hungary, Italy, Spain, Sweden)
	Mucopolysaccharidosis   (5C56.3)
	Experience (QoL)
	Quantitative (Questionnaire)
	

	79
	Senger et al (2016) [79]
	Appl Nurs Res
	Group 1 (Families)
	North America (US)
	Unspecified
	Experience (stress, coping)
	Quantitative (Questionnaire)
	

	80
	Molster et al (2016) [80]
	Orphanet J Rare Dis
	Group 1 (Patients)
	Oceania (Australia)
	Unspecified
	Experience (diagnosis, access to information, support service)
	Quantitative (Questionnaire)
	

	81
	Merkel et al (2016) [81]
	Orphanet J Rare Dis
	Group 1 (Patient organizations)
	North America (US)
	Unspecified
	Opinion (engagement, network)
	Quantitative (Questionnaire)
	

	82
	Carpenter et al (2016) [82]
	Curr Rheumatol Rev
	Group 1 (Patients)
	North America (US)
	Vasculitis (4A44), Lupus (4A40.Z)
	Experience (support, constraint)
	Quantitative (Questionnaire)
	o

	83
	Pelentsov et al (2016) [83]
	BMC Fam. Pract
	Group 1 (Families)
	Oceania (Australia, New Zealand)
	Unspecified
	Experience (satisfaction with care, needs of providing daily care)
	Quantitative (Questionnaire)
	

	84
	Bosch et al (2015) [84]
	Orphanet J Rare Dis
	Group 1 (Patients, Families)
	Asia (Turkey) + Europe (France, Germany, Italy, Netherlands, Spain, UK)
	Phenylketonuria (5C50.0)
	Experience (QoL)
	Quantitative (Questionnaire)
	

	85
	Dragojlovic et al (2015) [85]
	Patient
	Group 3 (Public)
	North America (Canada)
	Unspecified
	Opinion (funds)
	Quantitative (Questionnaire)
	o

	86
	Ramalle-Gõmara et al (2015) [86]
	J Eval Clin Pract
	Group 2 (GPs) + Group 3 (University students, vocational health education students, nursing students)
	Europe (Spain)
	Unspecified
	Knowledge
	Quantitative (Questionnaire)
	o

	87
	Melo et al (2015) [87]
	J Community Genet
	Group 2 (GPs, Other HCPs (Nurses, Dentists))
	South America (Brazil)
	Unspecified
	Knowledge
	Quantitative (Questionnaire)
	

	88
	Tosi et al (2015) [88]
	Orphanet J Rare Dis
	Group 1 (Patients)
	North America (US)
	Osteogenesis imperfecta (LD24.K0)
	Experience (epidemiological features)
	Quantitative (Questionnaire)
	o

	89
	Oliveira et al (2015) [89]
	Orphanet J Rare Dis
	Group 1 (Patients, Caregivers)
	Europe (Portugal)
	Unspecified
	Experience (innovative solutions)
	Mixed (Questionnaire + Interview)
	

	90
	Shin et al (2015) [90]
	Cancer Res Treat
	Group 2 (Specialists (Oncologists))
	Asia (South Korea)
	Rare cancer diseases (No code, Neoplasms)
	Experience (treatment)
	Quantitative (Questionnaire)
	o

	91
	Samoutis and Samoutis (2015) [91]
	Int J Caring Sci
	Group 2 (Specialists (Orthopedics, Rheumatologists))
	Europe (Cyprus)
	Paget's disease (FB85.Z)
	Prevalence
	Quantitative (Questionnaire)
	

	92
	Forsythe et al (2015) [92]
	J Comp Eff Res
	Group 1 (Patients) + Group 2 (GPs)
	North America (US)
	Unspecified
	Opinion (comparative effectiveness research, engagement)
	Quantitative (Questionnaire)
	

	93
	Johnson et al (2015) [93]
	Muscle Nerve
	Group 1 (Patients)
	North America (US)
	Charcot-Marie-tooth disease (8C21.Z)
	Prevalence (frequency, location, severity, duration)
	Quantitative (Questionnaire)
	o

	94
	Houyez et al (2014) [94]
	Interact J Med Res
	Group 1 (Patients, Families) + Group 2 (Other HCPs) + Group 3 (Public)
	Europe (Bulgaria, Croatia, Denmark, France, Italy, Portugal, Romania, Spain)
	Unspecified
	Experience (access to information)
	Quantitative (Questionnaire)
	o

	95
	McClain et al (2014) [95]
	Clin. Pediatr. (Phila)
	Group 2 (GPs)
	North America (US)
	Unspecified
	Experience (care)
	Quantitative (Questionnaire)
	

	96
	Hendriksz et al (2014) [96]
	Orphanet J. Rare Dis
	Group 1 (Patients, Caregivers)
	Asia (Turkey) + Europe (Germany, Spain, UK) +South America (Brazil, Columbia)
	Morquio syndrome (5C56.32)
	Experience (burden of illness, QoL)
	Quantitative (Questionnaire)
	

	97
	Smorti et al (2014) [97]
	Psychol Heal Med
	Group 1 (Patients)
	Europe (Italy)
	Light chain amyloidosis (5D00.0)
	Experience (depression, cardiac symptoms)
	Quantitative (Questionnaire)
	

	98
	Johnson et al (2014) [98]
	Neuromuscul Disord
	Group 1 (Patients)
	Europe (Italy, UK) + Oceania (Australia) + North America (US)
	Charcot-Marie-tooth disease (8C21.Z)
	Experience (symptoms, QoL)
	Mixed (Questionnaire + Interview)
	

	99
	Greulich et al (2013) [99]
	Respir Med
	Group 2 (Specialists (Pulmonologists, Internal medicine specialists), GPs)
	Europe (Germany, Italy)
	α-1-Antitrypsin deficiency (5C5A)
	Knowledge
	Mixed (Questionnaire + Patient records analysis)
	o

	100
	Zhou et al (2013) [100]
	Ophthalmic Physiol Opt
	Group 1 (Patients, Carriers)
	Europe (UK) + North America (Canada, US)
	Choroideremia (9B61)
	Prevalence
	Quantitative (Questionnaire)
	o

	101
	Anderson et al (2013) [101]
	Orphanet J. Rare Dis
	Group 1 (Families, Caregivers)
	Oceania (Australia)
	Lysosomal storage disease (5C56.Z), Unspecified
	Experience (diagnosis, healthcare service use)
	Quantitative (Questionnaire)
	o

	102
	Calvert et al (2013) [102]
	Qual Life Res
	Group 1 (Patients)
	Oceania (Australia)
	Charcot-Marie-tooth disease (8C21.Z) + Huntington’s disease (8A01.10) + Motor neuron disease (8B60.Z) + Multiple system atrophy (8D87.0Z) + Post Polio syndrome (8B62) + Progressive supranuclear palsy (8A00.10) + Ataxia (MB45.0)
	Experience (QoL)
	Quantitative (Questionnaire)
	

	103
	Desser (2013) [103]
	Soc Sci Med
	Group 2 (Specialists, GPs)
	Oceania (Australia)
	Unspecified
	Opinion (treatment)
	Quantitative (Questionnaire)
	o

	104
	Tozzi et al (2013) [104]
	Orphanet J. Rare Dis
	Group 1 (Families)
	Europe (Italy)
	Unspecified
	Experience (internet use- access to information, online communities)
	Quantitative (Questionnaire)
	

	105
	Motil et al (2012) [105]
	J Pediatr Gastroenterol Nutr
	Group 1 (Families)
	North America (Canada, US)
	Rett’s syndrome (LD90.4)
	Prevalence (gastrointestinal and nutritional disorders)
	Quantitative (Questionnaire)
	o

	106
	Carpenter et al (2012) [106]
	J Am Pharm Assoc
	Group 1 (Patients)
	Europe (Unspecified) + Oceania (Australia) + North America (Canada, US)
	Vasculitis (4A44)
	Experience (source of knowledge)
	Quantitative (Questionnaire)
	

