
Lived Experience in Rare Genetic Diseases: A Narrative 

Synthesis of 317 Qualitative Studies (2004-2024) 
*Marianne Gush1 & Shahida Moosa1,2 
1Rare Disease Genomics research group, Division of Molecular Biology and Human Genetics, 

Stellenbosch University, Cape Town, South Africa 
2Medical Genetics, Tygerberg Hospital, Cape Town, South Africa  

 

Supplementary table 1: All studies included in this narrative synthesis 

Acquadro, M., Marrel, A., Manso-Silván, M. A., Guittet, C., Joukoff, S., & Bertholet-Thomas, A. 
(2022). Lived experiences of patients with distal renal tubular acidosis treated with ADV7103 
and of their caregivers: A qualitative study. Orphanet Journal of Rare Diseases, 17(1), 141. 
https://doi.org/10.1186/s13023-022-02294-w 

Agar, G., Bissell, S., Wilde, L., Over, N., Williams, C., Richards, C., & Oliver, C. (2022). Caregivers’ 
experience of sleep management in Smith-Magenis syndrome: A mixed-methods study. 
Orphanet Journal of Rare Diseases, 17(1), 35. https://doi.org/10.1186/s13023-021-02159-8 

Allotey, P. A., Allotey-Reidpath, C. D., & Reidpath, D. D. (2018). Health systems implications of 
rare genetic conditions in low- and middle-income countries: A case study approach. Critical 
Public Health, 28(2), 248–252. https://doi.org/10.1080/09581596.2017.1344772 

April, M., & Brunger, F. (2016). Embodying a new meaning of being at risk. Global Qualitative 
Nursing Research, 3, Article 2333393616674810. https://doi.org/10.1177/2333393616674810 

Archibald, A. D., Jaques, A. M., Wake, S., Collins, V. R., Cohen, J., & Metcalfe, S. A. (2009). “It’s 
something I need to consider”: Decisions about carrier screening for fragile X syndrome in a 
population of non-pregnant women. American Journal of Medical Genetics Part A, 149A(12), 
2731–2738. https://doi.org/10.1002/ajmg.a.33122 

Ashtari, S., & Taylor, A. (2023). Patients with rare diseases and the power of online support 
groups: Implications for the medical community. JMIR Formative Research, 7, e41610. 
https://doi.org/10.2196/41610 

Ashtari, S., & Taylor, A. D. (2022). The internet knows more than my physician: Qualitative 
interview study of people with rare diseases and how they use online support groups. Journal of 
Medical Internet Research, 24(8), e39172. https://doi.org/10.2196/39172 

Awada, N., & Holcik, M. (2024). Patient and family experiences of lysosomal storage diseases in 
Canada: A qualitative interview study. JIMD Reports, 65(2), 63–84. 
https://doi.org/10.1002/jmd2.12403 

Azahari, A. H., Zada, F. H., Ismail, I. H., Hamid, I. J., Lim, B. W., Ismail, N. A., & Ali, A. (2023). 
Knowledge, awareness, and perception on genetic testing for primary immunodeficiency 
disease among parents in Malaysia: A qualitative study. Frontiers in Immunology, 14, Article 
1308305. https://doi.org/10.3389/fimmu.2023.1308305 

https://doi.org/10.1186/s13023-022-02294-w
https://doi.org/10.1186/s13023-021-02159-8
https://doi.org/10.1080/09581596.2017.1344772
https://doi.org/10.1177/2333393616674810
https://doi.org/10.1002/ajmg.a.33122
https://doi.org/10.2196/41610
https://doi.org/10.2196/39172
https://doi.org/10.1002/jmd2.12403
https://doi.org/10.3389/fimmu.2023.1308305


Babac, A., Frank, M., Pauer, F., Litzkendorf, S., Rosenfeldt, D., Lührs, V., Biehl, L., Hartz, T., Storf, 
H., Schauer, F., Wagner, T. O. F., & Graf von der Schulenburg, J. M. (2018). Telephone health 
services in the field of rare diseases: A qualitative interview study examining the needs of 
patients, relatives, and health care professionals in Germany. BMC Health Services Research, 
18(1), Article 99. https://doi.org/10.1186/s12913-018-2872-9 

Babac, A., von Friedrichs, V., Litzkendorf, S., Zeidler, J., Damm, K., & Graf von der Schulenburg, 
J.-M. (2019). Integrating patient perspectives in medical decision-making: A qualitative interview 
study examining potentials within the rare disease information exchange process in practice. 
BMC Medical Informatics and Decision Making, 19(1), Article 188. 
https://doi.org/10.1186/s12911-019-0911-z 

Bailey, K. M., Sahota, N., To, U., & Hedera, P. (2023). “Because it is a rare disease… it needs to be 
brought to attention that there are things out of the norm”: A qualitative study of patient and 
physician experiences of Wilson disease diagnosis and management in the US. Orphanet 
Journal of Rare Diseases, 18(1), Article 158. https://doi.org/10.1186/s13023-023-02778-3 

Baumbusch, J., Mayer, S., & Sloan-Yip, I. (2019). Alone in a crowd? Parents of children with rare 
diseases’ experiences of navigating the healthcare system. Journal of Genetic Counseling, 
28(1), 80–90. https://doi.org/10.1007/s10897-018-0294-9 

Bayraktar, S., Aydın, A., Karaca, M., Balcı, M. C., Gökçay, G. F., & Göktepe, N. (2025). 
Experiences of mothers caring for children with rare diseases in Turkey. Journal of Genetic 
Counseling, 34(2), e1978. https://doi.org/10.1002/jgc4.1978 

Beadell, I., Byun, M., Feller, H., Ferrie, M., & Best, S. (2023). Co-designing interventions to ‘live 
well’: Experiences and perceptions of the genetic, undiagnosed and rare disease (GUaRD) 
community. Journal of Community Genetics, 14(3), 295–305. https://doi.org/10.1007/s12687-
023-00643-1 

Beaune, L., Forrest, C. R., & Keith, T. (2004). Adolescents’ perspectives on living and growing up 
with Treacher Collins syndrome: A qualitative study. The Cleft Palate-Craniofacial Journal, 41(4), 
343–350. https://doi.org/10.1597/02-158.1 

Bendixen, R. M., Morgenroth, L. P., & Clinard, K. L. (2016). Engaging participants in rare disease 
research: A qualitative study of Duchenne muscular dystrophy. Clinical Therapeutics, 38(6), 
1474–1484.e2. https://doi.org/10.1016/j.clinthera.2016.04.001 

Benedetto, L., Musumeci, O., Giordano, A., Porcino, M., & Ingrassia, M. (2023). Assessment of 
parental needs and quality of life in children with a rare neuromuscular disease (Pompe 
disease): A quantitative–qualitative study. Behavioral Sciences, 13(12), 956. 
https://doi.org/10.3390/bs13120956 

Bicudo, N. P., de Menezes Neto, B. F., da Silva de Avó, L. R., Germano, C. M. R., & Melo, D. G. 
(2016). Quality of life in adults with neurofibromatosis 1 in Brazil. Journal of Genetic Counseling, 
25(5), 1063–1074. https://doi.org/10.1007/s10897-016-9939-8 

Black, W. R., Black, L. L., & Jones, J. T. (2023). Barriers to the diagnosis, care, and management 
of pediatric patients with Ehlers-Danlos syndrome in the United States: A qualitative analysis. 
Global Pediatric Health, 10, 2333794X231212081. https://doi.org/10.1177/2333794X231212081 

https://doi.org/10.1186/s12913-018-2872-9
https://doi.org/10.1186/s12911-019-0911-z
https://doi.org/10.1186/s13023-023-02778-3
https://doi.org/10.1007/s10897-018-0294-9
https://doi.org/10.1002/jgc4.1978
https://doi.org/10.1007/s12687-023-00643-1
https://doi.org/10.1007/s12687-023-00643-1
https://doi.org/10.1597/02-158.1
https://doi.org/10.1016/j.clinthera.2016.04.001
https://doi.org/10.3390/bs13120956
https://doi.org/10.1007/s10897-016-9939-8
https://doi.org/10.1177/2333794X231212081


Boardman, F. K., & Hale, R. (2019). “I didn’t take it too seriously because I’d just never heard of 
it”: Experiential knowledge and genetic screening for thalassaemia in the UK. Journal of Genetic 
Counseling, 28(1), 141–154. https://doi.org/10.1002/jgc4.1042 

Bogart, K. R., Hartinger, A., Klaus, M., & Jenkinson, E. (2024). A shock to the (health) system: 
Experiences of adults with rare disorders during the first COVID-19 wave. Orphanet Journal of 
Rare Diseases, 19(1), Article 33. https://doi.org/10.1186/s13023-024-03033-z 

Bombard, Y., Miller, F. A., Hayeems, R. Z., Wilson, B. J., Carroll, J. C., Paynter, M., Little, J., 
Allanson, J., Bytautas, J. P., & Chakraborty, P. (2012). Health-care providers’ views on pursuing 
reproductive benefit through newborn screening: The case of sickle cell disorders. European 
Journal of Human Genetics, 20(5), 498–504. https://doi.org/10.1038/ejhg.2011.188 

Bombard, Y., Penziner, E., Suchowersky, O., Guttman, M., Paulsen, J. S., Bottorff, J. L., & Hayden, 
M. R. (2008). Engagement with genetic discrimination: Concerns and experiences in the context 
of Huntington disease. European Journal of Human Genetics, 16(3), 279–289. 
https://doi.org/10.1038/sj.ejhg.5201937 

Borghi, L., Vegni, E., Tajè, S., Selicorni, A., & Massa, V. (2020). Embedding public engagement in 
biomedical research: A pilot experience in the field of rare genetic disorders. Journal of 
Developmental and Physical Disabilities, 32(4), 575–586. https://doi.org/10.1007/s10882-019-
09705-0 

Bostroem, K., & Ahlstroem, G. (2005). Living with a hereditary disease: Persons with muscular 
dystrophy and their next of kin. American Journal of Medical Genetics Part A, 136A(1), 17–24. 
https://doi.org/10.1002/ajmg.a.30762 

Boström, K., & Ahlström, G. (2005). Living with a hereditary disease: Persons with muscular 
dystrophy and their next of kin. American Journal of Medical Genetics Part A, 136A(1), 17–24. 
https://doi.org/10.1002/ajmg.a.30762 

Bradbury-Jones, C., Ogik, P., Betts, J., Taylor, J., & Lund, P. (2018). Beliefs about people with 
albinism in Uganda: A qualitative study using the common-sense model. PLOS ONE, 13(10), 
e0205774. https://doi.org/10.1371/journal.pone.0205774 

Brands, M. R., Haverman, L., Muis, J. J., Driessens, M. H. E., Meijer, S., van der Meer, F. J. M., de 
Jong, M., van der Bom, J. G., Cnossen, M. H., Fijnvandraat, K., & Gouw, S. C. (2024). Toward 
personalized care and patient empowerment: Perspectives on a personal health record in 
hemophilia care. JMIR Human Factors, 11, e48359. https://doi.org/10.2196/48359 

Brewer, H. M., Eatough, V., Smith, J. A., Stanley, C. A., Glendinning, N. W., & Quarrell, O. W. J. 
(2008). The impact of juvenile Huntington’s disease on the family: The case of a rare childhood 
condition. Journal of Health Psychology, 13(1), 5–16. 
https://doi.org/10.1177/1359105307084307 

Brugallé, E., Antoine, P., Geerts, L., Bellengier, L., Manouvrier-Hanu, S., & Fantini-Hauwel, C. 
(2021). Growing up with a rare genetic disease: An interpretative phenomenological analysis of 
living with Holt–Oram syndrome. Disability and Rehabilitation, 43(16), 2304–2311. 
https://doi.org/10.1080/09638288.2019.1697763 

https://doi.org/10.1002/jgc4.1042
https://doi.org/10.1186/s13023-024-03033-z
https://doi.org/10.1038/ejhg.2011.188
https://doi.org/10.1038/sj.ejhg.5201937
https://doi.org/10.1007/s10882-019-09705-0
https://doi.org/10.1007/s10882-019-09705-0
https://doi.org/10.1002/ajmg.a.30762
https://doi.org/10.1002/ajmg.a.30762
https://doi.org/10.1371/journal.pone.0205774
https://doi.org/10.2196/48359
https://doi.org/10.1177/1359105307084307
https://doi.org/10.1080/09638288.2019.1697763


Bruns, D., & Foerster, K. (2011). “We’ve been through it all together”: Supports for parents with 
children with rare trisomy conditions. Journal of Intellectual Disability Research, 55(4), 361–369. 
https://doi.org/10.1111/j.1365-2788.2010.01381.x 

Buckle, N., Rogers, Y., O’Toole, D., McNulty, S., Kroll, T., Gibbs, L., & Somanadhan, S. (2024). A 
qualitative exploration of children’s lives with rare diseases. Child: Care, Health and 
Development, 50(4), e13294. https://doi.org/10.1111/cch.13294 

Budych, K., Helms, T. M., & Schultz, C. (2012). How do patients with rare diseases experience 
the medical encounter? Exploring role behavior and its impact on patient–physician interaction. 
Health Policy, 105(2), 154–164. https://doi.org/10.1016/j.healthpol.2012.02.018 

Byun, M., Feller, H., Ferrie, M., & Best, S. (2022). Living with a genetic, undiagnosed or rare 
disease: A longitudinal journalling study through the COVID-19 pandemic. Health Expectations, 
25(5), 2223–2234. https://doi.org/10.1111/hex.13405 

Cacioppo, C. N., Chandler, A. E., Towne, M. C., Beggs, A. H., & Holm, I. A. (2016). Expectation 
versus reality: The impact of utility on emotional outcomes after returning individualized genetic 
research results in pediatric rare disease research—A qualitative interview study. PLOS ONE, 
11(4), e0153597. https://doi.org/10.1371/journal.pone.0153597 

Cardinali, P., Migliorini, L., & Rania, N. (2019). The caregiving experiences of fathers and mothers 
of children with rare diseases in Italy: Challenges and social support perceptions. Frontiers in 
Psychology, 10, Article 1780. https://doi.org/10.3389/fpsyg.2019.01780 

Carlozzi, N. E., & Tulsky, D. S. (2013). Identification of health-related quality of life (HRQOL) 
issues relevant to individuals with Huntington disease. Journal of Health Psychology, 18(2), 212–
225. https://doi.org/10.1177/1359105312438109 

Carpenter, K., Wittkowski, A., Hare, D. J., Medford, E., Rust, S., Jones, S. A., & Smith, D. M. 
(2018). Parenting a child with phenylketonuria (PKU): An interpretative phenomenological 
analysis (IPA) of the experience of parents. Journal of Genetic Counseling, 27(5), 1074–1086. 
https://doi.org/10.1007/s10897-018-0227-7 

Castellanos, M. E. P., Barros, N. F. de, & Coelho, S. S. (2018). Biographical ruptures and flows in 
the family experience and trajectory of children with cystic fibrosis. Ciência & Saúde Coletiva, 
23(2), 357–366. https://doi.org/10.1590/1413-81232018232.16252017 

Chang, A., Huang, S. D., Benjamin, D. J., Schmidt, J. L., Palmer, C. G. S., & Garrison, N. A. (2024). 
Exploring the role of digital tools in rare disease management: An interview-based study. Journal 
of Genetic Counseling, 34(1), e1908. https://doi.org/10.1002/jgc4.1908 

Chaplin, C. (2021). Unmasked: An insight into three patients’ rare disease experiences during 
the COVID-19 pandemic. Orphanet Journal of Rare Diseases, 16(1), Article 88. 
https://doi.org/10.1186/s13023-021-01734-3 

Chateau, A. V., Blackbeard, D., Aldous, C., Dlova, N., & Shaw, C.-M. (2024). The impact, 
perceptions, and needs of parents of children with epidermolysis bullosa. South African Family 
Practice, 66(1), e1–e13. https://doi.org/10.4102/safp.v66i1.5897 

https://doi.org/10.1111/j.1365-2788.2010.01381.x
https://doi.org/10.1111/cch.13294
https://doi.org/10.1016/j.healthpol.2012.02.018
https://doi.org/10.1111/hex.13405
https://doi.org/10.1371/journal.pone.0153597
https://doi.org/10.3389/fpsyg.2019.01780
https://doi.org/10.1177/1359105312438109
https://doi.org/10.1007/s10897-018-0227-7
https://doi.org/10.1590/1413-81232018232.16252017
https://doi.org/10.1002/jgc4.1908
https://doi.org/10.1186/s13023-021-01734-3
https://doi.org/10.4102/safp.v66i1.5897


Choudhury, M. C., & Saberwal, G. (2019). The role of patient organizations in the rare disease 
ecosystem in India: An interview-based study. Orphanet Journal of Rare Diseases, 14(1), 117. 
https://doi.org/10.1186/s13023-019-1093-6 

Chu, S.-Y., Wen, C.-C., & Weng, C.-Y. (2022). Gender differences in caring for children with 
genetic or rare diseases: A mixed-methods study. Children, 9(5), 627. 
https://doi.org/10.3390/children9050627 

Chung, C. Y., Fung, J. L., Lui, A. C., Chan, M. C., Ng, Y. N., Wong, W. H., Lee, S. L., Knapp, M., & 
Chung, B. H. (2021). Client service receipt inventory as a standardised tool for measurement of 
socio-economic costs in the rare genetic disease population (CSRI-Ra). Scientific Reports, 
11(1), 1–12. https://doi.org/10.1038/s41598-021-03379-5 

Clark, A., Wallingford, C. K., Krause, M., Renton, H., Yanes, T., Jacobs, C., Brett, G., & McInerney-
Leo, A. (2025). Exploring the journey to genomic testing and genetic services: A qualitative study 
of parental perspectives of children with rare conditions. Journal of Genetic Counseling, 34(3), 
e1996. https://doi.org/10.1002/jgc4.1996 

Combs, R., Hall, G., Payne, K., Lowndes, J., Devery, S., Downes, S. M., Moore, A. T., Ramsden, 
S., Black, G. C. M., & McAllister, M. (2013). Understanding the expectations of patients with 
inherited retinal dystrophies. British Journal of Ophthalmology, 97(8), 1057–1061. 
https://doi.org/10.1136/bjophthalmol-2012-302911 

Combs, R., McAllister, M., Payne, K., Lowndes, J., Devery, S., Webster, A. R., Downes, S. M., 
Moore, A. T., Ramsden, S., Black, G., & Hall, G. (2013). Understanding the impact of genetic 
testing for inherited retinal dystrophy. European Journal of Human Genetics, 21(11), 1209–1213. 
https://doi.org/10.1038/ejhg.2013.19 

Conijn, T., Haverman, L., Wijburg, F. A., & De Roos, C. (2021). Reducing posttraumatic stress in 
parents of patients with a rare inherited metabolic disorder using eye movement desensitization 
and reprocessing therapy: A case study. Orphanet Journal of Rare Diseases, 16(1), 126. 
https://doi.org/10.1186/s13023-021-01768-7 

Cooper, H., Simpson, J., Dale, M., & Eccles, F. J. R. (2025). Maintaining psychological well-being 
when living at risk of Huntington’s disease: An interpretative phenomenological analysis. 
Journal of Genetic Counseling, 34(2), e1965. https://doi.org/10.1002/jgc4.1965 

Corcoran, J., Marley Campbell, C., & Ladores, S. (2023). Transitioning to telehealth during the 
coronavirus disease 2019 pandemic: Perspectives from partners of women with cystic fibrosis 
and healthcare providers. Chronic Illness, 19(1), 95–101. 
https://doi.org/10.1177/17423953211060257 

Costa, A. (2024). Un/diagnosed: Family experience of genomic diagnoses and the re-making of 
(rare) disease in the UK. Medical Anthropology, 43(7), 655–668. 
https://doi.org/10.1080/01459740.2024.2420117 

Couto, D., Sequeiros, J., Lima, M., Sousa, L., & Mendes, Á. (2025). From stigma to increased 
social acceptance? Living with Machado–Joseph disease in São Miguel, Azores, Portugal. 
Journal of Community Genetics, 16(6), 853–859. https://doi.org/10.1007/s12687-024-00731-w 

https://doi.org/10.1186/s13023-019-1093-6
https://doi.org/10.3390/children9050627
https://doi.org/10.1038/s41598-021-03379-5
https://doi.org/10.1002/jgc4.1996
https://doi.org/10.1136/bjophthalmol-2012-302911
https://doi.org/10.1038/ejhg.2013.19
https://doi.org/10.1186/s13023-021-01768-7
https://doi.org/10.1002/jgc4.1965
https://doi.org/10.1177/17423953211060257
https://doi.org/10.1080/01459740.2024.2420117
https://doi.org/10.1007/s12687-024-00731-w


Coveney, C., & Salem, B. (2025). Genetics, emotion, and care: Navigating future reproductive 
decisions in families of children with rare genetic conditions. Sociology of Health & Illness, 
47(2), e13854. https://doi.org/10.1111/1467-9566.13854 

Crossnohere, N. L., Campoamor, N. B., Camino, E., Dresnick, E., Martschenko, D. O., 
Rodrigues, V., Apkon, S., Hazlett, A., Mittur, D., Rodriguez, P. E., Bridges, J. F. P., & Armstrong, N. 
(2024). Barriers to diverse clinical trial participation in Duchenne muscular dystrophy: Engaging 
Hispanic/Latina caregivers and health professionals. Orphanet Journal of Rare Diseases, 19(1), 
207. https://doi.org/10.1186/s13023-024-03209-7 

Currie, G., & Szabo, J. (2019). “It would be much easier if we were just quiet and disappeared”: 
Parents silenced in the experience of caring for children with rare diseases. Health 
Expectations, 22(6), 1251–1259. https://doi.org/10.1111/hex.12958 

Daae, E., Feragen, K. B., Sitek, J. C., & von der Lippe, C. (2022). It’s more than just lubrication of 
the skin: Parents’ experiences of caring for a child with ichthyosis. Health Psychology & 
Behavioral Medicine, 10(1), 335–356. https://doi.org/10.1080/21642850.2022.2053685 

Dagiral, É., & Peerbaye, A. (2016). Making knowledge in boundary infrastructures: Inside and 
beyond a database for rare diseases. Science & Technology Studies, 29(2), 44–61. 
https://doi.org/10.23987/sts.55920 

De Baets, S., Calders, P., Verhoost, L., Coussens, M., Dewandele, I., Malfait, F., Vanderstraeten, 
G., Van Hove, G., & Van de Velde, D. (2021). Patient perspectives on employment participation in 
the hypermobile Ehlers–Danlos syndrome. Disability and Rehabilitation, 43(5), 668–677. 
https://doi.org/10.1080/09638288.2019.1636316 

De Baets, S., Vanhalst, M., Coussens, M., Rombaut, L., Malfait, F., Van Hove, G., Calders, P., 
Vanderstraeten, G., & van de Velde, D. (2017). The influence of Ehlers–Danlos syndrome—
hypermobility type on motherhood: A phenomenological, hermeneutical study. Research in 
Developmental Disabilities, 60, 135–144. https://doi.org/10.1016/j.ridd.2016.11.017 

de Dios García-Díaz, J., López-Rodríguez, M., Morales-Conejo, M., & Riera-Mestre, A. (2022). 
Understanding the ecosystem of patients with lysosomal storage diseases in Spain: A 
qualitative research with patients and health care professionals. Orphanet Journal of Rare 
Diseases, 17(1), 17. https://doi.org/10.1186/s13023-021-02168-7 

De Lorenzo, F., Macchiaiolo, M., Carlevaris, C. M., & Bartuli, A. (2017). The work experience of a 
patient affected by Williams syndrome: A pilot project at the Bambino Gesù Children’s Hospital. 
Orphanet Journal of Rare Diseases, 12(1), 107. https://doi.org/10.1186/s13023-017-0657-6 

Decruyenaere, M., Evers-Kiebooms, G., Boogaerts, A., Philippe, K., Demyttenaere, K., Dom, R., 
Vandenberghe, W., & Fryns, J.-P. (2007). The complexity of reproductive decision-making in 
asymptomatic carriers of the Huntington mutation. European Journal of Human Genetics, 15(4), 
453–462. https://doi.org/10.1038/sj.ejhg.5201774 

Decruyenaere, M., Evers-Kiebooms, G., Cloostermans, T., Boogaerts, A., Demyttenaere, K., 
Dom, R., & Fryns, J.-P. (2004). Predictive testing for Huntington’s disease: Relationship with 
partners after testing. Clinical Genetics, 65(1), 24–31. https://doi.org/10.1111/j.2004.00168.x 

https://doi.org/10.1111/1467-9566.13854
https://doi.org/10.1186/s13023-024-03209-7
https://doi.org/10.1111/hex.12958
https://doi.org/10.1080/21642850.2022.2053685
https://doi.org/10.23987/sts.55920
https://doi.org/10.1080/09638288.2019.1636316
https://doi.org/10.1016/j.ridd.2016.11.017
https://doi.org/10.1186/s13023-021-02168-7
https://doi.org/10.1186/s13023-017-0657-6
https://doi.org/10.1038/sj.ejhg.5201774


Depping, M. K., Uhlenbusch, N., & Löwe, B. (2021). Acceptance and commitment therapy meets 
peer support: Development of a supportive self-care intervention for patients with rare 
diseases—A multistage development process. BMJ Open, 11(7), e042856. 
https://doi.org/10.1136/bmjopen-2020-042856 

Di Ciommo, V., Forcella, E., & Cotugno, G. (2012). Living with phenylketonuria from the point of 
view of children, adolescents, and young adults: A qualitative study. Journal of Developmental 
and Behavioral Pediatrics, 33(3), 229–235. https://doi.org/10.1097/DBP.0b013e3182460d8a 

Dogba, M. J., Rauch, F., Tre, G., Glorieux, F. H., & Bedos, C. (2014). Shaping and managing the 
course of a child’s disease: Parental experiences with osteogenesis imperfecta. Disability and 
Health Journal, 7(3), 343–349. https://doi.org/10.1016/j.dhjo.2014.03.002 

Dolatkhah, R., Shabanloei, R., Ebrahimi, H., & Ghasempour, M. (2021). Content analysis of 
identity challenges in patients with haemophilia: A qualitative study. Nursing Open, 8(3), 1444–
1451. https://doi.org/10.1002/nop2.761 

Domaradzki, J., & Walkowiak, D. (2024). Invisible patients in rare diseases: Parental experiences 
with healthcare and social services for children with rare diseases: A mixed-method study. 
Scientific Reports, 14(1), Article 14016. https://doi.org/10.1038/s41598-024-63962-4 

Doyle, M., & Werner-Lin, A. (2016). Family strategies for living with rare disease: The experience 
of cystinosis. Journal of the Society for Social Work and Research, 7(3), 547–567. 
https://doi.org/10.1086/688048 

Duncan, R. E., Gillam, L., Savulescu, J., Williamson, R., Rogers, J. G., & Delatycki, M. B. (2007). 
“Holding your breath”: Interviews with young people who have undergone predictive genetic 
testing for Huntington disease. American Journal of Medical Genetics Part A, 143A(17), 1984–
1989. https://doi.org/10.1002/ajmg.a.31720 

Dwyer, A. A., Quinton, R., Pitteloud, N., & Morin, D. (2015). Psychosexual development in men 
with congenital hypogonadotropic hypogonadism on long-term treatment: A mixed methods 
study. Sexual Medicine, 3(1), 32–41. https://doi.org/10.1002/sm2.50 

Dyson, S. M., Atkin, K., Culley, L. A., Dyson, S. E., Evans, H., & Rowley, D. T. (2010). Disclosure 
and sickle cell disorder: A mixed methods study of the young person with sickle cell at school. 
Social Science & Medicine, 70(12), 2036–2044. 
https://doi.org/10.1016/j.socscimed.2010.03.010 

Ervin, C., Norcross, L., Mallya, U. G., Fehnel, S., Mittleman, R. S., Webster, M., Haqq, A. M., & 
Haws, R. M. (2023). Interview-based patient- and caregiver-reported experiences of hunger and 
improved quality of life with setmelanotide treatment in Bardet-Biedl syndrome. Advances in 
Therapy, 40(5), 2394–2411. https://doi.org/10.1007/s12325-023-02443-y 

Eskes, E. C., Beishuizen, C. R., Corazolla, E. M., van Middelaar, T., Brands, M. M., Dekker, H., van 
de Mheen, E., Langeveld, M., Hollak, C. E., & Sjouke, B. (2022). Patients’ view on gene therapy 
development for lysosomal storage disorders: A qualitative study. Orphanet Journal of Rare 
Diseases, 17(1), 383. https://doi.org/10.1186/s13023-022-02543-y 

https://doi.org/10.1136/bmjopen-2020-042856
https://doi.org/10.1097/DBP.0b013e3182460d8a
https://doi.org/10.1016/j.dhjo.2014.03.002
https://doi.org/10.1002/nop2.761
https://doi.org/10.1038/s41598-024-63962-4
https://doi.org/10.1086/688048
https://doi.org/10.1002/ajmg.a.31720
https://doi.org/10.1002/sm2.50
https://doi.org/10.1016/j.socscimed.2010.03.010
https://doi.org/10.1007/s12325-023-02443-y
https://doi.org/10.1186/s13023-022-02543-y


Etchegary, H., Pullman, D., Simmonds, C., Young, T.-L., & Hodgkinson, K. (2015). “It had to be 
done”: Genetic testing decisions for arrhythmogenic right ventricular cardiomyopathy. Clinical 
Genetics, 88(4), 344–351. https://doi.org/10.1111/cge.12513 