	107
	Henschke (2012) [107]
	Health Policy (New York)
	Group 1 (Patients)
	Europe (Germany)
	Duchenne muscular dystrophy (8C70.1), Amyotrophic lateral sclerosis (8B60.5)
	Experience (financial burden, financial supports/regulations)
	Mixed (Questionnaire + Interview)
	

	108
	Zhao et al (2012) [108]
	Intractable Rare Dis Res
	Group 2 (Specialists (Maternal and Child Health))
	Asia (China)
	Polyostotic fibrous dysplasia (FB80.0), Marfan’s syndrome (LD28.0), Haemophilia (3B12), Osteogenesis imperfecta (LD24.K0), Classical phenylketonuria (5C50.00), Neurofibromatosis (LD2D.1Z)
	Knowledge
	Mixed (Questionnaire + Literature review)
	

	109
	Wicks et al (2010) [109]
	Intractable Rare Dis Res
	Group 1 (Patients)
	North America (US)
	Unspecified
	Experience (access to information)
	Quantitative (Questionnaire)
	o

	110
	Desser et al (2010) [110]
	BMJ (Online)
	Group 3 (Public)
	Europe (Norway)
	Unspecified
	Opinion (funds)
	Quantitative (Questionnaire)
	

	111
	Imrie et al (2009) [111] 
	J Med Econ
	Group 1 (Patients, Families, Caregivers)
	Europe (UK)
	Niemann-Pick disease type C (5C56.0Y)
	Experience (economic burden, healthcare use)
	Quantitative (Questionnaire)
	

	112
	Abularrage et al (2008) [112]
	J Vasc Surg
	Group 1 (Patients)
	North America (US)
	Takayasu's arteritis (4A44.1)
	Experience (QoL)
	Quantitative (SF-36)
	

	113
	Galéra (2006) [113]
	Am J Med Genet
	Group 1 (Patients)
	Europe
	Costello syndrome (LD2F.1Y)
	Prevalence (Behavioral aspects, temperamental features)
	Quantitative (Questionnaire)
	

	114
	Pasculli et al (2004) [114]
	Qual Life Res
	Group 1 (Patients)
	Europe (Italy)
	Hereditary haemorrhagic telangiectasia (LA90.00), Rendu-Osler-Weber disease (LA90.00)
	Experience (QoL)
	Quantitative (SF-36)
	

	115
	Robey et al (2003) [115]
	Dev Med Child Neurol
	Group 1 (Families)
	North America (US)
	Lesch-Nyhan syndrome (5C55.01)
	Experience (psychological distress, self-mutilation)
	Quantitative (Questionnaire)
	



*In determining the order of numbers of the 115 seleted studies, we used the publichation year as a criterion (by descending order). The article number is aligned with the following tables (Supplementary table 3-7). T/A: Thematic Analysis using NVivo
Supplementary table 2. Exclusion criteria
	No.
	Exclusion criteria
	Number of studies (%)

	1
	Non-English surveys
	6
	(0.6)

	2
	Non-rare disease surveys
	106
	(10.1)

	3
	Non-human stakeholder surveys
	55
	(5.3)

	4
	Non-Peer Reviewed Journal
	722
	(69.0)

	
	4-1
	Conference/Meeting abstract
	(456)
	

	
	4-2
	Comment/Review/Editorial/Discussion/Letter
	(66)
	

	
	4-3
	Case Report
	(72)
	

	
	4-4
	Clinical Paper
	(125)
	

	
	4-5
	Book/Dissertation
	(3)
	

	5
	Surveys aiming to establish clinical trial protocols
	101
	(9.6)

	6
	Secondary data analysis studies
	37
	(3.5)

	7
	Published before 2002
	15
	(1.4)

	8
	Full text unavailable
	5
	(0.5)

	Total
	1,047
	(100.0)






Supplementary table 3. Study locations
	Article #
	Continent
	Countries

	9*
	Africa+Asia+Europe+Oceania+North America+South America
	C1+C2+C3+C4+C5+C6
	Canada, US

	72
	Africa+Asia+Europe+Oceania+North America+South America
	C1+C2+C3+C4+C5+C6
	Belgium, Denmark, France, Germany, UK, US, Italy, Australia, Switzerland, Canada, Cyprus, Ireland, Greece, South Africa, Austria, Chile, Portugal, Qatar, Poland, Iran, Norway, Spain, Algeria

	4
	Asia
	C3
	China

	24
	Asia
	C3
	Japan

	44
	Asia
	C3
	China

	51
	Asia
	C3
	Japan

	71
	Asia
	C3
	China

	90
	Asia
	C3
	South Korea

	108
	Asia
	C3
	China

	1
	Asia+Europe
	C1+C3
	France, Italy, Netherlands, Slovakia, Spain, UK

	25
	Asia+Europe
	C1+C3
	Germany, Netherlands, Spain, Turkey

	84
	Asia+Europe
	C1+C3
	France, Germany, Italy, Netherlands, Spain, Turkey, UK

	23*
	Asia+Europe+Oceania+North America
	C1+C2+C3+
C4
	Australia, US

	96
	Asia+Europe+South America
	C1+C3+C5
	Brazil, Colombia, Germany, Spain, Turkey, UK

	12
	Asia+North America
	C2+C3
	Malaysia, US

	3
	Asia+Oceania
	C3+C4
	Australia, China, Hong Kong, India, Iran, Japan, Malaysia, Myanmar, New Zealand, Pakistan, Philippines, Singapore, South Korea, Taiwan, Thailand