Feinstein, R. T., & Pollack, H. A. (2016). “We don’t have a plan. We should be working on a plan.”: 
Obstacles to caregiver transition planning for individuals with fragile X syndrome. Social Service 
Review, 90(3), 464–514. https://doi.org/10.1086/688502 

Feragen, K. B., Stock, N. M., Myhre, A., & Due-Tønnessen, B. J. (2020). Medical stress reactions 
and personal growth in parents of children with a rare craniofacial condition. The Cleft Palate-
Craniofacial Journal, 57(2), 228–237. https://doi.org/10.1177/1055665619869146 

Fitzgerald, J., Wilson, C., Kelly, C., & Gallagher, L. (2021). “More than a box of puzzles”: 
Understanding the parental experience of having a child with a rare genetic condition. European 
Journal of Medical Genetics, 64(4), 104164. https://doi.org/10.1016/j.ejmg.2021.104164 

Foji, S., Mohammadi, E., Sanagoo, A., & Jouybari, L. (2021). The patients’ experiences of burden 
of neurofibromatosis: A qualitative study. Iranian Journal of Nursing and Midwifery Research, 
26(4), 342–348. https://doi.org/10.4103/ijnmr.IJNMR_178_20 

Foji, S., Mohammadi, E., Sanagoo, A., & Jouybari, L. (2022). How do people with 
neurofibromatosis type 1 (the forgotten victims) live? A grounded theory study. Health 
Expectations: An International Journal of Public Participation in Health Care and Health Policy, 
25(2), 659–666. https://doi.org/10.1111/hex.13413 

Forrest Keenan, K., Miedzybrodzka, Z., van Teijlingen, E., McKee, L., & Simpson, S. (2007). Young 
people’s experiences of growing up in a family affected by Huntington’s disease. Clinical 
Genetics, 71(2), 120–129. https://doi.org/10.1111/j.1399-0004.2006.00702.x 

Forrest Keenan, K., van Teijlingen, E., McKee, L., Miedzybrodzka, Z., & Simpson, S. A. (2009). 
How young people find out about their family history of Huntington’s disease. Social Science & 
Medicine, 68(10), 1892–1900. https://doi.org/10.1016/j.socscimed.2009.02.049 

Foster, M., Adama, E., Arabiat, D., Runions, K., Vithiatharan, R., Zgambo, M., & Lin, A. (2022). 
Parents’ experiences of children with a rare disease attending a mainstream school: Australia. 
Journal of Pediatric Nursing, 63, e50–e57. https://doi.org/10.1016/j.pedn.2021.10.013 

Freedman, R., Sahhar, M., Curnow, L., Lee, J., & Peters, H. (2013). Receiving enzyme 
replacement therapy for a lysosomal storage disorder: A preliminary exploration of the 
experiences of young patients and their families. Journal of Genetic Counseling, 22(4), 517–532. 
https://doi.org/10.1007/s10897-013-9579-1 

Fujino, H., Iwata, Y., Saito, T., Matsumura, T., Fujimura, H., & Imura, O. (2016). The experiences 
of patients with Duchenne muscular dystrophy in facing and learning about their clinical 
conditions. International Journal of Qualitative Studies on Health and Well-Being, 11(1), 32045. 
https://doi.org/10.3402/qhw.v11.32045 

Garau, R. (2016). The medical experience of a patient with a rare disease and her family. 
Orphanet Journal of Rare Diseases, 11, 19. https://doi.org/10.1186/s13023-016-0401-7 

https://doi.org/10.1111/cge.12513
https://doi.org/10.1086/688502
https://doi.org/10.1177/1055665619869146
https://doi.org/10.1016/j.ejmg.2021.104164
https://doi.org/10.4103/ijnmr.IJNMR_178_20
https://doi.org/10.1111/hex.13413
https://doi.org/10.1111/j.1399-0004.2006.00702.x
https://doi.org/10.1016/j.socscimed.2009.02.049
https://doi.org/10.1016/j.pedn.2021.10.013
https://doi.org/10.1007/s10897-013-9579-1
https://doi.org/10.3402/qhw.v11.32045
https://doi.org/10.1186/s13023-016-0401-7


Gayà-Barroso, A., González-Moreno, J., Rodríguez, A., Ripoll-Vera, T., Losada-López, I., Gili, M., 
Paneque, M., & Cisneros-Barroso, E. (2022). Establishing occupational therapy needs: A semi-
structured interview with hereditary transthyretin amyloidosis patients. International Journal of 
Environmental Research and Public Health, 19(18), 11721. 
https://doi.org/10.3390/ijerph191811721 

Gedleh, A., Lee, S., Hill, J. A., Umukunda, Y., Qaiser, S., Kabiru, J., Kimani, K., Njambi, L., Kitonyi, 
G., & Dimaras, H. (2018). “Where does it come from?” Experiences among survivors and parents 
of children with retinoblastoma in Kenya. Journal of Genetic Counseling, 27(3), 574–588. 
https://doi.org/10.1007/s10897-017-0174-8 

Germeni, E., Vallini, I., Bianchetti, M. G., & Schulz, P. J. (2018). Reconstructing normality 
following the diagnosis of a childhood chronic disease: Does “rare” make a difference? 
European Journal of Pediatrics, 177(4), 489–495. https://doi.org/10.1007/s00431-017-3085-7 

Gibbon, S., & Aureliano, W. (2018). Inclusion and exclusion in the globalisation of genomics: The 
case of rare genetic disease in Brazil. Anthropology & Medicine, 25(1), 11–29. 
https://doi.org/10.1080/13648470.2017.1381230 

Gilbert, R. M., Sumodhee, D., Pontikos, N., Hollyhead, C., Patrick, A., Scarles, S., van der 
Smissen, S., Young, R. M., Nettleton, N., Webster, A. R., & Cammack, J. (2022). Collaborative 
research and development of a novel, patient-centered digital platform (MyEyeSite) for rare 
inherited retinal disease data: Acceptability and feasibility study. JMIR Formative Research, 6(1), 
e21341. https://doi.org/10.2196/21341 

Gill, L., Burrell, S., Chamberlayne, J., Lombardelli, S., Mora, J., Mason, N., Schurer, M., Merkel, 
M., Meninger, S., & Ko, J. J. (2021). Patient and caregiver experiences of living with acute hepatic 
porphyria in the UK: A mixed-methods study. Orphanet Journal of Rare Diseases, 16(1), 187. 
https://doi.org/10.1186/s13023-021-01816-2 

Glasscoe, C., & Smith, J. A. (2008). Through a mother’s lens: A qualitative analysis reveals how 
temporal experience shifts when a boy born preterm has cystic fibrosis. Clinical Child 
Psychology and Psychiatry, 13(4), 609–626. https://doi.org/10.1177/1359104508096772 

Glasscoe, C., & Smith, J. A. (2011). Unravelling complexities involved in parenting a child with 
cystic fibrosis: An interpretative phenomenological analysis. Clinical Child Psychology and 
Psychiatry, 16(2), 279–298. https://doi.org/10.1177/1359104510383207 

Golden, E., van Gool, R., Cay, M., Goodlett, B., Cao, A., Al-Hertani, W., & Upadhyay, J. (2023). 
The experience of living with Niemann–Pick type C: A patient and caregiver perspective. 
Orphanet Journal of Rare Diseases, 18(1), 120. https://doi.org/10.1186/s13023-023-02741-2 

Gómez-Zúñiga, B., Pulido Moyano, R., Pousada Fernández, M., García Oliva, A., & Armayones 
Ruiz, M. (2019). The experience of parents of children with rare diseases when communicating 
with healthcare professionals: Towards an integrative theory of trust. Orphanet Journal of Rare 
Diseases, 14(1), 159. https://doi.org/10.1186/s13023-019-1134-1 

Gorman, R., Farsides, B., & Gammidge, T. (2023). Stop-motion storytelling: Exploring methods 
for animating the worlds of rare genetic disease. Qualitative Research, 23(6), 1737–1758. 
https://doi.org/10.1177/14687941221110168 

https://doi.org/10.1007/s10897-017-0174-8
https://doi.org/10.1007/s00431-017-3085-7
https://doi.org/10.1080/13648470.2017.1381230
https://doi.org/10.2196/21341
https://doi.org/10.1186/s13023-021-01816-2
https://doi.org/10.1177/1359104508096772
https://doi.org/10.1177/1359104510383207
https://doi.org/10.1186/s13023-023-02741-2
https://doi.org/10.1186/s13023-019-1134-1
https://doi.org/10.1177/14687941221110168


Graham, T., Sooriah, S., Chang, Y. S., Hashimdeen, S., Meydan, T., & Grocott, P. (2024). 
Translating patient needs into medical device development: Co-design of a photoprotection 
visor for xeroderma pigmentosum using qualitative interviews. Orphanet Journal of Rare 
Diseases, 19(1), 64. https://doi.org/10.1186/s13023-023-03002-y 

Griffith, G. M., Hastings, R. P., Nash, S., Petalas, M., Oliver, C., Howlin, P., Moss, J., Petty, J., & 
Tunnicliffe, P. (2011). “You have to sit and explain it all, and explain yourself.” Mothers’ 
experiences of support services for their offspring with a rare genetic intellectual disability 
syndrome. Journal of Genetic Counseling, 20(2), 165–177. https://doi.org/10.1007/s10897-010-
9339-4 

Grob, R. (2008). Is my sick child healthy? Is my healthy child sick?: Changing parental 
experiences of cystic fibrosis in the age of expanded newborn screening. Social Science & 
Medicine, 67(7), 1056–1064. https://doi.org/10.1016/j.socscimed.2008.06.003 

Guber, R. D., Kokkinis, A. D., Schindler, A. B., Bendixen, R. M., Heatwole, C. R., Fischbeck, K. H., 
& Grunseich, C. (2018). Patient-identified impact of symptoms in spinal and bulbar muscular 
atrophy. Muscle & Nerve, 57(1), 40–44. https://doi.org/10.1002/mus.25957 

Gundersen, T. (2011). “One wants to know what a chromosome is”: The internet as a coping 
resource when adjusting to life parenting a child with a rare genetic disorder. Sociology of Health 
& Illness, 33(1), 81–95. https://doi.org/10.1111/j.1467-9566.2010.01277.x 

Gwaltney, C., Stokes, J., Aiudi, A., Mazar, I., Ollis, S., Love, E., Espensen, A., & Shields, A. L. 
(2020). Development of a patient-reported outcome questionnaire to evaluate primary 
mitochondrial myopathy symptoms: The primary mitochondrial myopathy symptom 
assessment. Journal of Clinical Neuromuscular Disease, 22(2), 65–76. 
https://doi.org/10.1097/CND.0000000000000303 

Hakim Zada, F., Ahmad Azahari, A., Wong, S., Ali, A., & Ismail, N. (2023). Understanding 
challenges of genetic testing on neuromuscular disorders from the parental lens. Journal of 
Personalized Medicine, 13(12), 1652. https://doi.org/10.3390/jpm13121652 

Hallowell, N., Badger, S., McKay, F., Kerasidou, A., & Nellåker, C. (2023). Democratising or 
disrupting diagnosis? Ethical issues raised by the use of AI tools for rare disease diagnosis. SSM 
- Qualitative Research in Health, 3, 100240. https://doi.org/10.1016/j.ssmqr.2023.100240 

Hallowell, N., Badger, S., Sauerbrei, A., Nellåker, C., & Kerasidou, A. (2022). “I don’t think people 
are ready to trust these algorithms at face value”: Trust and the use of machine learning 
algorithms in the diagnosis of rare disease. BMC Medical Ethics, 23(1), 112. 
https://doi.org/10.1186/s12910-022-00842-4 

Hamed, A., An Haack, K., Gwaltney, C., Baranowski, E., Stewart, A., Krupnick, R., Tyler, M., 
Sparks, S., & Paty, J. (2021). Qualitative interviews to improve patient-reported outcome 
measures in late-onset Pompe disease: The patient perspective. Orphanet Journal of Rare 
Diseases, 16(1), 428. https://doi.org/10.1186/s13023-021-02067-x 

Hanbury, A., Smith, A. B., & Buesch, K. (2021). Deriving vignettes for the rare disease AADC 
deficiency using parent, caregiver and clinician interviews to evaluate the impact on health-

https://doi.org/10.1186/s13023-023-03002-y
https://doi.org/10.1007/s10897-010-9339-4
https://doi.org/10.1007/s10897-010-9339-4
https://doi.org/10.1016/j.socscimed.2008.06.003
https://doi.org/10.1002/mus.25957
https://doi.org/10.1111/j.1467-9566.2010.01277.x
https://doi.org/10.1097/CND.0000000000000303
https://doi.org/10.3390/jpm13121652
https://doi.org/10.1016/j.ssmqr.2023.100240
https://doi.org/10.1186/s12910-022-00842-4
https://doi.org/10.1186/s13023-021-02067-x


related quality of life. Patient Related Outcome Measures, 12, 1–12. 
https://doi.org/10.2147/PROM.S278258 

Hardcastle, S. J., Legge, E., Laundy, C. S., Egan, S. J., French, R., Watts, G. F., & Hagger, M. S. 
(2015). Patients’ perceptions and experiences of familial hypercholesterolemia, cascade 
genetic screening and treatment. International Journal of Behavioral Medicine, 22(1), 92–100. 
https://doi.org/10.1007/s12529-014-9402-x 

Harrington, M., Whalley, D., Twiss, J., Rushton, R., Martin, S., Huynh, L., & Yang, H. (2019). 
Insights into the natural history of metachromatic leukodystrophy from interviews with 
caregivers. Orphanet Journal of Rare Diseases, 14(1), 89. https://doi.org/10.1186/s13023-019-
1060-2 

Hart, D. P., Branchford, B. R., Hendry, S., Ledniczky, R., Sidonio, J., Négrier, C., Kim, M., Rice, M., 
Minshall, M., Arcé, C., Prince, S., Kelleher, M., & Lee, S. (2021). Optimizing language for effective 
communication of gene therapy concepts with hemophilia patients: A qualitative study. 
Orphanet Journal of Rare Diseases, 16(1), 189. https://doi.org/10.1186/s13023-020-01555-w 

Hartelius, L., Jonsson, M., Rickeberg, A., & Laakso, K. (2010). Communication and Huntington’s 
disease: Qualitative interviews and focus groups with persons with Huntington’s disease, family 
members, and carers. International Journal of Language & Communication Disorders, 45(3), 
381–393. https://doi.org/10.3109/13682820903105145 

Hassall, S., Smith, D. M., Rust, S., Jones, S. A., & Wittkowski, A. (2022). “Why them, why me, why 
us?” The experiences of parents of children with lysosomal acid lipase deficiency: An 
interpretative phenomenological analysis study. Orphanet Journal of Rare Diseases, 17(1), 193. 
https://doi.org/10.1186/s13023-022-02335-4 

Haukeland, Y. B., Fjermestad, K. W., Mossige, S., & Vatne, T. M. (2015). Emotional experiences 
among siblings of children with rare disorders. Journal of Pediatric Psychology, 40(7), 712–720. 
https://doi.org/10.1093/jpepsy/jsv022 