	2
	Europe
	C1
	Italy

	5
	Europe
	C1
	Spain

	7
	Europe
	C1
	Spain

	8*
	Europe
	C1
	

	10
	Europe
	C1
	Ireland

	13*
	Europe
	C1
	

	15
	Europe
	C1
	UK

	16
	Europe
	C1
	Denmark, France, Germany, Netherlands, UK

	19
	Europe
	C1
	Norther Ireland

	21
	Europe
	C1
	Italy

	22
	Europe
	C1
	UK

	27*
	Europe
	C1
	

	31
	Europe
	C1
	England, France, Germany, Italy, Spain

	32
	Europe
	C1
	Italy

	33
	Europe
	C1
	France

	34
	Europe
	C1
	Sweden

	42
	Europe
	C1
	Norway

	47
	Europe
	C1
	France

	49
	Europe
	C1
	Poland

	50
	Europe
	C1
	France, Norway

	52
	Europe
	C1
	UK

	53
	Europe
	C1
	UK

	61
	Europe
	C1
	France

	62
	Europe
	C1
	Sweden

	65
	Europe
	C1
	UK

	67
	Europe
	C1
	France, Germany, Italy, Spain, UK

	68
	Europe
	C1
	France

	74
	Europe
	C1
	Spain

	75
	Europe
	C1
	Belgium, France, Germany, Italy, Spain

	76
	Europe
	C1
	UK

	78
	Europe
	C1
	Bulgaria, France, Germany, Hungary, Italy, Spain, Sweden

	86
	Europe
	C1
	Spain

	89
	Europe
	C1
	Portugal

	91
	Europe
	C1
	Cyprus

	94
	Europe
	C1
	Bulgaria, Croatia, Denmark, France, Italy, Portugal, Romania, Spain

	97
	Europe
	C1
	Italy

	99
	Europe
	C1
	Germany, Italy

	102
	Europe
	C1
	UK

	103
	Europe
	C1
	Norway

	104
	Europe
	C1
	Italy

	107
	Europe
	C1
	Germany

	110
	Europe
	C1
	Norway

	111
	Europe
	C1
	UK

	113
	Europe
	C1
	France

	114
	Europe
	C1
	Italy

	40
	Europe+North America
	C1+C2
	France, Romania, UK, US

	100
	Europe+North America
	C1+C2
	UK, Canada, US

	18
	Europe+Oceania+North America
	C1+C2+C4
	Australia, Canada, France, UK, US

	98
	Europe+Oceania+North America
	C1+C2+C4
	Australia, Italy, UK, USA

	106*
	Europe+Oceania+North America
	C1+C2+C4
	US, Cadana, Europe, Australia

	6
	North America
	C2
	US

	11
	North America
	C2
	US

	14
	North America
	C2
	US

	17
	North America
	C2
	US

	20
	North America
	C2
	Canada

	26
	North America
	C2
	US

	28
	North America
	C2
	Canada, US

	29
	North America
	C2
	Canada

	30
	North America
	C2
	Canada, US

	35
	North America
	C2
	Canada

	36
	North America
	C2
	US

	37
	North America
	C2
	US

	38
	North America
	C2
	US

	39
	North America
	C2
	US

	43
	North America
	C2
	US

	45
	North America
	C2
	US

	46
	North America
	C2
	US

	54
	North America
	C2
	US

	57
	North America
	C2
	US

	58
	North America
	C2
	Canada

	59
	North America
	C2
	US

	60
	North America
	C2
	Canada

	64
	North America
	C2
	US

	66
	North America
	C2
	US

	69
	North America
	C2
	US

	70
	North America
	C2
	US

	73
	North America
	C2
	US

	77
	North America
	C2
	Canada

	79
	North America
	C2
	US

	81
	North America
	C2
	US

	82
	North America
	C2
	US

	85
	North America
	C2
	Canada

	88
	North America
	C2
	US

	92
	North America
	C2
	US

	93
	North America
	C2
	US

	95
	North America
	C2
	US

	105
	North America
	C2
	Canada, US

	109
	North America
	C2
	US

	112
	North America
	C2
	US

	115
	North America
	C2
	US

	48
	Oceania
	C4
	Australia

	55
	Oceania
	C4
	Australia

	56
	Oceania
	C4
	Australia

	63
	Oceania
	C4
	Australia

	80
	Oceania
	C4
	Australia

	83
	Oceania
	C4
	Australia, New Zealand

	101
	Oceania
	C4
	Australia

	41
	South America
	C5
	Brazil

	87
	South America
	C5
	Brazil



*Article 8, 9, 13, 23, 27, and 106 did not identify specific countries.  C1 is Europe, C2 is North America, C3 is Asia, C4 is Oceania, C5 is South America, C6 is Africa. 


Supplementary table 4. Stakeholders and study topics of 115 selected studies
	Article #
	Subject group
	Subject
	Key topic
	Topic details

	18
	1
	Caregivers
	Experience 
	

	25
	1
	Caregivers
	Experience
	Diagnosis, burden of illness

	28
	1
	Caregivers
	Experience
	Psychological distress

	39
	1
	Caregivers
	Experience
	Coping

	13
	1
	Families
	Experience
	Liver involvement

	14
	1
	Families
	Experience
	Burden of illness, medical/educational needs after transplant

	15
	1
	Families
	Knowledge
	

	29
	1
	Families
	Opinion
	Diagnostic testing

	47
	1
	Families
	Opinion
	Treatment

	69
	1
	Families
	Experience
	

	79
	1
	Families
	Experience
	Stress, coping

	83
	1
	Families
	Experience
	Satisfaction with care, needs of providing daily care

	104
	1
	Families
	Experience
	Internet use- access to information, online communities

	105
	1
	Families
	Prevalence
	Gastrointestinal and nutritional disorders

	115
	1
	Families
	Experience
	Self-mutilation

	53
	1
	Families 
	Experience
	Diagnosis, care, counselling

	20
	1
	Families, Caregivers
	Experience
	Diagnosis, treatment

	101
	1
	Families, Caregivers
	Experience
	Diagnosis, healthcare service use

	81
	1
	Patient support groups
	Opinion
	Engagement, network

	1
	1
	Patients
	Experience
	Diagnosis, treatment

	4
	1
	Patients
	Experience
	Diagnosis

	16
	1
	Patients
	Experience
	Diagnosis, QoL

	21
	1
	Patients
	Experience
	Diagnosis

	22
	1
	Patients
	Opinion
	Illness perception, health status

	23
	1
	Patients
	Experience
	

	24
	1
	Patients
	Experience
	QoL

	32
	1
	Patients
	Opinion
	Societal value

	34
	1
	Patients
	Experience
	Medication adherence, access to information

	40
	1
	Patients
	Experience
	QoL

	42
	1
	Patients
	Prevalence
	Gastrointestinal and urinary complaints

	44
	1
	Patients
	Experience
	Ginancial burden of disease, access to medical service

	45
	1
	Patients
	Experience
	Burden of diseases, QoL, treatment

	46
	1
	Patients
	Experience
	Diagnosis, treatment

	52
	1
	Patients
	Experience
	QoL

	54
	1
	Patients
	Opinion
	Access to information

	57
	1
	Patients
	Experience
	Treatment, symptoms

	59
	1
	Patients
	Experience
	QoL

	64
	1
	Patients
	Experience
	QoL, resilience

	66
	1
	Patients
	Experience
	QoL, burden of illness

	71
	1
	Patients
	Experience
	Financial burden

	74
	1
	Patients
	Experience
	Health problems, access to information, treatment

	77
	1
	Patients
	Experience
	

	80
	1
	Patients
	Experience
	Diagnosis, access to information, support service

	82
	1
	Patients
	Experience
	Support, constraint

	88
	1
	Patients
	Experience
	Epidemiological features

	93
	1
	Patients
	Prevalence
	Grequency, location, severity, duration

	97
	1
	Patients
	Experience
	Depression, cardiac symptoms

	98
	1
	Patients
	Experience
	Symptoms, QoL

	102
	1
	Patients
	Experience
	QoL

	106
	1
	Patients
	Experience
	Source of knowledge

	107
	1
	Patients
	Experience
	Financial burden, financial supports/regulations

	109
	1
	Patients
	Experience
	Access to information

	112
	1
	Patients
	Experience
	QoL

	113
	1
	Patients
	Prevalence
	Behavioral aspects, temperamental features

	114
	1
	Patients
	Experience
	QoL

	17
	1
	Patients 
	Experience
	Burden of disease, QoL

	49
	1
	Patients 
	Experience
	QoL

	37
	1
	Patients, Caregivers
	Prevalence
	Comorbidities

	76
	1
	Patients, Caregivers
	Opinion
	Preference in treatment

	78
	1
	Patients, Caregivers
	Experience
	QoL

	89
	1
	Patients, Caregivers
	Experience
	Innovative solutions

	96
	1
	Patients, Caregivers
	Experience
	Burden of illness, QoL

	30
	1
	Patients, Patients Support Group
	Self-efficacy
	

	100
	1
	Patients, Carriers
	Prevalence
	

	12
	1
	Patients, Families
	Experience
	Assess to genetics-related information

	27
	1
	Patients, Families
	Opinion
	Data sharing

	48
	1
	Patients, Families
	Experience
	Psychosocial outcomes, QoL

	50
	1
	Patients, Families
	Knowledge
	

	55
	1
	Patients, Families
	Experience
	Diagnosis

	61
	1
	Patients, Families
	Opinion
	Expectation concerning the announcement of results for the clinical trial, scientific publication, willingness

	68
	1
	Patients, Families
	Experience
	Diagnosis, communications

	72
	1
	Patients, Families
	Experience
	Diagnosis, treatment

	73
	1
	Patients, Families
	Experience
	Treatment

	75
	1
	Patients, Families
	Opinion
	Data sharing

	84
	1
	Patients, Families
	Experience
	QoL

	11
	1
	Patients, Families, Caregivers
	Experience
	Access to information

	111
	1
	Patients, Families, Caregivers
	Experience
	Economic burden, healthcare use

	99
	2
	GP, Specialists
	Knowledge
	.

	103
	2
	GP, Unidentified specialists
	Opinion
	Treatment

	31
	2
	Other HCPs
	Opinion
	Preferences

	10
	2
	Physicians
	Experience
	.

	33
	2
	Physicians
	Experience
	.

	35
	2
	Physicians
	Experience
	Treatment

	95
	2
	Physicians
	Experience
	.

	87
	2
	Physicians, Other HCPs
	Knowledge
	.

	5
	2
	Physicians, Specialists
	Education
	.

	2
	2
	Specialists
	Knowledge
	.

	3
	2
	Specialists
	Experience
	Treatment

	8
	2
	Specialists
	Opinion
	.

	36
	2
	Specialists
	Experience 
	.

	60
	2
	Specialists
	Experience
	Treatment

	63
	2
	Specialists
	Experience
	Treatment, access to information

	90
	2
	Specialists
	Experience
	Treatment

	91
	2
	Specialists
	Prevalence
	.

	108
	2
	Specialists
	Knowledge
	.

	56
	3
	Public
	Opinion
	Funds

	58
	3
	Public
	Opinion
	Funds

	62
	3
	Public
	Opinion
	Preference

	65
	3
	Public
	Opinion
	Treatments

	85
	3
	Public
	Opinion
	Funds

	110
	3
	Public
	Opinion
	Funds

	6
	3
	Others
	Experience
	ELSI funding, difficulties

	86
	Mixed (2+3)
	Physicians, Others
	Knowledge
	.

	70
	Mixed (1+3)
	Others, Patients, Families
	Opinion
	Treatment

	9
	Mixed (1+2)
	Patients, Caregivers, Other HCPs, Physicians, Patient Support Organizations
	Opinion
	Research priorities

	26
	Mixed (1+2)
	Patients, Caregivers, Specialists
	Experience
	Diagnosis, treatment

	19
	Mixed (1+2+3)
	Patients, Families, Carers, HCP, medical doctors, social support practitioners etc
	Experience
	Psychological, access to informatin, communication needs)

	38
	Mixed (1+2)
	Patients, Families, Nurses, Specialists (rheumatologists)
	Opinion
	.

	41
	Mixed (1+2)
	Patients, Families, Support groups, NGOs, Physicians, Specialists (unidentified)
	Opinion
	Diagnosis, treatment

	94
	Mixed (1+2+3)
	Patients, HCP, Families, Students
	Experience
	.

	92
	[bookmark: _Hlk99378956]Mixed (1+2)
	Patients, Physicians
	Opinion
	Comparative effectiveness research, engagement

	43
	Mixed (1+2)
	Patients, Specialists
	Experience
	Diagnosis

	51
	Mixed (2+3)
	Physicians, University hospitals
	Prevalence
	.

	7
	Mixed (2+3)
	Specialists, Medical school students
	Knowledge
	.

	67
	Mixed (1+2)
	Specialists, Patients
	Experience
	Burden of illness





Supplementary table 5. Types of diseases of 115 selected studies, in accordance with ICD-11 MMS

	Article #
	Disease name
	Disease type
	ICD 11

	90
	-
	02. Neoplasms
	General (tumor, no code)

	15
	Haemophilia
	03. Disease of the blood or blood-forming organs
	3B12

	16
	Haemophilia
	03. Disease of the blood or blood-forming organs
	3B12

	57
	Haemophilia B
	03. Disease of the blood or blood-forming organs
	3B11.0

	60
	Thrombotic thrombocytopenic purpura
	03. Disease of the blood or blood-forming organs
	3B64.14

	67
	Haemophilia
	03. Disease of the blood or blood-forming organs
	3B12

	18
	Systemic Sclerosis
	04. Diseases of the immune system
	4A42

	22
	Behcet's disease
	04. Diseases of the immune system
	4A62

	28
	Primary Immunodeficiency Disorders
	04. Diseases of the immune system
	4A00

	35
	Hereditary angioedema
	04. Diseases of the immune system
	4A00.14

	38
	Juvenile Idiopathic Inflammatory Myositis
	04. Diseases of the immune system
	4A41.01

	82
	Vasculitis Lupus
	04. Diseases of the immune system
	4A40.Z + 4A44

	106
	Vasculitis
	04. Diseases of the immune system
	4A44

	112
	Takayasu's Arteritis
	04. Diseases of the immune system
	4A44.1

	1
	Alkaptonuria
	05. Endocrine, nutritional or metabolic diseases
	5C50.10

	9
	Liver Glycogen Storage Disease
	05. Endocrine, nutritional or metabolic diseases
	5C51.3

	13
	Congenital disorder of glycosylation
	05. Endocrine, nutritional or metabolic diseases
	5C54.0

	14
	Mucopolysaccharidosis Type I
	05. Endocrine, nutritional or metabolic diseases
	5C56.30

	17
	Hypophosphatasia
	05. Endocrine, nutritional or metabolic diseases
	5C64.3

	25
	Mucopolysaccharidosis Type VII
	05. Endocrine, nutritional or metabolic diseases
	5C56.3Y

	39
	Mucopolysaccharidosis
	05. Endocrine, nutritional or metabolic diseases
	5C56.3

	43
	Light Chain Amyloidosis
	05. Endocrine, nutritional or metabolic diseases
	5D00.0

	45
	Acromegaly
	05. Endocrine, nutritional or metabolic diseases
	5A60.0

	52
	Fabry’s(-Anderson) disease
	05. Endocrine, nutritional or metabolic diseases
	5C56.01

	54
	α-1-Antitrypsin deficiency
	05. Endocrine, nutritional or metabolic diseases
	5C5A

	65
	Fabry’s(-Anderson) disease
	05. Endocrine, nutritional or metabolic diseases
	5C56.01

	66
	Light Chain Amlyoidosis
	05. Endocrine, nutritional or metabolic diseases
	5D00.0

	78
	Mucopolysaccharidosis
	05. Endocrine, nutritional or metabolic diseases
	5C56.3

	84
	Phenylketonuria
	05. Endocrine, nutritional or metabolic diseases
	5C50.0

	96
	Morquio syndrome
	05. Endocrine, nutritional or metabolic diseases
	5C56.32

	97
	Light Chain Amyloidosis
	05. Endocrine, nutritional or metabolic diseases
	5D00.0

	99
	α-1-Antitrypsin deficiency
	05. Endocrine, nutritional or metabolic diseases
	5C5A

	111
	Niemann-Pick disease type C
	05. Endocrine, nutritional or metabolic diseases
	5C56.0Y

	115
	Lesch-Nyhan syndrome
	05. Endocrine, nutritional or metabolic diseases
	5C55.01

	32
	Cystic Fibrosis (endocrine)
Haemophilia (vascular)
	05. Endocrine, nutritional or metabolic diseases + 03. Disease of the blood or blood-forming organs
	CA25 + 3B12

	7
	α-1-Antitrypsin deficiency, Primary ciliary dyskinesia
	05. Endocrine, nutritional or metabolic diseases + 20. Developmental anomalies
	5C5A + LA75.Y

	101
	lysosomal storage disease (endocrine), mitochondrial disease (neurological)
	05. Endocrine, nutritional or metabolic diseases + General
	5C56.Z + General (mitochondrial disorders)

	8
	Dystonia, Paroxysmal dyskinesia, neurodegeneration with brain iron accumulation, ataxias, hereditary spastic paraparesis, atypical parkinsonism, choreas
	08. Disease of the nervous system + 05. Endocrine, nutritional or metabolic diseases
	MB47.4 + 8A02.2 + 5C64.1 + MB45.0 + 8B44.0Z + 8A00.1Z + 8A0Y