Heaton, J., Wainstein, T., Elliott, A. M., & Austin, J. (2023). The experiences of adolescent siblings 
of children with rare genetic conditions: “It’s made me who I am.” Journal of Genetic 
Counseling, 32(1), 224–234. https://doi.org/10.1002/jgc4.1636 

Helderman, R., Macica, C. M., Weinstein, A., Feinn, R., & Doyle, M. (2024). Addressing 
challenges in diagnosis and management of rare disease through interprofessional education. 
Rare, 2, Article 100044. https://doi.org/10.1016/j.rare.2024.100044 

Henderson, S. L., Packman, W., & Packman, S. (2009). Psychosocial aspects of patients with 
Niemann–Pick disease, type B. American Journal of Medical Genetics Part A, 149A(11), 2430–
2436. https://doi.org/10.1002/ajmg.a.33077 

Hitchcock, I., Skrobanski, H., Matter, E., Munro, E., Whalen, J., Nolthenius, J. T., Crocker-Buque, 
A., Harrington, A., Vandenberghe, D., Acaster, S., & Williams, K. (2024). A qualitative study to 
explore the burden of disease in activated phosphoinositide 3-kinase delta syndrome (APDS). 
Orphanet Journal of Rare Diseases, 19(1), Article 203. https://doi.org/10.1186/s13023-024-
03215-9 

https://doi.org/10.2147/PROM.S278258
https://doi.org/10.1007/s12529-014-9402-x
https://doi.org/10.1186/s13023-019-1060-2
https://doi.org/10.1186/s13023-019-1060-2
https://doi.org/10.1186/s13023-020-01555-w
https://doi.org/10.3109/13682820903105145
https://doi.org/10.1186/s13023-022-02335-4
https://doi.org/10.1093/jpepsy/jsv022
https://doi.org/10.1002/jgc4.1636
https://doi.org/10.1016/j.rare.2024.100044
https://doi.org/10.1002/ajmg.a.33077
https://doi.org/10.1186/s13023-024-03215-9
https://doi.org/10.1186/s13023-024-03215-9


Hitchen, R., Woolhouse, M., & Holch, P. (2024). Breaking the silence: A qualitative exploration of 
parental perspectives of children with Goldenhar syndrome. Heliyon, 10(3), e24328. 
https://doi.org/10.1016/j.heliyon.2024.e24328 

Ho, A., & Hocaoglu, M. (2011). Impact of Huntington’s across the entire disease spectrum: The 
phases and stages of disease from the patient perspective. Clinical Genetics, 80(3), 235–239. 
https://doi.org/10.1111/j.1399-0004.2011.01748.x 

Ho, K.-A., Pierce, A., Stoltenberg, M., Tarancon, T., & Mansfield, C. (2024). Eliciting exploratory 
patient preference data: A case study in a rare disease. Pharmaceutical Medicine, 38(1), 55–62. 
https://doi.org/10.1007/s40290-023-00509-4 

Hodges, L., & Dibb, B. (2010). Social comparison within self-help groups: Views of parents of 
children with Duchenne muscular dystrophy. Journal of Health Psychology, 15(4), 483–492. 
https://doi.org/10.1177/1359105309355491 

Hollman, G., Ek, A.-C., Olsson, A. G., & Berterö, C. (2004). The meaning of quality of life among 
patients with familial hypercholesterolemia. The Journal of Cardiovascular Nursing, 19(4), 243–
250. https://doi.org/10.1097/00005082-200407000-00004 

Hubčíková, K., Rakús, T., Mühlbäck, A., Benetin, J., Bruncvik, L., Petrášová, Z., Bušková, J., & 
Brunovský, M. (2022). Psychosocial impact of Huntington’s disease and incentives to improve 
care for affected families in the underserved region of the Slovak Republic. Journal of 
Personalized Medicine, 12(12), 1941. https://doi.org/10.3390/jpm12121941 

Hunter, M., Heatwole, C., Wicklund, M., Weihl, C. C., Mozaffar, T., Statland, J. M., & Johnson, N. 
E. (2019). Limb-girdle muscular dystrophy: A perspective from adult patients on what matters 
most. Muscle & Nerve, 60(4), 419–424. https://doi.org/10.1002/mus.26636 

Iff, J., Carmichael, C., McKee, S., Sehinovych, I., McNeill, C., Tesi-Rocha, C., Henricson, E., 
Muntoni, F., & Kitchen, H. (2024). Eteplirsen treatment for Duchenne muscular dystrophy: A 
qualitative patient experience study. Advances in Therapy, 41(8), 3278–3298. 
https://doi.org/10.1007/s12325-024-02915-9 

Ihne-Schubert, S. M., Radovic, T., Fries, S., Frantz, S., Einsele, H., Störk, S., & Neuderth, S. 
(2024). Needs of amyloidosis patients and their care providers: Design and first results of the 
AMY-NEEDS research and care program. Orphanet Journal of Rare Diseases, 19(1), 58. 
https://doi.org/10.1186/s13023-024-03052-w 

Inhestern, L., Otto, R., Brandt, M., Zybarth, D., Oheim, R., Schüler, H., Mir, T. S., Tsiakas, K., 
Dibaj, P., Zschüntzsch, J., Okun, P. M., Hegenbart, U., Sommerburg, O., Schramm, C., Weiler-
Normann, C., Härter, M., & Bergelt, C. (2024). Patient experiences of interprofessional 
collaboration and intersectoral communication in rare disease healthcare in Germany: A mixed-
methods study. Orphanet Journal of Rare Diseases, 19(1), 197. https://doi.org/10.1186/s13023-
024-03207-9 

Iskrov, G., Raycheva, R., Kostadinov, K., Gillner, S., Blankart, C. R., Gross, E. S., Gumus, G., 
Mitova, E., Stefanov, S., Stefanov, G., & Stefanov, R. (2024). Are the European reference 
networks for rare diseases ready to embrace machine learning? A mixed-methods study. 
Orphanet Journal of Rare Diseases, 19(1), 25. https://doi.org/10.1186/s13023-024-03047-7 

https://doi.org/10.1016/j.heliyon.2024.e24328
https://doi.org/10.1111/j.1399-0004.2011.01748.x
https://doi.org/10.1007/s40290-023-00509-4
https://doi.org/10.1177/1359105309355491
https://doi.org/10.1097/00005082-200407000-00004
https://doi.org/10.3390/jpm12121941
https://doi.org/10.1002/mus.26636
https://doi.org/10.1007/s12325-024-02915-9
https://doi.org/10.1186/s13023-024-03052-w
https://doi.org/10.1186/s13023-024-03207-9
https://doi.org/10.1186/s13023-024-03207-9
https://doi.org/10.1186/s13023-024-03047-7


Isono, M., Kokado, M., & Kato, K. (2022). Why does it take so long for rare disease patients to get 
an accurate diagnosis? A qualitative investigation of patient experiences of hereditary 
angioedema. PLOS ONE, 17(3), e0265847. https://doi.org/10.1371/journal.pone.0265847 

Iyer, A. A., Barzilay, J. R., & Tabor, H. K. (2020). Patient and family social media use surrounding a 
novel treatment for a rare genetic disease: A qualitative interview study. Genetics in Medicine, 
22(11), 1830–1837. https://doi.org/10.1038/s41436-020-0890-6 

Janssen, L. M., van den Akker, K., Boussihmad, M. A., & de Vries, E. (2021). Which triggers could 
support timely identification of primary antibody deficiency? A qualitative study using the 
patient perspective. Orphanet Journal of Rare Diseases, 16(1), Article 289. 
https://doi.org/10.1186/s13023-021-01918-x 

Jean-Baptiste, M., Itzler, R., Prusty, S., Supina, D., & Martin, M. L. (2022). The symptom 
experience of hereditary angioedema (HAE) patients beyond HAE attacks: Literature review and 
clinician interviews. Orphanet Journal of Rare Diseases, 17(1), Article 232. 
https://doi.org/10.1186/s13023-022-02360-3 

Jenaro Kristesashvili, Levan Kobaladze, Mariam Chipashvili, & Anna Jibladze. (2023). Sex 
assignment and psychosexual peculiarities of individuals with different forms of androgen 
insensitivity syndrome: A qualitative study. International Journal of Reproductive Biomedicine, 
21(12), 985–994. https://doi.org/10.18502/ijrm.v21i12.15036 

Johansen, L., O’Hare, F., Shepard, E. R., Ayton, L. N., Pelentsov, L. J., Kearns, L. S., & Galvin, K. L. 
(2024). Exploring the support needs of Australian parents of young children with Usher 
syndrome: A qualitative thematic analysis. Orphanet Journal of Rare Diseases, 19(1), Article 
129. https://doi.org/10.1186/s13023-024-03125-w 

Johnson, J., Johnson, O., Heyhoe, J., Fielder, C., & Dunning, A. (2018). Parent experiences and 
preferences when dysmelia is identified during the prenatal and perinatal periods: A qualitative 
study into family nursing care for rare diseases. Journal of Family Nursing, 24(2), 271–293. 
https://doi.org/10.1177/1074840718772808 

Johnson, N. E., Heatwole, C. R., Ferguson, M., Sowden, J. E., Jeanat, S., & Herrmann, D. N. 
(2013). Patient identification of the symptomatic impact of Charcot–Marie–Tooth disease type 
1A. Journal of Clinical Neuromuscular Disease, 15(1), 19–23. 
https://doi.org/10.1097/CND.0b013e31829e22e3 

Johnson, N. E., Quinn, C., Eastwood, E., Tawil, R., & Heatwole, C. R. (2012). Patient-identified 
disease burden in facioscapulohumeral muscular dystrophy. Muscle & Nerve, 46(6), 948–950. 
https://doi.org/10.1002/mus.23529 

Kaiser, K., Yount, S. E., Martens, C. E., Webster, K. A., Shaunfield, S., Sparling, A., Peipert, J. D., 
Cella, D., Rottinghaus, S. T., Donato, B. M., Wells, R., & Tomazos, I. (2020). Assessing 
preferences for rare disease treatment: Qualitative development of the paroxysmal nocturnal 
hemoglobinuria patient preference questionnaire (PNH-PPQ©). Patient Preference and 
Adherence, 14, 705–715. https://doi.org/10.2147/PPA.S233830 

https://doi.org/10.1371/journal.pone.0265847
https://doi.org/10.1038/s41436-020-0890-6
https://doi.org/10.1186/s13023-021-01918-x
https://doi.org/10.1186/s13023-022-02360-3
https://doi.org/10.18502/ijrm.v21i12.15036
https://doi.org/10.1186/s13023-024-03125-w
https://doi.org/10.1177/1074840718772808
https://doi.org/10.1097/CND.0b013e31829e22e3
https://doi.org/10.1002/mus.23529
https://doi.org/10.2147/PPA.S233830


Karantzoulis, S., Heuer, K., Sparling, N., & Teynor, M. (2021). The patient experience of Wilson 
disease: A conceptual model based on qualitative research. Orphanet Journal of Rare Diseases, 
16(1), Article 437. https://doi.org/10.1186/s13023-021-02059-x 

Kay, C., Audo, I., Naujoks, C., Spera, C., Fischer, M. D., Green, J., Durham, T., Williamson, N., 
Bradley, H., Barclay, M., Sims, J., Banhazi, J., & Patalano, F. (2023). Qualitative exploration of 
visual function impairments and impacts on vision-dependent activities of daily living in retinitis 
pigmentosa and Leber congenital amaurosis: Content validation of the ViSIO-PRO and ViSIO-
ObsRO measures. Journal of Patient-Reported Outcomes, 7(1), 74. 
https://doi.org/10.1186/s41687-023-00610-x 

Kengne Kamga, K., Munung, N. S., Nguefack, S., Wonkam, A., & De Vries, J. (2021). Negotiating 
political power and stigma around fragile X syndrome in a rural village in Cameroon: A tale of a 
royal family and a community. Molecular Genetics & Genomic Medicine, 9(3), e1615. 
https://doi.org/10.1002/mgg3.1615 

Kermanian, M., Khodayarian, M., Tafti, A. D., & Salmani, N. (2024). Exploring the psychological 
problems of mothers having the experience of death of children with untreatable genetic 
disorders: A qualitative study. Journal of Education and Health Promotion, 13(1), 281. 
https://doi.org/10.4103/jehp.jehp_1375_21 

Kharrazi, M., & Kharrazi, L. D. (2005). Delayed diagnosis of cystic fibrosis and the family 
perspective. The Journal of Pediatrics, 147(3), S21–S25. 
https://doi.org/10.1016/j.jpeds.2005.08.011 

Kiefer, P., Kirschner, J., Pechmann, A., & Langer, T. (2020). Experiences of caregivers of children 
with spinal muscular atrophy participating in the expanded access program for nusinersen: A 
longitudinal qualitative study. Orphanet Journal of Rare Diseases, 15(1), Article 194. 
https://doi.org/10.1186/s13023-020-01477-7 

Klajmon-Lech, U. (2016). Early support and early intervention as a support for the child and their 
family based on the biographies of parents of children with rare genetic diseases. Psychiatria i 
Psychologia Kliniczna, 16(4), 229–236. https://doi.org/10.15557/PiPK.2016.0031 

Klein Haneveld, M. J., Valk, G. D., & Leeuwaarde, R. S. (2024). Lived experiences of undergoing 
regular tumor screening in patients with multiple endocrine neoplasia types 1 and 2 
(MEN1/MEN2). Journal of Genetic Counseling, 33(2), 402–412. 
https://doi.org/10.1002/jgc4.1739 

Koehly, L. M., Ashida, S., Sumrall, S., & Hyman, S. (2023). Caregiving interactions and behaviors 
in the care of children with rare genetic or undiagnosed conditions. Journal of Child and Family 
Studies, 32(11), 3501–3514. https://doi.org/10.1007/s10826-023-02645-6 

Korte, E. W. H., Baardman, R., Pool, G., Duipmans, J. C., van den Akker, P. C., & Bolling, M. C. 
(2024). Navigating the diagnostic journey of epidermolysis bullosa: A qualitative study of the 
lived experiences and needs of parents and patients. British Journal of Dermatology, 191(5), 
737–745. https://doi.org/10.1093/bjd/ljae242 

https://doi.org/10.1186/s13023-021-02059-x
https://doi.org/10.1186/s41687-023-00610-x
https://doi.org/10.1002/mgg3.1615
https://doi.org/10.4103/jehp.jehp_1375_21
https://doi.org/10.1016/j.jpeds.2005.08.011
https://doi.org/10.1186/s13023-020-01477-7
https://doi.org/10.15557/PiPK.2016.0031
https://doi.org/10.1002/jgc4.1739
https://doi.org/10.1007/s10826-023-02645-6
https://doi.org/10.1093/bjd/ljae242


Koto, Y., Narita, A., Noto, S., Ono, M., Hamada, A. L., & Sakai, N. (2022). Qualitative analysis of 
patient interviews on the burden of neuronopathic Gaucher disease in Japan. Orphanet Journal 
of Rare Diseases, 17(1), Article 280. https://doi.org/10.1186/s13023-022-02429-z 

Kutsa, O., Andrews, S. M., Mallonee, E., Gwaltney, A., Creamer, A., Han, P. K. J., Raspa, M., & 
Biesecker, B. B. (2022). Parental coping with uncertainties along the severe combined 
immunodeficiency journey. Orphanet Journal of Rare Diseases, 17(1), Article 390. 
https://doi.org/10.1186/s13023-022-02554-9 

Ladores, S., Woods, B. M., Pitts, L. N., Belay, D., Washington, L., & Bray, L. A. (2023). The lived 
experience of African American persons with cystic fibrosis. Creative Nursing, 29(4), 374–382. 
https://doi.org/10.1177/10784535231216461 

Lanar, S., Parker, S., O’Neill, C., Marrel, A., Arnould, B., Héron, B., Muschol, N., Wijburg, F. A., 
Chakrapani, A., Olivier, S., & Aiach, K. (2022). Understanding disease symptoms and impacts 
and producing qualitatively derived severity stages for MPS IIIA: A mixed methods approach. 
Orphanet Journal of Rare Diseases, 17(1), 75. https://doi.org/10.1186/s13023-022-02208-w 

Lau, N., Ramos, K. J., Aitken, M. L., Goss, C. H., Barton, K. S., Kross, E. K., & Engelberg, R. A. 
(2024). “We’ll deal with it as it comes”: A qualitative analysis of romantic partners’ dyadic 
coping in cystic fibrosis. Journal of Social and Personal Relationships, 41(4), 689–705. 
https://doi.org/10.1177/02654075231190617 

Le, T. T. Q., Le, N. T. H., Vu, T. A., Nguyen, H. H., & Vuong, L. N. (2024). Perception of having 
children through surrogacy in individuals with MRKH in Vietnam: A qualitative study. Frontiers in 
Psychology, 15, 1372405. https://doi.org/10.3389/fpsyg.2024.1372405 

Lee, S. S., Caruncho, M., Chung, W. K., Johnston, J., Tabb, K., & Appelbaum, P. S. (2023). 
Individualized interventions for rare genetic conditions and the research-treatment spectrum: 
Stakeholder perspectives. Genetics in Medicine, 25(6), 100832. 
https://doi.org/10.1016/j.gim.2023.100832 

Lehmann, A., Speight, B. S., & Kerzin-Storrar, L. (2011). Extended family impact of genetic 
testing: The experiences of X-linked carrier grandmothers. Journal of Genetic Counseling, 20(4), 
365–373. https://doi.org/10.1007/s10897-011-9360-2 

Lewis, C., Hammond, J., Hill, M., Searle, B., Hunter, A., Patch, C., Chitty, L. S., & Sanderson, S. 
C. (2020). Young people’s understanding, attitudes and involvement in decision-making about 
genome sequencing for rare diseases: A qualitative study with participants in the UK 100,000 
Genomes Project. European Journal of Medical Genetics, 63(11), 104043. 
https://doi.org/10.1016/j.ejmg.2020.104043 

Li, X., Lu, Z., Zhang, J., Zhang, X., Zhang, S., Zhou, J., Li, B., & Ou, L. (2020). The urgent need to 
empower rare disease organizations in China: An interview-based study. Orphanet Journal of 
Rare Diseases, 15(1), Article 282. https://doi.org/10.1186/s13023-020-01568-5 

Lim, F., Downs, J., Li, J., Bao, X.-H., & Leonard, H. (2012). Barriers to diagnosis of a rare 
neurological disorder in China: Lived experiences of Rett syndrome families. American Journal 
of Medical Genetics Part A, 158A(1), 1–9. https://doi.org/10.1002/ajmg.a.34351 

https://doi.org/10.1186/s13023-022-02429-z
https://doi.org/10.1186/s13023-022-02554-9
https://doi.org/10.1177/10784535231216461
https://doi.org/10.1186/s13023-022-02208-w
https://doi.org/10.1177/02654075231190617
https://doi.org/10.3389/fpsyg.2024.1372405
https://doi.org/10.1016/j.gim.2023.100832
https://doi.org/10.1007/s10897-011-9360-2
https://doi.org/10.1016/j.ejmg.2020.104043
https://doi.org/10.1186/s13023-020-01568-5
https://doi.org/10.1002/ajmg.a.34351


Lim, F., Downs, J., Li, J., Bao, X.-H., & Leonard, H. (2013). Caring for a child with severe 
intellectual disability in China: The example of Rett syndrome. Disability and Rehabilitation, 
35(4), 343–351. https://doi.org/10.3109/09638288.2012.715720 

Lim, J. Y., Rajikan, R., Amit, N., Ali, N. M., Hamid, H. A., Leong, H. Y., Mohamad, M., Koh, B. Q., & 
Musa, A. (2022). Exploring the barriers and motivators to dietary adherence among caregivers of 
children with disorders of amino acid metabolism (AAMDs): A qualitative study. Nutrients, 
14(12), 2535. https://doi.org/10.3390/nu14122535 

Litzkendorf, S., Frank, M., Babac, A., Rosenfeldt, D., Schauer, F., Hartz, T., & Graf von der 
Schulenburg, J.-M. (2020). Use and importance of different information sources among patients 
with rare diseases and their relatives over time: A qualitative study. BMC Public Health, 20(1), 
Article 860. https://doi.org/10.1186/s12889-020-08926-9 

Litzkendorf, S., Hartz, T., Göbel, J., Storf, H., Pauer, F., Babac, A., Lührs, V., Bruckner-Tuderman, 
L., Schauer, F., Schmidtke, J., Biehl, L., Wagner, T., Graf von der Schulenburg, J.-M., & Frank, M. 
(2018). Conceptualization and implementation of the central information portal on rare 
diseases: Protocol for a qualitative study. JMIR Research Protocols, 7(5), e112. 
https://doi.org/10.2196/resprot.7425 

Liu, T., Pan, Y., Ye, M., Sun, Q., Ding, X., & Xu, M. (2023). Experience of life quality from patients 
with aplastic anemia: A descriptive qualitative study. Orphanet Journal of Rare Diseases, 18(1), 
Article 393. https://doi.org/10.1186/s13023-023-02993-y 

Liu, Z., Feng, J., Fang, Y., Cheng, Y., & Li, S. (2023). Barriers to prophylactic treatment among 
patients with haemophilia A in Shandong Province, China: A qualitative study. Orphanet Journal 
of Rare Diseases, 18(1), Article 226. https://doi.org/10.1186/s13023-023-02838-8 

Long, J. C., Best, S., Hatem, S., Theodorou, T., Catton, T., Murray, S., Braithwaite, J., & 
Christodoulou, J. (2021). The long and winding road: Perspectives of people and parents of 
children with mitochondrial conditions negotiating management after diagnosis. Orphanet 
Journal of Rare Diseases, 16(1), Article 310. https://doi.org/10.1186/s13023-021-01939-6 

LoPresti, M., Igarashi, A., Sonohara, Y., & Bowditch, S. (2024). The emotional burden of caring for 
patients with Lennox–Gastaut syndrome, Dravet syndrome, and tuberous sclerosis complex-
associated epilepsy: A qualitative study in Japan. Epilepsy & Behavior, 158, Article 109932. 
https://doi.org/10.1016/j.yebeh.2024.109932 

Lowe, G. C., Corben, L. A., Duncan, R. E., Yoon, G., & Delatycki, M. B. (2015). “Both sides of the 
wheelchair”: The views of individuals with, and parents of individuals with Friedreich ataxia 
regarding pre-symptomatic testing of minors. Journal of Genetic Counseling, 24(5), 732–743. 
https://doi.org/10.1007/s10897-014-9801-9 

Lyn, N., Pulikottil-Jacob, R., Rochmann, C., Krupnick, R., Gwaltney, C., Stephens, N., Kissell, J., 
Cox, G. F., Fischer, T., & Hamed, A. (2020). Patient and caregiver perspectives on burden of 
disease manifestations in late-onset Tay-Sachs and Sandhoff diseases. Orphanet Journal of 
Rare Diseases, 15(1), Article 92. https://doi.org/10.1186/s13023-020-01354-3 

Mackley, M. P., Blair, E., Parker, M., Taylor, J. C., Watkins, H., & Ormondroyd, E. (2018). Views of 
rare disease participants in a UK whole-genome sequencing study towards secondary findings: 

https://doi.org/10.3109/09638288.2012.715720
https://doi.org/10.3390/nu14122535
https://doi.org/10.1186/s12889-020-08926-9
https://doi.org/10.2196/resprot.7425
https://doi.org/10.1186/s13023-023-02993-y
https://doi.org/10.1186/s13023-023-02838-8
https://doi.org/10.1186/s13023-021-01939-6
https://doi.org/10.1016/j.yebeh.2024.109932
https://doi.org/10.1007/s10897-014-9801-9
https://doi.org/10.1186/s13023-020-01354-3


A qualitative study. European Journal of Human Genetics, 26(5), 652–659. 
https://doi.org/10.1038/s41431-018-0106-6 

Malcolm, C., Gibson, F., Adams, S., Anderson, G., & Forbat, L. (2014). A relational understanding 
of sibling experiences of children with rare life-limiting conditions: Findings from a qualitative 
study. Journal of Child Health Care, 18(3), 230–240. https://doi.org/10.1177/1367493513485825 

Malcolm, C., Hain, R., Gibson, F., Adams, S., Anderson, G., & Forbat, L. (2012). Challenging 
symptoms in children with rare life-limiting conditions: Findings from a prospective diary and 
interview study with families. Acta Paediatrica, 101(9), 985–992. https://doi.org/10.1111/j.1651-
2227.2012.02680.x 

Malina, J., Huessler, E.-M., Jöckel, K.-H., Boog-Whiteside, E., Jeschonneck, N., Schröder, B., 
Schüle, R., Kühl, T., & Klebe, S. (2024). Development and validation of TreatHSP-QoL: A patient-
reported outcome measure for health-related quality of life in hereditary spastic paraplegia. 
Orphanet Journal of Rare Diseases, 19(1), Article 2. https://doi.org/10.1186/s13023-023-03012-
w 

Marinello, D., Palla, I., Lorenzoni, V., Andreozzi, G., Pirri, S., Ticciati, S., Cannizzo, S., Del Bianco, 
A., Ferretti, E., Santoni, S., Turchetti, G., Mosca, M., & Talarico, R. (2023). Exploring disease 
perception in Behçet’s syndrome: Combining a quantitative and a qualitative study based on a 
narrative medicine approach. Orphanet Journal of Rare Diseases, 18(1), Article 58. 
https://doi.org/10.1186/s13023-023-02668-8 

Martin, J. A., Robertson, K., Richards, C., Scerif, G., Baker, K., & Tye, C. (2023). Experiences of 
parents of children with rare neurogenetic conditions during the COVID-19 pandemic: An 
interpretative phenomenological analysis. BMC Psychology, 11(1), Article 179. 
https://doi.org/10.1186/s40359-023-01205-3 

Martínez-Rojas, S. G., & Castañeda-Ibáñez, N. N. (2023). Aya Kitou: Resilience capacity 
according to the Boris Cyrulnik biopsychosocial model. Estudos de Psicologia (Campinas), 40. 
https://doi.org/10.1590/1982-0275202340e200199 

Mathias, S. D., Burke, L., Colwell, H. H., Mensing, G., Savage, W., & Naik, H. (2023). 
Development and content validation of a sunlight exposure diary in patients with erythropoietic 
protoporphyria. Journal of Patient-Reported Outcomes, 7(1), 119. 
https://doi.org/10.1186/s41687-023-00655-y 

Mathias, S., Burke, L., Colwell, H., Mensing, G., Savage, W., & Naik, H. (2024). Development and 
content validation of novel patient-reported outcome measures to assess disease severity and 
change in patients with erythropoietic protoporphyria: The EPP Impact Questionnaire (EPIQ). 
Patient Related Outcome Measures, 15, 17–30. https://doi.org/10.2147/PROM.S438892 

Maxfield, M., Cooper, M. S., Kavanagh, A., Devine, A., & Gill Atkinson, L. (2021). On the outside 
looking in: A phenomenological study of the lived experience of Australian adults with a disorder 
of the corpus callosum. Orphanet Journal of Rare Diseases, 16(1), Article 512. 
https://doi.org/10.1186/s13023-021-02140-5 

Maxfield, M., McVilly, K., Devine, A., Davey, C., & Jordan, H. (2024). How does the subjective 
well-being of Australian adults with a congenital corpus callosum disorder compare with that of 

https://doi.org/10.1177/1367493513485825
https://doi.org/10.1111/j.1651-2227.2012.02680.x
https://doi.org/10.1111/j.1651-2227.2012.02680.x
https://doi.org/10.1186/s13023-023-03012-w
https://doi.org/10.1186/s13023-023-03012-w
https://doi.org/10.1186/s13023-023-02668-8
https://doi.org/10.1186/s40359-023-01205-3
https://doi.org/10.1590/1982-0275202340e200199
https://doi.org/10.1186/s41687-023-00655-y
https://doi.org/10.2147/PROM.S438892
https://doi.org/10.1186/s13023-021-02140-5


the general Australian population? Quality of Life Research, 33(11), 3161–3172. 
https://doi.org/10.1007/s11136-024-03741-w 

Mazar, I., Stokes, J., Ollis, S., Love, E., Espensen, A., Barth, P. G., Powers, A. L., & Shields, A. L. 
(2019). Understanding the life experience of Barth syndrome from the perspective of adults: A 
qualitative one-on-one interview study. Orphanet Journal of Rare Diseases, 14(1), Article 243. 
https://doi.org/10.1186/s13023-019-1200-8 

Mazzella, A., Curry, M., Belter, L., Cruz, R., & Jarecki, J. (2021). “I have SMA, SMA doesn’t have 
me”: A qualitative snapshot into the challenges, successes, and quality of life of adolescents 
and young adults with SMA. Orphanet Journal of Rare Diseases, 16(1), Article 96. 
https://doi.org/10.1186/s13023-021-01701-y 

McClaren, B. J., Delatycki, M. B., Collins, V., Metcalfe, S. A., & Aitken, M. (2008). “It is not in my 
world”: An exploration of attitudes and influences associated with cystic fibrosis carrier 
screening. European Journal of Human Genetics, 16(4), 435–444. 
https://doi.org/10.1038/sj.ejhg.5201965 

McMullan, J., Crowe, A. L., Downes, K., McAneney, H., & McKnight, A. J. (2022). Carer reported 
experiences: Supporting someone with a rare disease. Health & Social Care in the Community, 
30(3), 1097–1108. https://doi.org/10.1111/hsc.13336 

Mease, C., Fermaglich, L. J., Jackler, K., Shermer, S., & Miller, K. L. (2024). Determining 
commonalities in the experiences of patients with rare diseases: A qualitative analysis of US 
Food and Drug Administration patient engagement sessions. The Patient: Patient-Centered 
Outcomes Research, 17(1), 25–37. https://doi.org/10.1007/s40271-023-00648-5 

Mendes, Á., Sousa, L., Sequeiros, J., & Clarke, A. (2017). Discredited legacy: Stigma and familial 
amyloid polyneuropathy in northwestern Portugal. Social Science & Medicine, 182, 73–80. 
https://doi.org/10.1016/j.socscimed.2017.04.026 

Mengel, E., Patterson, M. C., Chladek, M., Guldberg, C., í Dali, C., Symonds, T., Lloyd-Price, L., 
Mathieson, T., Crowe, J., & Burbridge, C. (2021). Impacts and burden of Niemann-Pick type C: A 
patient and caregiver perspective. Orphanet Journal of Rare Diseases, 16(1), 493. 
https://doi.org/10.1186/s13023-021-02105-8 

Merker, V. L., Plotkin, S. R., Charns, M. P., Meterko, M., Jordan, J. T., & Elwy, A. R. (2021). Effective 
provider–patient communication of a rare disease diagnosis: A qualitative study of people 
diagnosed with schwannomatosis. Patient Education and Counseling, 104(4), 808–814. 
https://doi.org/10.1016/j.pec.2020.09.029 

Mitchell, M. J., Kawchak, D. A., Stark, L. J., Zemel, B. S., Ohene-Frempong, K., & Stallings, V. A. 
(2004). Parent perspectives of nutritional status and mealtime behaviors in children with sickle 
cell disease. Journal of Pediatric Psychology, 29(4), 315–320. 