	2
	-
	08. Diseases of the nervous system
	8E7Z

	3
	Duchenne muscular dystrophy
	08. Diseases of the nervous system
	8C70.1

	37
	Epilepsy
	08. Diseases of the nervous system
	8A6Z

	42
	Hereditary spastic paraplegia
	08. Diseases of the nervous system
	8B44.0

	49
	Spinocerebellar Ataxia
	08. Diseases of the nervous system
	8A03.16

	61
	Friedreich’s ataxia(autosomal recessive)
	08. Diseases of the nervous system
	8A03.10

	75
	Leukodystrophies
	08. Diseases of the nervous system
	8A44

	93
	Charcot-Marie-Tooth disease
	08. Diseases of the nervous system
	8C21.Z

	98
	Charcot-Marie-Tooth disease
	08. Diseases of the nervous system
	8C21.Z

	102
	Charcot-Marie-Tooth disease, Huntington's Disease, Motor Neuron Disease, Multiple System Atrophy, Postpolio Syndrome, Progressive Supranuclear Palsy, Ataxia
	08. Diseases of the nervous system
	8C21.Z + 8A01.10 + 8B60.Z + 8D87.0Z + 8B62 + 8A00.10 + MB45.0

	107
	Duchenne muscular dystrophy, Amyotrophic Lateral Sclerosis
	08. Diseases of the nervous system
	8C70.1 + 8B60.5

	74
	Unspecified hereditary retinal dystrophy
	09. Diseases of the visual system
	9B70

	100
	Choroideremia
	09. Diseases of the visual system
	9B61

	34
	Primary pulmonary hypertension
	11. Disease of the circulatory system
	BB01.0

	48
	Catecholaminergic polymorphic ventricular tachycardia
	11. Disease of the circulatory system
	BC65.5

	30
	Scleroderma
	14. Diseases of the skin
	EB61.Y

	77
	Scleroderma
	14. Diseases of the skin
	EB61.Y

	46
	Paget's disease
	15. Diseases of the musculoskeletal system or connective tissue
	FB85.Z

	91
	Paget's disease
	15. Diseases of the musculoskeletal system or connective tissue
	FB85.Z

	108
	Polyostotic fibrous dysplasia, Marfan’s syndrome, Haemophilia,
Osteogenesisimperfecta
Classicalphenylketonuria,
Neurofibromatosis
	15. Diseases of the musculoskeletal system or connective tissue + 20. Developmental anomalies + 03. Diseases of the blood or blood-forming organs + 05. Endocrine, nutritional or metabolic diseases
	FB80.0 + LD28.0 + 3B12 + LD24.K0 + 5C50.00 + LD2D.1Z

	20
	Nephrotic Syndrome
	16. Disease of the genitourinary system
	GB41

	21
	Poland's Syndrome
	20. Developmental anomalies
	LB73.10

	23
	Osteogenesis imperfecta
	20. Developmental anomalies
	LD24.K0

	24
	Fibrodysplasia ossificans progressiva
	20. Developmental anomalies
	FB31.1

	50
	Tuberous sclerosis
	20. Developmental anomalies
	LD2D.2

	69
	Cornelia de Lange Syndrome
	20. Developmental anomalies
	LD2F.1Y

	72
	Primary ciliary dyskinesia
	20. Developmental anomalies
	LA75.Y

	88
	Osteogenesis imperfecta
	20. Developmental anomalies
	LD24.K0

	105
	Rett’s syndrome
	20. Developmental anomalies
	LD90.4

	113
	Costello syndrome
	20. Developmental anomalies
	LD2F.1Y

	114
	Hereditary haemorrhagic telangiectasia Rendu-Osler-Weber disease
	20. Developmental anomalies
	LA90.00

	4
	-
	General
	General

	5
	-
	General
	General

	6
	-
	General
	General

	10
	-
	General
	General

	11
	-
	General
	General

	12
	-
	General
	General

	19
	-
	General
	General

	26
	-
	General
	General (mitochondrial disorders)

	27
	-
	General
	General

	29
	-
	General
	General

	31
	-
	General
	General

	33
	-
	General
	General

	36
	-
	General
	General

	40
	-
	General
	General

	41
	-
	General
	General

	44
	-
	General
	General

	47
	-
	General
	General

	51
	-
	General
	General

	53
	-
	General
	General (Rare Chromosome disorder)

	55
	-
	General
	General

	56
	-
	General
	General

	58
	-
	General
	General

	59
	-
	General
	General

	62
	-
	General
	General

	63
	-
	General
	General

	64
	-
	General
	General

	68
	-
	General
	General

	70
	-
	General
	General (mitochondrial disorders)

	71
	-
	General
	General

	73
	-
	General
	General (mitochondrial disorders)

	76
	-
	General
	General

	79
	-
	General
	General (mitochondrial disorders)

	80
	-
	General
	General

	81
	-
	General
	General

	83
	-
	General
	General

	85
	-
	General
	General

	86
	-
	General
	General

	87
	-
	General
	General

	89
	-
	General
	General

	92
	-
	General
	General

	94
	-
	General
	General

	95
	-
	General
	General

	103
	-
	General
	General

	104
	-
	General
	General

	109
	-
	General
	General

	110
	-
	General
	General






Supplementary table 6. Study methodologies of 115 selected studies
	Article #
	Methodology
	Details