Modelhart, A., Sturz, D., Kremslehner, L., & Prainsack, B. (2024). Lived experiences of genetic 
diagnosis for rare disease patients: A qualitative interview study. Orphanet Journal of Rare 
Diseases, 19(1), Article 68. https://doi.org/10.1186/s13023-024-03058-4 

https://doi.org/10.1007/s11136-024-03741-w
https://doi.org/10.1186/s13023-019-1200-8
https://doi.org/10.1186/s13023-021-01701-y
https://doi.org/10.1038/sj.ejhg.5201965
https://doi.org/10.1111/hsc.13336
https://doi.org/10.1007/s40271-023-00648-5
https://doi.org/10.1016/j.socscimed.2017.04.026
https://doi.org/10.1186/s13023-021-02105-8
https://doi.org/10.1016/j.pec.2020.09.029
https://doi.org/10.1186/s13023-024-03058-4


Moola, F. J., Ross, T., Buliung, R. N., Neville, A. R., & Hong, S. Y. (2024). “We are always in self-
isolation”: Navigating COVID-19 as a young person in Canada with cystic fibrosis. Wellbeing, 
Space and Society, 7, 100202. https://doi.org/10.1016/j.wss.2024.100202 

Munro, M., Cook, A. M., & Bogart, K. R. (2022). An inductive qualitative content analysis of 
stigma experienced by people with rare diseases. Psychology & Health, 37(8), 948–963. 
https://doi.org/10.1080/08870446.2021.1912344 

Munro, M., Voight, D. M., Bryson, B. A., & Bogart, K. R. (2023). Enacted stigma experiences and 
identity noticeability of LGBQ+ women with rare diseases. Journal of Homosexuality, 70(11), 
2348–2373. https://doi.org/10.1080/00918369.2022.2059971 

Murrell, D. V., Lotze, T. E., Farber, H. J., Crawford, C. A., & Wiemann, C. M. (2017). The 
experience of families with children with spinal muscular atrophy type I across health care 
systems. Journal of Child Neurology, 32(11), 917–923. 
https://doi.org/10.1177/0883073817716853 

Nag, H. E., Hoxmark, L. B., & Nærland, T. (2019). Parental experiences with behavioural 
problems in Smith–Magenis syndrome: The need for syndrome-specific competence. Journal of 
Intellectual Disabilities, 23(3), 359–372. https://doi.org/10.1177/1744629519847375 

Nakamura, K., Sakai, N., Hossain, M. A., Eisengart, J. B., Yamamoto, T., Tanizawa, K., So, S., 
Schmidt, M., & Sato, Y. (2024). Analysis of caregiver perspectives on patients with 
mucopolysaccharidosis II treated with pabinafusp alfa: Results of qualitative interviews in 
Japan. Orphanet Journal of Rare Diseases, 19(1), Article 104. https://doi.org/10.1186/s13023-
024-03112-1 

Nazaruk, S., Kulik, A., Sokołowska, B., Tkachuk, T., & Sobieszczuk, K. (2024). Nursing care and 
education of the family of a child with Duchenne muscular dystrophy. Health Problems of 
Civilization, 18(2), 164–173. https://doi.org/10.5114/hpc.2023.133622 

Neelamekam, S., Kwok, S., Malone, R., Wierzbicki, A. S., & Soran, H. (2017). The impact of 
lipoprotein lipase deficiency on health-related quality of life: A detailed, structured, qualitative 
study. Orphanet Journal of Rare Diseases, 12(1), Article 156. https://doi.org/10.1186/s13023-
017-0706-1 

Neff, M., Storf, H., Vasseur, J., Scheidt, J., Zerr, T., Khouri, A., & Schaaf, J. (2022). Identifying 
project topics and requirements in a citizen science project in rare diseases: A participative 
study. Orphanet Journal of Rare Diseases, 17(1), 357. https://doi.org/10.1186/s13023-022-
02514-3 

Neves, R., Perez, B. de D., Tindall, T., Fernandez, N. S., Panek, R., Wilne, S., Suri, M., 
Whitehouse, W., Jagani, S., Dandapani, M., Dineen, R. A., & Glazebrook, C. (2023). Whole-body 
MRI for cancer surveillance in ataxia–telangiectasia: A qualitative study of the perspectives of 
people affected by A-T and their families. Health Expectations, 26(3), 1358–1367. 
https://doi.org/10.1111/hex.13756 

Nguyen, C. Q., Kariyawasam, D., Alba-Concepcion, K., Grattan, S., Hetherington, K., Wakefield, 
C. E., Woolfenden, S., Dale, R. C., Palmer, E. E., & Farrar, M. A. (2022). “Advocacy groups are the 
connectors”: Experiences and contributions of rare disease patient organization leaders in 

https://doi.org/10.1016/j.wss.2024.100202
https://doi.org/10.1080/08870446.2021.1912344
https://doi.org/10.1080/00918369.2022.2059971
https://doi.org/10.1177/0883073817716853
https://doi.org/10.1177/1744629519847375
https://doi.org/10.1186/s13023-024-03112-1
https://doi.org/10.1186/s13023-024-03112-1
https://doi.org/10.5114/hpc.2023.133622
https://doi.org/10.1186/s13023-017-0706-1
https://doi.org/10.1186/s13023-017-0706-1
https://doi.org/10.1186/s13023-022-02514-3
https://doi.org/10.1186/s13023-022-02514-3
https://doi.org/10.1111/hex.13756


advanced neurotherapeutics. Health Expectations, 25(6), 3175–3191. 
https://doi.org/10.1111/hex.13625 

Nicholl, H., Doyle, C., Begley, T., Murphy, M., Lawlor, A., & Malone, H. (2014). Developing an 
information leaflet on 22q11.2 deletion syndrome for parents to use with professionals during 
healthcare encounters. Journal for Specialists in Pediatric Nursing, 19(3), 238–246. 
https://doi.org/10.1111/jspn.12078 

Nicolais, C. J., Bernstein, R., Saez-Flores, E., McLean, K. A., Riekert, K. A., & Quittner, A. L. 
(2019). Identifying factors that facilitate treatment adherence in cystic fibrosis: Qualitative 
analyses of interviews with parents and adolescents. Journal of Clinical Psychology in Medical 
Settings, 26(4), 530–540. https://doi.org/10.1007/s10880-018-9598-z 

Nixon, A., Roddick, E., Moore, K., & Wild, D. (2021). A qualitative investigation into the impact of 
hemophagocytic lymphohistiocytosis on children and their caregivers. Orphanet Journal of Rare 
Diseases, 16(1), Article 205. https://doi.org/10.1186/s13023-021-01832-2 

Obeidat, H. M., Al Hadid, L. A., Al-Sagarat, A. Y., & Khrisat, M. (2021). Corrigendum to ‘Lived 
experience of Jordanian parents having a child with Duchenne muscular dystrophy’. Journal of 
Pediatric Nursing, 58, 116. https://doi.org/10.1016/j.pedn.2020.12.001 

Oliveira, C. R., Mendes, Á., Sequeiros, J., & Sousa, L. (2021). Role of older generations in the 
family’s adjustment to Huntington disease. Journal of Community Genetics, 12(3), 469–477. 
https://doi.org/10.1007/s12687-021-00523-6 

Oliveira, C. R., Mendes, Á., Sequeiros, J., & Sousa, L. (2022). From older to younger generations: 
Intergenerational transmission of health-related roles in families with Huntington’s disease. 
Journal of Aging Studies, 61, 101027. https://doi.org/10.1016/j.jaging.2022.101027 

Outram, S., Brown, J., & Ackerman, S. (2022). The social value of genomic sequencing for 
disadvantaged families facing rare disease. Social Science & Medicine, 314, 115465. 
https://doi.org/10.1016/j.socscimed.2022.115465 

Palanisamy, B., Kosalram, K., & Chinnaiyan, S. (2024). Social networks and social support: 
Parents’ experiences in the management of thalassemia, a complex lifelong inherited blood 
disorder, in the indigenous context—A qualitative study. Clinical Epidemiology and Global 
Health, 25, 101491. https://doi.org/10.1016/j.cegh.2023.101491 

Pasquini, T. L., Goff, S. L., & Whitehill, J. M. (2021). Navigating the U.S. health insurance 
landscape for children with rare diseases: A qualitative study of parents’ experiences. Orphanet 
Journal of Rare Diseases, 16(1), 313–314. https://doi.org/10.1186/s13023-021-01943-w 

Pearce, E. E., Majid, A., Brown, T., Wilsnack, C., Rising, C., Thompson, A. S., Forbes Shepherd, 
R., Niknafs, A., Werner-Lin, A., Gilkey, M. B., Ribisl, K. M., Hutson, S. P., Han, P. K. J., & Savage, S. 
A. (2024). A “rotating menu” of medical uncertainty for families affected by telomere biology 
disorders: A qualitative interview study. SSM - Qualitative Research in Health, 6, Article 100486. 
https://doi.org/10.1016/j.ssmqr.2024.100486 

Pelentsov, L. J., Fielder, A. L., & Esterman, A. J. (2016). The supportive care needs of parents with 
a child with a rare disease: A qualitative descriptive study. Journal of Pediatric Nursing, 31(3), 
e207–e218. https://doi.org/10.1016/j.pedn.2015.10.022 

https://doi.org/10.1111/hex.13625
https://doi.org/10.1111/jspn.12078
https://doi.org/10.1007/s10880-018-9598-z
https://doi.org/10.1016/j.pedn.2020.12.001
https://doi.org/10.1007/s12687-021-00523-6
https://doi.org/10.1016/j.jaging.2022.101027
https://doi.org/10.1016/j.socscimed.2022.115465
https://doi.org/10.1016/j.cegh.2023.101491
https://doi.org/10.1186/s13023-021-01943-w
https://doi.org/10.1016/j.ssmqr.2024.100486
https://doi.org/10.1016/j.pedn.2015.10.022


Pellur, M., Narasimhan, H., & Mahadevan, S. (2019). Socio-cultural dimensions of congenital 
adrenal hyperplasia: An ethnographic study from Chennai, South India. Indian Journal of 
Endocrinology and Metabolism, 23(2), 227–231. https://doi.org/10.4103/ijem.IJEM_177_18 

Penziner, E., Williams, J. K., Erwin, C., Bombard, Y., Wallis, A., Beglinger, L. J., Hayden, M. R., & 
Paulsen, J. S. (2008). Perceptions of discrimination among persons who have undergone 
predictive testing for Huntington’s disease. American Journal of Medical Genetics Part B: 
Neuropsychiatric Genetics, 147B(3), 320–325. https://doi.org/10.1002/ajmg.b.30600 

Pérez-Núñez, P., Lázaro, E., Amayra, I., López-Paz, J. F., Caballero, P., Martínez, O., Pérez, M., 
Berrocoso, S., Al-Rashaida, M., García, M., Rodríguez, A. A., & Luna, P. M. (2021). Music therapy 
and Sanfilippo syndrome: An analysis of psychological and physiological variables of three case 
studies. Orphanet Journal of Rare Diseases, 16(1), Article 486. https://doi.org/10.1186/s13023-
021-02123-6 

Pfeiffer, K. M., Brod, M., Smith, A., Viuff, D., Ota, S., & Charlton, R. W. (2021). A qualitative study 
of the impacts of having an infant or young child with achondroplasia on parent well-being. 
Orphanet Journal of Rare Diseases, 16(1), Article 351. https://doi.org/10.1186/s13023-021-
01978-z 

Piercy, H., Machaczek, K., Ali, P., & Yap, S. (2017). Parental experiences of raising a child with 
medium chain acyl-CoA dehydrogenase deficiency. Global Qualitative Nursing Research, 4, 
2333393617707080. https://doi.org/10.1177/2333393617707080 

Pooe-Monyemore, M. B. J., Mavundla, T. R., & Christianson, A. (2012). The experience of people 
with oculocutaneous albinism. Health SA Gesondheid, 17(1), a592. 
https://doi.org/10.4102/hsag.v17i1.592 

Purcell, H. N., Whisenhunt, A., Cheng, J., Dimitriou, S., Young, L. R., & Grossoehme, D. H. 
(2015). “A remarkable experience of God, shaping us as a family”: Parents’ use of faith following 
child’s rare disease diagnosis. Journal of Health Care Chaplaincy, 21(1), 25–38. 
https://doi.org/10.1080/08854726.2014.988525 

Quaid, K. A., Sims, S. L., Swenson, M. M., Harrison, J. M., Moskowitz, C., Stepanov, N., Suter, G. 
W., & Westphal, B. J. (2008). Living at risk: Concealing risk and preserving hope in Huntington 
disease. Journal of Genetic Counseling, 17(1), 117–128. https://doi.org/10.1007/s10897-007-
9133-0 

Quaid, K. A., Swenson, M. M., Sims, S. L., Harrison, J. M., Moskowitz, C., Stepanov, N., Suter, G. 
W., & Westphal, B. J. (2010). What were you thinking?: Individuals at risk for Huntington disease 
talk about having children. Journal of Genetic Counseling, 19(6), 606–617. 
https://doi.org/10.1007/s10897-010-9312-2 

Quintal, A., Carreau, I., Grenier, A., Hébert, C., Yergeau, C., Berthiaume, Y., & Racine, E. (2023). 
An ethics action plan for rare disease care: Participatory action research approach. Journal of 
Participatory Medicine, 15, e46607. https://doi.org/10.2196/46607 

Quintal, A., Hotte, É., Hébert, C., Carreau, I., Grenier, A.-D., Berthiaume, Y., & Racine, E. (2023). 
Understanding rare disease experiences through the concept of morally problematic situations. 
HEC Forum. https://doi.org/10.1007/s10730-023-09511-4 

https://doi.org/10.4103/ijem.IJEM_177_18
https://doi.org/10.1002/ajmg.b.30600
https://doi.org/10.1186/s13023-021-02123-6
https://doi.org/10.1186/s13023-021-02123-6
https://doi.org/10.1186/s13023-021-01978-z
https://doi.org/10.1186/s13023-021-01978-z
https://doi.org/10.1177/2333393617707080
https://doi.org/10.4102/hsag.v17i1.592
https://doi.org/10.1080/08854726.2014.988525
https://doi.org/10.1007/s10897-007-9133-0
https://doi.org/10.1007/s10897-007-9133-0
https://doi.org/10.1007/s10897-010-9312-2
https://doi.org/10.2196/46607
https://doi.org/10.1007/s10730-023-09511-4


Raebel, E. M., Wiseman, S., Donnelly, C., Mathieson, T., Pountney, J., Crowe, J., & Hopkin, J. 
(2024). Real-life impacts of olipudase alfa: The experience of patients and families taking an 
enzyme replacement therapy for acid sphingomyelinase deficiency. Orphanet Journal of Rare 
Diseases, 19(1), Article 36. https://doi.org/10.1186/s13023-024-03020-4 

Rajtar, M. (2023). “Small” data, isolated populations, and new categories of rare diseases in 
Finland and Poland. Anthropology & Medicine, 30(1), 1–16. 
https://doi.org/10.1080/13648470.2022.2152633 

Randall, J. A., Sutter, C., Wang, S., et al. (2022). Qualitative interviews with adults with classic 
galactosemia and their caregivers: Disease burden and challenges with daily living. Orphanet 
Journal of Rare Diseases, 17, Article 138. https://doi.org/10.1186/s13023-022-02287-9 

Rawlinson, M., & Castro-Kemp, S. (2025). “It’s something that people don’t have the knowledge 
of”: Perceived participation of pupils with Prader–Willi syndrome in specialist schools and staff 
preparedness. Journal of Research in Special Educational Needs, 25(2), 341–354. 
https://doi.org/10.1111/1471-3802.12728 

Reimer-Kirkham, S., Astle, B., Kromberg, J., Mgijima-Konopi, I., Mooa, R. S., de Waal, M., Buyco, 
M., Ero, I., Msipa, D., Nesengani, T. V., Mazibuko, N., Leech, R., & Tjope, M. (2024). Birth stories 
of South African mothers of children with albinism: A critical human rights analysis. 
International Journal of Africa Nursing Sciences, 20, 100650. 
https://doi.org/10.1016/j.ijans.2023.100650 

Reisinho, M. da C., & Gomes, B. (2022). Portuguese adolescents with cystic fibrosis and their 
parents: An intervention proposal for nursing clinical practice. Journal of Pediatric Nursing, 64, 
e130–e135. https://doi.org/10.1016/j.pedn.2021.12.007 

Reisinho, M. da C., Gomes, B. P., Carvalho, F., & Borges, E. (2020). Caring for adolescents with 
cystic fibrosis in Portugal: The nurse’s role. Comprehensive Child and Adolescent Nursing, 
45(2), 182–190. https://doi.org/10.1080/24694193.2020.1850916 

Rezaei, F., Sanagoo, A., Peyrovi, H., & Jouybari, L. (2023). Persistent suffering: Living experiences 
of patients with rare disease: An interpretative phenomenological study. Journal of Education 
and Health Promotion, 12(1), Article 224. https://doi.org/10.4103/jehp.jehp_1010_22 

Richards, F. (2004). Couples’ experiences of predictive testing and living with the risk or reality of 
Huntington disease: A qualitative study. American Journal of Medical Genetics Part A, 126A(2), 
170–182. https://doi.org/10.1002/ajmg.a.20583 

Rintell, D., Heath, D., Braga Mendendez, F., Cross, E., Cross, T., Knobel, V., Gagnon, B., Turtle, 
C., Cohen, A., Kalmykov, E., & Fox, J. (2021). Patient and family experience with transthyretin 
amyloid cardiomyopathy (ATTR-CM) and polyneuropathy (ATTR-PN) amyloidosis: Results of two 
focus groups. Orphanet Journal of Rare Diseases, 16(1), Article 70. 
https://doi.org/10.1186/s13023-021-01706-7 

Río-González, Á., Molina-Rueda, F., Palacios-Ceña, D., & Alguacil-Diego, I. M. (2021). 
Comparing the experience of individuals with primary and secondary lymphoedema: A 
qualitative study. Revista Brasileira de Fisioterapia, 25(2), 203–213. 
https://doi.org/10.1016/j.bjpt.2020.05.009 

https://doi.org/10.1186/s13023-024-03020-4
https://doi.org/10.1080/13648470.2022.2152633
https://doi.org/10.1186/s13023-022-02287-9
https://doi.org/10.1111/1471-3802.12728
https://doi.org/10.1016/j.ijans.2023.100650
https://doi.org/10.1016/j.pedn.2021.12.007
https://doi.org/10.1080/24694193.2020.1850916
https://doi.org/10.4103/jehp.jehp_1010_22
https://doi.org/10.1002/ajmg.a.20583
https://doi.org/10.1186/s13023-021-01706-7
https://doi.org/10.1016/j.bjpt.2020.05.009


Rising, C. J., Wilsnack, C., Boyd, P., Sleight, A. G., Hutson, S. P., Khincha, P. P., & Werner-Lin, A. 
(2022). Family communication challenges of adolescents and young adults with Li-Fraumeni 
syndrome: Implications for psychosocial care. Patient Education and Counseling, 105(11), 
3259–3266. https://doi.org/10.1016/j.pec.2022.07.012 

Roddy, D., McCarthy, P., Nerney, D., Mulligan-Rabbitt, J., Smith, E., & Treacy, E. P. (2021). Impact 
of trimethylaminuria on daily psychosocial functioning. JIMD Reports, 57(1), 67–75. 
https://doi.org/10.1002/jmd2.12170 

Rodríguez-Laguna, L., Davis, K., Finger, M., Aubel, D., Vlamis, R., & Johnson, C. (2022). Mapping 
the PIK3CA-related overgrowth spectrum (PROS) patient and caregiver journey using a patient-
centered approach. Orphanet Journal of Rare Diseases, 17(1), Article 189. 
https://doi.org/10.1186/s13023-022-02338-1 

Rork, W. C., Hertz, A. G., Wiese, A. D., Kostick, K. M., Nguyen, D., Schneider, S. C., Shepherd, W. 
S., Cho, H., Lee, B., Sutton, V. R., Nagamani, S. C., Rauch, F., Glorieux, F., Retrouvey, J., Lee, J., 
Esposito, P., Wallace, M., Bober, M., Eyre, D., … Storch, E. A. (2023). A qualitative exploration of 
patient perspectives on psychosocial burdens and positive factors in adults with osteogenesis 
imperfecta. American Journal of Medical Genetics Part A, 191(9), 2267–2275. 
https://doi.org/10.1002/ajmg.a.63323 

Rosenberg, S., Södergård, B., Rosenholm, J. M., & Rauha, J.-P. (2023). A qualitative study on the 
views of experts on the social impact of the high-priced orphan drug nusinersen. Exploratory 
Research in Clinical and Social Pharmacy, 9, 100227. 
https://doi.org/10.1016/j.rcsop.2023.100227 

Rosenfeld, L. E., LeBlanc, K., Nagy, A., Ego, B. K., & McCray, A. T. (2023). Participation in a 
national diagnostic research study: Assessing the patient experience. Orphanet Journal of Rare 
Diseases, 18(1), Article 73. https://doi.org/10.1186/s13023-023-02695-5 

Roux-Levy, P. H., Perrard, Y., Mazalovic, K., Zabawa, C., Meunier-Beillard, N., Binquet, C., 
Lejeune, C., & Faivre, L. (2022). The place of general practitioner in the management of patients 
with rare disease and intellectual disability: A qualitative study. European Journal of Medical 
Genetics, 65(11), 104604. https://doi.org/10.1016/j.ejmg.2022.104604 

Rutland, S. B., Bergquist, R. P., Hager, A., Geurs, R., Mims, C., Gutierrez, H. H., & Oates, G. R. 
(2021). A mobile health platform for self-management of pediatric cystic fibrosis: Qualitative 
study of adaptation to stakeholder needs and integration in clinical settings. JMIR Formative 
Research, 5(1), e19413. https://doi.org/10.2196/19413 

Salamon, G., Field-Werners, U., Strobl, S., Hübl, V., & Diem, A. (2024). Facing the complex 
challenges of people with epidermolysis bullosa in Austria: A mixed methods study on burdens 
and helpful practices. Orphanet Journal of Rare Diseases, 19(1), Article 211. 
https://doi.org/10.1186/s13023-024-03163-4 

Samanta, A., Sen, S., Choudhuri, I., & Bhattacharyya, N. (2024). Social and cultural influences 
on genetic counseling acceptability: A mixed-methods study on beta-thalassemia carriers 
among graduate students in West Bengal, India. Indian Journal of Public Health, 68(3), 366–373. 
https://doi.org/10.4103/ijph.ijph_356_23 

https://doi.org/10.1016/j.pec.2022.07.012
https://doi.org/10.1002/jmd2.12170
https://doi.org/10.1186/s13023-022-02338-1
https://doi.org/10.1002/ajmg.a.63323
https://doi.org/10.1016/j.rcsop.2023.100227
https://doi.org/10.1186/s13023-023-02695-5
https://doi.org/10.1016/j.ejmg.2022.104604
https://doi.org/10.2196/19413
https://doi.org/10.1186/s13023-024-03163-4
https://doi.org/10.4103/ijph.ijph_356_23


Saydam, S. Z., Çüçülayef, D., Doğan, T. N., Crerand, C. E., & Özek, M. (2021). Social experiences 
of Turkish parents raising a child with Apert syndrome: A qualitative study. The Cleft Palate-
Craniofacial Journal, 58(3), 354–361. https://doi.org/10.1177/1055665620944761 

Schaaf, J., Prokosch, H.-U., Boeker, M., Schaefer, J., Vasseur, J., Storf, H., & Sedlmayr, M. (2020). 
Interviews with experts in rare diseases for the development of clinical decision support system 
software: A qualitative study. BMC Medical Informatics and Decision Making, 20(1), Article 230. 
https://doi.org/10.1186/s12911-020-01254-3 

Schiffmann, R., Mengel, E., Wallace, M., Rochmann, C., Turnbull, J., Krupnick, R., Gwaltney, C., 
Pulikottil-Jacob, R., Batsu, I., Zheng, R., & Hamed, A. (2024). Qualitative study of the patient 
experience with venglustat for Gaucher disease type 3 in a phase 2 open-label, multicenter, 
multinational study (LEAP). Advances in Therapy, 41(7), 2907–2923. 
https://doi.org/10.1007/s12325-024-02881-2 

Schiller, J., Towne, M. C., Epstein, R., Thornton, J. K., & Suslovitch, V. (2024). How parents of 
children with ataxia–telangiectasia use dynamic coping to navigate cyclical uncertainty. Journal 
of Genetic Counseling, 33(2), 301–313. https://doi.org/10.1002/jgc4.1727 

Schulz, A., Patel, N., Brudvig, J. J., Stehr, F., Weimer, J. M., & Augustine, E. F. (2024). The parent 
and family impact of CLN3 disease: An observational survey-based study. Orphanet Journal of 
Rare Diseases, 19(1), Article 125. https://doi.org/10.1186/s13023-024-03119-8 

Searle, A., Herbert, G., Dabner, L., Steward, C. G., Damin, M., & Pieles, G. (2021). Self-regulation 
in Barth syndrome: A qualitative perspective of adolescents, adults and parents in the U.K. 
Orphanet Journal of Rare Diseases, 16(1), Article 404. https://doi.org/10.1186/s13023-021-
02027-5 

Shikwambana, M. M., & Fourie, J. V. (2023). Supporting a Tsonga learner living with Bardet-Biedl 
syndrome, a rare complex disability. African Journal of Disability, 12, 1–9. 
https://doi.org/10.4102/ajod.v12i0.1181 

Shirdelzade, S., Ramezani, M., Eshraghi, P., & Heydari, A. (2023). Mothers’ lived experience of 
caring for children with inborn errors of amino acid metabolism. BMC Pediatrics, 23(1), Article 
285. https://doi.org/10.1186/s12887-023-03946-x 

Siddiq, S., Wilson, B. J., Graham, I. D., Lamoureux, M., Khangura, S. D., Tingley, K., Tessier, L., 
Chakraborty, P., Coyle, D., Dyack, S., Gillis, J., Greenberg, C., Hayeems, R. Z., Jain-Ghai, S., 
Kronick, J. B., Laberge, A.-M., Little, J., Mitchell, J. J., Prasad, C., & Potter, B. K. (2016). 
Experiences of caregivers of children with inherited metabolic diseases: A qualitative study. 
Orphanet Journal of Rare Diseases, 11(1), Article 168. https://doi.org/10.1186/s13023-016-
0548-2 

Siebold, D., Denton, J., Hurst, A. C. E., Moss, I., & Korf, B. (2024). A qualitative evaluation of 
patient and parent experiences with an undiagnosed diseases program. American Journal of 
Medical Genetics Part A, 194(2), 131–140. https://doi.org/10.1002/ajmg.a.63417 

Simcox, A. M., Hewison, J., Duff, A. J. A., Morton, A. M., & Conway, S. P. (2009). Decision-making 
about pregnancy for women with cystic fibrosis. British Journal of Health Psychology, 14(2), 
323–342. https://doi.org/10.1348/135910708X332927 

https://doi.org/10.1177/1055665620944761
https://doi.org/10.1186/s12911-020-01254-3
https://doi.org/10.1007/s12325-024-02881-2
https://doi.org/10.1002/jgc4.1727
https://doi.org/10.1186/s13023-024-03119-8
https://doi.org/10.1186/s13023-021-02027-5
https://doi.org/10.1186/s13023-021-02027-5
https://doi.org/10.4102/ajod.v12i0.1181
https://doi.org/10.1186/s12887-023-03946-x
https://doi.org/10.1186/s13023-016-0548-2
https://doi.org/10.1186/s13023-016-0548-2
https://doi.org/10.1002/ajmg.a.63417
https://doi.org/10.1348/135910708X332927