	35
	Quantitative
	Survey

	95
	Quantitative
	Survey

	60
	Quantitative
	Survey

	2
	Quantitative
	Survey

	63
	Quantitative
	Survey

	36
	Quantitative
	Survey

	115
	Quantitative
	Survey

	14
	Quantitative
	Survey

	101
	Quantitative
	Survey

	20
	Quantitative
	Survey

	81
	Quantitative
	Survey

	109
	Quantitative
	Survey

	80
	Quantitative
	Survey

	46
	Quantitative
	Survey

	88
	Quantitative
	Survey

	40
	Quantitative
	Survey

	59
	Quantitative
	Survey

	102
	Quantitative
	Survey

	64
	Quantitative
	Survey

	57
	Quantitative
	Survey

	42
	Quantitative
	Survey

	106
	Quantitative
	Survey

	82
	Quantitative
	Survey

	100
	Quantitative
	Survey

	55
	Quantitative
	Survey

	27
	Quantitative
	Survey

	30
	Quantitative
	Survey

	85
	Quantitative
	Survey

	103
	Quantitative
	Survey

	92
	Quantitative
	Survey

	86
	Quantitative
	Survey

	51
	Quantitative
	Survey

	38
	Quantitative
	Survey

	26
	Quantitative
	Survey

	7
	Quantitative
	Survey

	94
	Quantitative
	Survey

	70
	Quantitative
	Survey

	5
	Quantitative
	self-reported survey

	75
	Quantitative
	questionnaire+survey

	76
	Quantitative
	questionnaire+discrete choice experiment

	10
	Quantitative
	questionnaire

	8
	Quantitative
	questionnaire

	90
	Quantitative
	questionnaire

	91
	Quantitative
	questionnaire

	3
	Quantitative
	questionnaire

	18
	Quantitative
	questionnaire

	25
	Quantitative
	questionnaire

	104
	Quantitative
	questionnaire

	83
	Quantitative
	questionnaire

	79
	Quantitative
	questionnaire

	105
	Quantitative
	questionnaire

	53
	Quantitative
	questionnaire

	77
	Quantitative
	questionnaire

	45
	Quantitative
	questionnaire

	97
	Quantitative
	questionnaire

	21
	Quantitative
	questionnaire

	16
	Quantitative
	questionnaire

	1
	Quantitative
	questionnaire

	44
	Quantitative
	questionnaire

	71
	Quantitative
	questionnaire

	34
	Quantitative
	questionnaire

	24
	Quantitative
	questionnaire

	52
	Quantitative
	questionnaire

	22
	Quantitative
	questionnaire

	113
	Quantitative
	questionnaire

	93
	Quantitative
	questionnaire

	78
	Quantitative
	questionnaire

	96
	Quantitative
	questionnaire

	37
	Quantitative
	questionnaire

	12
	Quantitative
	questionnaire

	73
	Quantitative
	questionnaire

	68
	Quantitative
	questionnaire

	84
	Quantitative
	questionnaire

	50
	Quantitative
	questionnaire

	61
	Quantitative
	questionnaire

	111
	Quantitative
	questionnaire

	58
	Quantitative
	questionnaire

	110
	Quantitative
	questionnaire

	62
	Quantitative
	questionnaire

	87
	Quantitative
	questionnaire

	67
	Quantitative
	questionnaire

	15
	Quantitative
	Parental Needs Scale for Rare Diseases

	112
	Quantitative
	Health Survey SF-36

	114
	Quantitative
	Health Survey SF-36

	66
	Quantitative
	Health Survey SF-36

	47
	Quantitative
	discrete choice experiment

	29
	Quantitative
	discrete choice experiment

	65
	Quantitative
	discrete choice experiment

	49
	Quantitative
	Acceptance Illness Scale + the Health Survey SF-36

	23
	Qualitative
	discussions

	9
	Mixed
	systematic review+survey; JLA methodology

	4
	Mixed 
	systematic review+questionnaire

	32
	Mixed 
	systematic review+discrete choice experiment

	74
	Mixed 
	systematic review+Delphi

	108
	Mixed 
	systematic review + questionnaire

	6
	Mixed 
	survey+discussion

	99
	Mixed 
	registry data+survey

	39
	Mixed 
	questionnaire+open ended questions

	28
	Mixed 
	questionnaire+open ended questions

	48
	Mixed 
	questionnaire+open ended questions

	13
	Mixed 
	lit review+survey

	19
	Mixed 
	lit review+survey

	31
	Mixed 
	lit review+discrete choice experiment

	98
	Mixed 
	interview+survey

	72
	Mixed 
	interview+survey

	43
	Mixed 
	interview+survey

	107
	Mixed 
	interview+questionnaire

	17
	Mixed 
	interview+questionnaire

	89
	Mixed 
	interview+questionnaire

	56
	Mixed 
	interview+questionnaire

	33
	Mixed 
	interview, observational study, survey

	69
	Mixed 
	focus group interview+survey

	41
	Mixed 
	focus group interview+survey

	11
	Mixed 
	focus group interview+questionnaire

	54
	Mixed 
	comments+survey








Supplementary table 7. Specific topics of the 115 selected surveys by participant types
	 Study topics

	Single Group
	Two groups or more
	Total


	
	Group 1
	Group 2
	Group 3
	
	

	
	Families, Caregivers
	Patients
	Patients, Families, Caregivers
	GPs
	GPs, Other HCPs
	Other HCPs
	Specialists
	Specialists, GPs
	Funders
	Public
	Group 1, Group 2
	Group 1, Group 3
	Group 2, Group 3
	Group 1, Group 2, Group 3
	

	Experience
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	access to information
	1
	4
	2
	1
	
	
	
	
	
	
	
	
	
	2
	10

	burden of diseases, QoL
	6
	15
	5
	
	
	
	
	
	
	
	1
	
	
	
	27

	diagnosis
	4
	6
	3
	
	
	
	
	
	
	
	2
	
	
	
	15

	engagement
	1
	
	
	
	
	
	
	
	
	
	
	
	
	
	1

	funding
	
	
	
	
	
	
	
	
	1
	
	
	
	
	
	1

	health problems
	1
	5
	
	
	
	
	
	
	
	
	
	
	
	
	6

	self-efficacy
	
	1
	
	
	
	
	
	
	
	
	
	
	
	
	1

	support
	1
	1
	
	
	
	
	
	
	
	
	
	
	
	
	2

	treatment
	
	
	2
	3
	
	
	6
	
	
	
	
	
	
	
	11

	Opinion
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	access to information
	
	1
	
	
	
	
	
	
	
	
	
	
	
	
	1

	burden of diseases, QoL
	
	
	
	
	
	
	
	
	
	
	1
	
	
	
	1

	data sharing
	
	
	3
	
	
	
	
	
	
	
	
	
	
	
	3

	diagnosis
	1
	
	
	
	
	
	
	
	
	
	1
	
	
	
	2

	engagement
	
	2
	
	
	
	
	
	
	
	
	1
	
	
	
	3

	funds
	
	
	
	
	
	
	
	
	
	4
	
	
	
	
	4

	illness perception
	
	1
	
	
	
	
	
	
	
	
	
	
	
	
	1

	research priorities
	
	
	
	
	
	
	
	
	
	
	1
	
	
	
	1

	societal value
	
	1
	
	
	
	1
	
	
	
	
	
	
	
	
	2

	treatment
	1
	
	1
	
	
	
	
	1
	
	2
	
	1
	
	
	6

	Knowledge
	1
	
	1
	
	1
	
	2
	2
	
	
	
	
	2
	
	9

	Prevalence
	1
	4
	1
	
	
	
	1
	
	
	
	
	
	1
	
	8

	Total
	18
	41
	18
	4
	1
	1
	9
	3
	1
	6
	7
	1
	3
	2
	115




Supplementary table 8. Excluded articles via screening (n=1,047)
	NO.
	Exclusive criteria #
	Authors
	Title
	Year

	1
	1
	Medić B, Divac N, Stopić N, Savić-Vujović K, Glišić A, Cerovac N, et al. 
	The Attitudes of Medical Students Towards Rare Diseases: A Cross-Sectional Study
	2016

	2
	1
	Queiroz MC, Pedrosa RC, Berensztejn AC, Pereira Bde B, Nascimento EM, Duarte MM, et al. 
	Frequency of Cardiovascular Involvement in Familial Amyloidotic Polyneuropathy in Brazilian Patients
	2015

	3
	1
	Ayça A, Pınar G, Korcan D, Gönül Ç, Ayhan A, Ece B
	Erken Başlangıçlı Graves Olgusu
	2013

	4
	1
	Ayça A, Pınar G, Korcan D, Gönül Ç, Ayhan A, Ece B
	Infantile Graves Disease
	2013

	5
	1
	Ernst, G, Szczepanski, R, Lange, K
	Patient Education Programs for Children, Adolescents and Parents - Survey on the Current Status of Concepts and Education Requirements in Germany
	2013

	6
	1
	Debrix I, André T, Flahault A, Kalu O, Gligorov J, Lotz JP, et al. 
	Anticancer Drugs Use Evaluation: Limits of the Approved Labeling
	2004

	7
	2
	Ballard LM, Horton RH, Dheensa S, Fenwick A, Lucassen AM
	Exploring Broad Consent in the Context of the 100,000 Genomes Project: A Mixed Methods Study
	2020

	8
	2
	Şimşek İE, Şimşek TT, Erel S, Atasavun Uysal S
	Factors Affecting Health Related Quality of Life and Depression Levels of Mothers in Families Having Children with Chronic Disabilities
	2020

	9
	2
	Inês M. et al
	The Future Is Now: Discuss a Specific Program in Which the Leveraging of Data and Analytics Helped Uncover Insights That Might Have Been Missed in an Earlier Era
	2020

	10
	2
	Inês M, Coelho T, Conceição I, Ferreira L, de Carvalho M, Costa J
	Health-Related Quality of Life in Hereditary Transthyretin Amyloidosis Polyneuropathy: A Prospective, Observational Study
	2020

	11
	2
	Rohner A, Gutbrod K, Kohler B, Lidzba K, Fischer U, Goeggel-Simonetti B, et al. 
	Health-Related Quality of Life in Young Adults Following Pediatric Arterial Ischemic Stroke
	2020

	12
	2
	Evans WRH, Tranter J, Rafi I, Hayward J, Qureshi N
	How Genomic Information Is Accessed in Clinical Practice: An Electronic Survey of Uk General Practitioners
	2020

	13
	2
	Jandhyala R
	Influence of Pharmaceutical Company Engagement Activities on the Decision to Prescribe: A Pilot Survey of Uk Rare Disease Medicine Prescribers
	2020

	14
	2
	Lacheta L, Dekker TJ, Goldenberg BT, Horan MP, Rosenberg SI, Pogorzelski J, et al. 
	Minimum 5-Year Clinical Outcomes, Survivorship, and Return to Sports after Hamstring Tendon Autograft Reconstruction for Sternoclavicular Joint Instability
	2020

	15
	2
	Izquierdo-García E, Escobar-Rodríguez I, Moreno-Villares JM, Iglesias-Peinado I
	Social and Health Care Needs in Patients with Hereditary Fructose Intolerance in Spain
	2020

	16
	2
	Lagae L, Irwin J, Gibson E, Battersby A
	Caregiver Impact and Health Service Use in High and Low Severity Dravet Syndrome: A Multinational Cohort Study\
	2019

	17
	2
	Chim L, Salkeld G, Kelly PJ, Lipworth W, Hughes DA, Stockler MR
	Community Views on Factors Affecting Medicines Resource Allocation: Cross-Sectional Survey of 3080 Adults in Australia
	2019

	18
	2
	Howell DA, Hart RI, Smith AG, Macleod U, Patmore R, Roman E
	Disease-Related Factors Affecting Timely Lymphoma Diagnosis: A Qualitative Study Exploring Patient Experiences
	2019

	19
	2
	Rizzardo S, Bansback N, Dragojlovic N, Douglas C, Li KH, Mitton C, 
	Evaluating Canadians' Values for Drug Coverage Decision Making
	2019

	20
	2
	Horrow C, Pacyna JE, Cosenza C, Sharp R
	Examining Physician Interactions with Disease Advocacy Organizations
	2019

	21
	2
	Rosell L, Wihl J, Hagberg O, Ohlsson B, Nilbert M
	Function, Information, and Contributions: An Evaluation of National Multidisciplinary Team Meetings for Rare Cancers
	2019

	22
	2
	Cahan EM, Frick SL
	Orthopaedic Phenotyping of Ngly1 Deficiency Using an International, Family-Led Disease Registry
	2019

	23
	2
	Bate J, Wingrove J, Donkin A, Taylor R, Whelan J
	Patient Perspectives on a National Multidisciplinary Team Meeting for a Rare Cancer
	2019

	24
	2
	David MP, Funderburg A, Selig JP,  Brown R, Calishak PM, Cove L, et al. 
	Perspectives of Patients with Dermatofibrosarcoma Protuberans on Diagnostic Delays, Surgical Outcomes, and Nonprotuberance
	2019

	25
	2
	Nagamatsu Y, Oze I, Aoe K, Hotta K, Kato K, Nakagawa J, et al.
	Physician Requests by Patients with Malignant Pleural Mesothelioma in Japan
	2019

	26
	2
	Andolina JR, Burke MJ, Hijiya N, Chaudhury S, Schultz KR, Roth ME
	Practice Patterns of Physician Treatment for Pediatric Chronic Myelogenous Leukemia
	2019

	27
	2
	Lee H, Kim SY, Kim G, Kang HY
	Public Preferences for Corporate Social Responsibility Activities in the Pharmaceutical Industry: Empirical Evidence from Korea
	2019

	28
	2
	Hanisch M, Sielker S, Jung S, Kleinheinz J, Bohner L
	Self-Assessment of Oral Health-Related Quality of Life in People with Ectodermal Dysplasia in Germany
	2019

	29
	2
	Gay EA, Byers PH, Bennett RL, Bird TD, Hisama FM
	Trends over 42 Years in the Adult Medical Genetics Clinic at the University of Washington
	2019

	30
	2
	Gonano C, Pasquier J, Daccord C, Johnson SR, Harari S, Leclerc V, et al
	Air Travel and Incidence of Pneumothorax in Lymphangioleiomyomatosis
	2018

	31
	2
	Stewart M, Shaffer S, Murphy B, Loftus J, Alvir J, Cicchetti M, et al. 
	Characterizing the High Disease Burden of Transthyretin Amyloidosis for Patients and Caregivers
	2018

	32
	2
	Dufendach KA, Timothy K, Ackerman MJ, Blevins C, Pflaumer A, Etheridge S, et al. 
	Clinical Outcomes and Modes of Death in Timothy Syndrome: A Multicenter International Study of a Rare Disorder
	2018

	33
	2
	Millogo T, Bicaba BW, Soubeiga JK, Dabiré E, Médah I, Kouanda S
	Diabetes and Abnormal Glucose Regulation in the Adult Population of Burkina Faso: Prevalence and Predictors
	2018

	34
	2
	Takashima K, Maru Y, Mori S, Mano H, Noda T, Muto K.
	Ethical Concerns on Sharing Genomic Data Including Patients' Family Members
	2018

	35
	2
	Slightam CA, Brandt K, Jenchura EC, Lewis ET, Asch SM, Zulman DM.
	“I Had to Change So Much in My Life to Live with My New Limitations”: Multimorbid Patients’ Descriptions of Their Most Bothersome Chronic Conditions
	2018

	36
	2
	Haller J, David MP, Lee NE, Shalin SC, Gardner JM
	Impact of Pathologist Involvement in Sarcoma and Rare Tumor Patient Support Groups on Facebook: A Survey of 542 Patients and Family Members
	2018

	37
	2
	Barashi NS, Pearce SM, Cohen AJ, Pariser JJ, Packiam VT, Eggener SE
	Incidence, Risk Factors, and Outcomes for Rectal Injury During Radical Prostatectomy: A Population-Based Study
	2018

	38
	2
	Rocha HM, Savatt JM, Riggs ER, Wagner JK, Faucett WA, Martin CL
	Incorporating Social Media into Your Support Tool Box: Points to Consider from Genetics-Based Communities
	2018

	39
	2
	Hua C, Bosc R, Sbidian E, De Prost N, Hughes C, Jabre P, Chosidow O, Le Cleach L 
	Interventions for Necrotizing Soft Tissue Infections in Adults
	2018

	40
	2
	Giménez-Ayala  A, González-Brítez N, de- Arias AR
	Knowledge, Attitudes, and Practices Regarding the Leishmaniases among Inhabitants from a Paraguayan District in the Border Area between Argentina, Brazil, and Paraguay
	2018

	41
	2
	Zolkipli-Cunningham Z, Xiao R, Stoddart A, McCormick EM, Holberts A, Burrill N, et al. 
	Mitochondrial Disease Patient Motivations and Barriers to Participate in Clinical Trials
	2018

	42
	2
	Mastboom MJ, Planje R, van de Sande MA
	The Patient Perspective on the Impact of Tenosynovial Giant Cell Tumors on Daily Living: Crowdsourcing Study on Physical Function and Quality of Life
	2018

	43
	2
	Shaul E, Roth M, Lo Y, Geller DS, Hoang B, Yang R, et al.
	Pediatric Oncologist Willingness to Offer Germline Tp53 Testing in Osteosarcoma
	2018

	44
	2
	Chen W, Mo S, Luo G, Wang Y, Deng X, Zhu J, et al. 
	Progressive Pseudorheumatoid Dysplasia with New-Found Gene Mutation of Wntl Inducible Signaling Pathway Protein 3
	2018

	45
	2
	Dakić I, Arandjelović I, Savić B, Jovanović S, Tošić M, Kurucin T, et al. 
	Pulmonary Isolation and Clinical Relevance of Nontuberculous Mycobacteria During Nationwide Survey in Serbia, 2010-2015
	2018

	46
	2
	Dzemaili S, Tiemensma J, Quinton R, Pitteloud N, Morin D, Dwyer AA
	Beyond Hormone Replacement: Quality of Life in Women with Congenital Hypogonadotropic Hypogonadism
	2017

	47
	2
	Valkema PA, Luymes CH, Witteveen JE, le Cessie S, Appelman-Dijkstra NM, Hogendoorn PC, et al. 
	High Prevalence of Autoimmune Disease in the Rare Inflammatory Bone Disorder Sternocostoclavicular Hyperostosis: Survey of a Dutch Cohort
	2017

	48
	2
	Gemmell AP, Veach PM, MacFarlane I, Riesgraf R, LeRoy BS
	If It Helps, It's Worth a Try: An Investigation of Perceptions and Attitudes About Genetic Counseling among Southern Manitoba Hutterites
	2017

	49
	2
	Mori Y, Downs J, Wong K, Anderson B, Epstein A, Leonard H
	Impacts of Caring for a Child with the Cdkl5 Disorder on Parental Wellbeing and Family Quality of Life
	2017

	50
	2
	Shimizu S, Kobayashi T, Tomioka H, Ohtsu K, Matsui T, Hibi T
	Involvement of Herbal Medicine as a Cause of Mesenteric Phlebosclerosis: Results from a Large-Scale Nationwide Survey
	2017

	51
	2
	Wang J, Al-Ouran R, Hu Y, Kim SY, Wan YW, Wangler MF, et al. 
	Marrvel: Integration of Human and Model Organism Genetic Resources to Facilitate Functional Annotation of the Human Genome
	2017

	52
	2
	Schmidt BM, Wrobel JS, Holmes CM
	Physician Knowledge of a Rare Foot Condition - Influence of Diabetic Patient Population on Self-Described Knowledge and Treatment
	2017

	53
	2
	Ranft A, Seidel C, Hoffmann C, Paulussen M, Warby AC, van den Berg H, et al. 
	Quality of Survivorship in a Rare Disease: Clinicofunctional Outcome and Physical Activity in an Observational Cohort Study of 618 Long-Term Survivors of Ewing Sarcoma
	2017

	54
	2
	Seanehia J, Treibich C, Holmberg C, Müller-Nordhorn J, Casin V, Raude J, et al. 
	Quantifying Population Preferences around Vaccination against Severe but Rare Diseases: A Conjoint Analysis among French University Students, 2016
	2017

	55
	2
	Gnanasakthy A, Mordin M, Evans E, Doward L, DeMuro C
	A Review of Patient-Reported Outcome Labeling in the United States (2011-2015)
	2017

	56
	2
	Gupta N, Kopras EJ, Henske EP, James LE, El-Chemaly S, et al. 
	Spontaneous Pneumothoraces in Patients with Birt-Hogg-Dubé Syndrome
	2017

	57
	2
	Senier L, Lee R, Nicoll L
	The Strategic Defense of Physician Autonomy: State Public Health Agencies as Countervailing Powers
	2017

	58
	2
	Neamsuvan O, Ruangrit T
	A Survey of Herbal Weeds That Are Used to Treat Gastrointestinal Disorders from Southern Thailand: Krabi and Songkhla Provinces
	2017

	59
	2
	Dessens A, Guaragna-Filho G, Kyriakou A, et al. 
	Understanding the Needs of Professionals Who Provide Psychosocial Care for Children and Adults with Disorders of Sex Development
	2017

	60
	2
	Iskrov G, Ivanov S, Wrenn S, Stefanov R
	Whole-Genome Sequencing in Newborn Screening-Attitudes and Opinions of Bulgarian Pediatricians and Geneticists
	2017

	61
	2
	Ingersoll B, Wainer AL, Berger NI, Pickard KE, Bonter N
	Comparative Efficacy of Self-Directed & Therapist-Assisted Telehealth Parent Training Intervention for Children with Asd
	2016

	62
	2
	Beavers KM
	Effect of High Protein Weight Loss for Seniors
	2016

	63
	2
	Pasick RJ, Joseph G, Stewart S, Kaplan C, Lee R, Luce J, et al. 
	Effective Referral of Low-Income Women at Risk for Hereditary Breast and Ovarian Cancer to Genetic Counseling: A Randomized Delayed Intervention Control Trial
	2016

	64
	2
	Kim H, Bar Ad V, McAna J, Dicker AP. 
	Evaluating the Quality, Clinical Relevance, and Resident Perception of the Radiation Oncology in-Training Examination: A National Survey
	2016

	65
	2
	Lion A, Schummer C, Delagardelle C, Urhausen A, Seil R, Theisen D
	Promotion of Physical Activity in Patients with Non-Communicable Diseases in Luxembourg: A Follow-up of the Sport-Sante Inventory from 2014
	2016

	66
	2
	Schrøder S, Homøe P, Wagner N, Vataire AL, Lundager Madsen HE, Bardow A
	Does Drinking Water Influence Hospital-Admitted Sialolithiasis on an Epidemiological Level in Denmark?
	2015

	67
	2
	Monti G, Saccardo F, Castelnovo L, Novati P, Sollima S, Riva A, et al. 
	Fontan-Associated Protein-Losing Enteropathy and Plastic Bronchitis
	2015

	68
	2
	Ulm E, Feero WG, Dineen R, Charrow J, Wicklund C
	Genetics Professionals' Opinions of Whole-Genome Sequencing in the Newborn Period
	2015

	69
	2
	Kent EE, Ambs A, Mitchell SA, Clauser SB, Smith AW, Hays RD
	Health-Related Quality of Life in Older Adult Survivors of Selected Cancers: Data from the Seer-Mhos Linkage
	2015

	70
	2
	Riesgraf RJ, Veach PM, MacFarlane IM, LeRoy BS
	Perceptions and Attitudes About Genetic Counseling among Residents of a Midwestern Rural Area
	2015

	71
	2
	Berody S, Galeotti C, Koné-Paut I, Piram M
	A Restrospective Survey of Patients's Journey before the Diagnosis of Mevalonate Kinase Deficiency
	2015

	72
	2
	Kesselheim AS, Tan YT, Avorn J
	The Roles of Academia, Rare Diseases, and Repurposing in the Development of the Most Transformative Drugs
	2015

	73
	2
	Hossain Shahcheraghi G, Javid M, Arasteh MM
	Thromboembolic Disease after Knee Arthroplasty Is Rare in Southern Iran
	2015

	74
	2
	Rossi-Semerano L, Fautrel B, Wendling D, et al. 
	Tolerance and Efficacy of Off-Label Anti-Interleukin-1 Treatments in France: A Nationwide Survey
	2015

	75
	2
	Sundmacher L, Fischbach D, Schuettig W, Naumann C, Augustin U, Faisst C
	Which Hospitalisations Are Ambulatory Care-Sensitive, to What Degree, and How Could the Rates Be Reduced? Results of a Group Consensus Study in Germany
	2015

	76
	2
	Cueva M, Cueva K, Dignan M, Lanier A, Kuhnley R
	Evaluating Arts-Based Cancer Education Using an Internet Survey among Alaska Community Health Workers
	2014

	77
	2
	Dwyer AA, Quinton R, Morin D, Pitteloud N
	Identifying the Unmet Health Needs of Patients with Congenital Hypogonadotropic Hypogonadism Using a Web-Based Needs Assessment: Implications for Online Interventions and Peer-to-Peer Support
	2014

	78
	2
	Henrike HW, Schultz C
	The Impact of Health Care Professionals' Service Orientation on Patients' Innovative Behavior
	2014

	79
	2
	Monti G, Saccardo F, Castelnovo L, Novati P, Sollima S, Riva A, et al. 
	Prevalence of Mixed Cryoglobulinaemia Syndrome and Circulating Cryoglobulins in a Population-Based Survey: The Origgio Study
	2014

	80
	2
	Pabinger S, Dander A, Fischer M, Snajder R, Sperk M, Efremova M, et al. 
	A Survey of Tools for Variant Analysis of Next-Generation Genome Sequencing Data
	2014

	81
	2
	Hadker N, Egan J, Sanders J, Lagast H, Clarke BL
	Understanding the Burden of Illness Associated with Hypoparathyroidism Reported among Patients in the Paradox Study
	2014

	82
	2
	Shams PN, Selva D; ANZSOPS Eyelid Retraction in Anophthalmia Survey Group
	Upper Eyelid Retraction in the Anophthalmic Socket: Review and Survey of the Australian and New Zealand Society of Ophthalmic Plastic Surgeons (Anzsops)
	2014

	83
	2
	Lange M, Niedoszytko M, Renke J, Gleń J, Nedoszytko B
	Clinical Aspects of Paediatric Mastocytosis: A Review of 101 Cases
	2013

	84
	2
	Oi N, Ohi K
	Comparison of the Symptoms of Menopause and Symptoms of Thyroid Disease in Japanese Women Aged 35-59 Years
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