Simonelli, F., Sodi, A., Falsini, B., Bacci, G., Iarossi, G., Di Iorio, V., Giorgio, D., Placidi, G., 
Andrao, A., Reale, L., Fiorencis, A., & Aoun, M. (2021). Care pathway of RPE65-related inherited 
retinal disorders from early symptoms to genetic counseling: A multicenter narrative medicine 
project in Italy. Clinical Ophthalmology, 15, 4591–4605. https://doi.org/10.2147/OPTH.S331218 

Simonelli, F., Sodi, A., Falsini, B., Bacci, G., Iarossi, G., Di Iorio, V., Giorgio, D., Placidi, G., 
Andrao, A., Reale, L., Fiorencis, A., Aoun, M., Vitiello, G. B., Citro, A., Simone, S. D., Rienzo, I. D., 
Filimonova, N., Fortini, S., Marchese, C., … Turco, S. (2022). Narrative medicine to investigate 
the quality of life and emotional impact of inherited retinal disorders through the perspectives of 
patients, caregivers and clinicians: An Italian multicentre project. BMJ Open, 12(9), e061080. 
https://doi.org/10.1136/bmjopen-2022-061080 

Simpson, A., Bloom, L., Fulop, N. J., Hudson, E., Leeson-Beevers, K., Morris, S., Ramsay, A. I. G., 
Sutcliffe, A. G., Walton, H., & Hunter, A. (2021). How are patients with rare diseases and their 
carers in the UK impacted by the way care is coordinated? An exploratory qualitative interview 
study. Orphanet Journal of Rare Diseases, 16(1), Article 76. https://doi.org/10.1186/s13023-020-
01664-6 

Smith, J., Brewer, H., Eatough, V., Stanley, C., Glendinning, N., & Quarrell, O. (2006). The 
personal experience of juvenile Huntington’s disease: An interpretative phenomenological 
analysis of parents’ accounts of the primary features of a rare genetic condition. Clinical 
Genetics, 69(6), 486–496. https://doi.org/10.1111/j.1399-0004.2006.00624.x 

Smits, R. M., Vissers, E., Te Pas, R., Roebbers, N., Feitz, W. F. J., van Rooij, I. A. L. M., de Blaauw, 
I., & Verhaak, C. M. (2022). Common needs in uncommon conditions: A qualitative study to 
explore the need for care in pediatric patients with rare diseases. Orphanet Journal of Rare 
Diseases, 17(1), Article 153. https://doi.org/10.1186/s13023-022-02305-w 

Socha Hernandez, A. V., Deeks, L. S., & Shield, A. J. (2020). Understanding medication safety 
and Charcot–Marie–Tooth disease: A patient perspective. International Journal of Clinical 
Pharmacy, 42(6), 1507–1514. https://doi.org/10.1007/s11096-020-01123-z 

Somanadhan, S., & Larkin, P. J. (2016). Parents’ experiences of living with, and caring for 
children, adolescents and young adults with mucopolysaccharidosis (MPS). Orphanet Journal 
of Rare Diseases, 11(1), Article 138. https://doi.org/10.1186/s13023-016-0521-0 

Somers, C., McCusker, C., Prendeville, P., & Kelleher, S. (2024). The centrality of healthcare and 
education interactions: An interpretative phenomenological analysis of experiences of parents 
of children with Ehlers–Danlos syndrome. Research in Developmental Disabilities, 151, Article 
104789. https://doi.org/10.1016/j.ridd.2024.104789 

Spillmann, R. C., McConkie-Rosell, A., Pena, L., Jiang, Y.-H., Schoch, K., Walley, N., Sanders, C., 
Sullivan, J., Hooper, S. R., & Shashi, V. (2017). A window into living with an undiagnosed disease: 
Illness narratives from the Undiagnosed Diseases Network. Orphanet Journal of Rare Diseases, 
12(1), Article 71. https://doi.org/10.1186/s13023-017-0623-3 

Stanimirovic, D., Murko, E., Battelino, T., & Groselj, U. (2019). Development of a pilot rare 
disease registry: A focus group study of initial steps towards the establishment of a rare disease 
ecosystem in Slovenia. Orphanet Journal of Rare Diseases, 14(1), Article 172. 
https://doi.org/10.1186/s13023-019-1146-x 

https://doi.org/10.2147/OPTH.S331218
https://doi.org/10.1136/bmjopen-2022-061080
https://doi.org/10.1186/s13023-020-01664-6
https://doi.org/10.1186/s13023-020-01664-6
https://doi.org/10.1111/j.1399-0004.2006.00624.x
https://doi.org/10.1186/s13023-022-02305-w
https://doi.org/10.1007/s11096-020-01123-z
https://doi.org/10.1186/s13023-016-0521-0
https://doi.org/10.1016/j.ridd.2024.104789
https://doi.org/10.1186/s13023-017-0623-3
https://doi.org/10.1186/s13023-019-1146-x


Strong, H., Mitchell, M. J., Goldstein-Leever, A., Shook, L., Malik, P., & Crosby, L. E. (2017). 
Patient perspectives on gene transfer therapy for sickle cell disease. Advances in Therapy, 34(8), 
2007–2021. https://doi.org/10.1007/s12325-017-0587-7 

Supian, A., Shafie, A. A., Ngu, L.-H., Ayob, H., & Chaiyakunapruk, N. (2024). Perceptions of 
patients and caregivers toward the management of rare disease in Malaysia: A qualitative 
research study. International Journal of Technology Assessment in Health Care, 40(1), Article 
e34. https://doi.org/10.1017/S0266462324000333 

Szabo, S. M., Audhya, I. F., Feeny, D., Neumann, P., Malone, D. C., & Gooch, K. L. (2022). Societal 
perspectives on disease and treatment attributes characterizing rare diseases: A qualitative 
study from the United States. Journal of Patient-Reported Outcomes, 6(1), Article 9. 
https://doi.org/10.1186/s41687-022-00413-6 

Tam, M. T., Daboub, A., Lou, H., & Robillard, J. M. (2024). Short communication: Lived 
experience perspectives on genetic testing for a rare eye disease. Journal of Community 
Genetics, 15(1), 97–101. https://doi.org/10.1007/s12687-023-00677-5 

Tanabe, P., Porter, J., Creary, M., Kirkwood, E., Miller, S., Ahmed-Williams, E., & Hassell, K. 
(2010). A qualitative analysis of best self-management practices: Sickle cell disease. Journal of 
the National Medical Association, 102(11), 1033–1041. https://doi.org/10.1016/S0027-
9684(15)30730-6 

Taylor, J., Bradbury-Jones, C., Ogik, P., Kawuma, F., Betts, J., & Lund, P. (2021). Reactions to and 
explanations for the birth of a baby with albinism: A qualitative study in Busoga, Uganda. BMJ 
Open, 11(2), e040992. https://doi.org/10.1136/bmjopen-2020-040992 

Taylor, S. D. (2004). Predictive genetic test decisions for Huntington’s disease: Context, 
appraisal and new moral imperatives. Social Science & Medicine, 58(1), 137–149. 
https://doi.org/10.1016/S0277-9536(03)00155-2 

Tingley, K., Coyle, D., Graham, I. D., Chakraborty, P., Wilson, K., & Potter, B. K. (2021). 
Stakeholder perspectives on clinical research related to therapies for rare diseases: Therapeutic 
misconception and the value of research. Orphanet Journal of Rare Diseases, 16(1), Article 26. 
https://doi.org/10.1186/s13023-020-01624-0 

Tingley, K., Coyle, D., Graham, I. D., Sikora, L., Chakraborty, P., Wilson, K., Mitchell, J. J., 
Stockler-Ipsiroglu, S., & Potter, B. K. (2018). Using a meta-narrative literature review and focus 
groups with key stakeholders to identify perceived challenges and solutions for generating 
robust evidence on the effectiveness of treatments for rare diseases. Orphanet Journal of Rare 
Diseases, 13(1), Article 104. https://doi.org/10.1186/s13023-018-0851-1 

Truninger, M. I., Werner, H., Landolt, M. A., Hahn, A., Hennermann, J. B., Lagler, F. B., Möslinger, 
D., Pfrimmer, C., Rohrbach, M., & Huemer, M. (2024). Living with Pompe disease: Results from a 
qualitative interview study with children and adolescents and their caregivers. Orphanet Journal 
of Rare Diseases, 19(1), Article 358. https://doi.org/10.1186/s13023-024-03368-7 

Tubeuf, S., Willis, T. A., Potrata, B., Grant, H., Allsop, M. J., Ahmed, M., Hewison, J., & McKibbin, 
M. (2015). Willingness to pay for genetic testing for inherited retinal disease. European Journal of 
Human Genetics, 23(3), 285–291. https://doi.org/10.1038/ejhg.2014.111 

https://doi.org/10.1007/s12325-017-0587-7
https://doi.org/10.1017/S0266462324000333
https://doi.org/10.1186/s41687-022-00413-6
https://doi.org/10.1007/s12687-023-00677-5
https://doi.org/10.1016/S0027-9684(15)30730-6
https://doi.org/10.1016/S0027-9684(15)30730-6
https://doi.org/10.1136/bmjopen-2020-040992
https://doi.org/10.1016/S0277-9536(03)00155-2
https://doi.org/10.1186/s13023-020-01624-0
https://doi.org/10.1186/s13023-018-0851-1
https://doi.org/10.1186/s13023-024-03368-7
https://doi.org/10.1038/ejhg.2014.111


Tumulak, M.-A. J. R., Padilla, C. D., Ongchangco, J. C. E., Laurino, M. Y., Lagarde, J. B. B., 
Regalado, E. S., Legaspi, A. V., & Ventura, E. R. (2024). Living with a child with MSUD: 
Psychosocial issues of Filipino parents with a child with maple syrup urine disease. Genetics in 
Medicine Open, 2, Article 101847. https://doi.org/10.1016/j.gimo.2024.101847 

Twomey, C., McGonigle, E., & Solebo, A. L. (2024). Co-creation of a novel childhood onset rare 
disease self-care support tool. Academic Pediatrics, 24(2), 369–372. 
https://doi.org/10.1016/j.acap.2023.09.013 

Uhlenbusch, N., Löwe, B., & Depping, M. K. (2019). Perceived burden in dealing with different 
rare diseases: A qualitative focus group study. BMJ Open, 9(12), e033353. 
https://doi.org/10.1136/bmjopen-2019-033353 

Valdez, J. M., Walker, B., Ogg, S., Gattuso, J., Alderfer, M. A., Zelley, K., Ford, C. A., Baker, J. N., 
Mandrell, B. N., & Nichols, K. E. (2018). Parent–child communication surrounding genetic 
testing for Li–Fraumeni syndrome: Living under the cloud of cancer. Pediatric Blood & Cancer, 
65(11), e27350. https://doi.org/10.1002/pbc.27350 

van de Riet, L., Alsem, M. W., Beijneveld, R. S. I., van Woensel, J. B. M., & van Karnebeek, C. D. 
(2023). Delineating family needs in the transition from hospital to home for children with 
medical complexity: Part 2, a phenomenological study. Orphanet Journal of Rare Diseases, 
18(1), Article 387. https://doi.org/10.1186/s13023-023-02747-w 

van den Heuvel, L. M., Kater-Kuipers, A., van Dijk, T., Crefcoeur, L. L., Visser, G., Langeveld, M., & 
Henneman, L. (2023). A qualitative study on the perspectives of mothers who had been 
diagnosed with primary carnitine deficiency through newborn screening of their child. Orphanet 
Journal of Rare Diseases, 18(1), Article 134. https://doi.org/10.1186/s13023-023-02735-0 

Varma, A., Weinstein, J., Seabury, J., Rosero, S., Dilek, N., Heatwole, J., Engebrecht, C., Khosa, 
S., Chung, K., Paker, A., Woo, A., Brooks, G., Beals, C., Gandhi, R., & Heatwole, C. (2024). 
Patient-reported impact of symptoms in adrenoleukodystrophy (PRISM-ALD). Orphanet Journal 
of Rare Diseases, 19(1), Article 127. https://doi.org/10.1186/s13023-024-03129-6 

Vegni, E., Leone, D., Biasoli, C., & Moja, E. A. (2014). Difficult encounters with a hemophilic 
patient: The inner perspective of physicians. Journal of Health Psychology, 19(12), 1499–1507. 
https://doi.org/10.1177/1359105313493813 

Velvin, G., Johansen, H., Østertun-Geirdal, A., & Bathen, T. (2023). Fatigue in patients with 
syndromic heritable thoracic aortic disease: A systematic review of the literature and a 
qualitative study of patients’ experiences and perceptions. Orphanet Journal of Rare Diseases, 
18(1), Article 119. https://doi.org/10.1186/s13023-023-02709-2 

Velvin, G., Johnsen, V., Lidal, I. B., & Berg, E. (2023). Parental intervention program for preschool 
children with rare diseases: A mixed methods evaluation of parents’ experiences and utility. 
Orphanet Journal of Rare Diseases, 18(1), Article 327. https://doi.org/10.1186/s13023-023-
02935-8 

Verger, S., Negre, F., Rosselló, M. R., & Paz-Lourido, B. (2020). Inclusion and equity in 
educational services for children with rare diseases: Challenges and opportunities. Children 
and Youth Services Review, 119, 105518. https://doi.org/10.1016/j.childyouth.2020.105518 

https://doi.org/10.1016/j.gimo.2024.101847
https://doi.org/10.1016/j.acap.2023.09.013
https://doi.org/10.1136/bmjopen-2019-033353
https://doi.org/10.1002/pbc.27350
https://doi.org/10.1186/s13023-023-02747-w
https://doi.org/10.1186/s13023-023-02735-0
https://doi.org/10.1186/s13023-024-03129-6
https://doi.org/10.1177/1359105313493813
https://doi.org/10.1186/s13023-023-02709-2
https://doi.org/10.1186/s13023-023-02935-8
https://doi.org/10.1186/s13023-023-02935-8
https://doi.org/10.1016/j.childyouth.2020.105518


Visootsak, J., Charen, K., Rohr, J., Allen, E., & Sherman, S. (2012). Diagnosis of fragile X 
syndrome: A qualitative study of African American families. Journal of Genetic Counseling, 
21(6), 845–853. https://doi.org/10.1007/s10897-011-9454-x 

Vitale, S. A. (2016). Parent recommendations for family functioning with Prader–Willi syndrome: 
A rare genetic cause of childhood obesity. Journal of Pediatric Nursing, 31(1), 47–54. 
https://doi.org/10.1016/j.pedn.2015.11.001 

Walsh, C., Leavey, G., & McLaughlin, M. (2023). Information provision to caregivers of children 
with rare dermatological disorders: An international multimethod qualitative study. BMJ Open, 
13(7), e070840. https://doi.org/10.1136/bmjopen-2022-070840 

Walton, H., Simpson, A., Ramsay, A. I., Hudson, E., Hunter, A., Jones, J., Ng, P. L., Leeson-
Beevers, K., Bloom, L., Kai, J., Kerecuk, L., Kokocinska, M., Sutcliffe, A. G., Morris, S., & Fulop, N. 
J. (2022). Developing a taxonomy of care coordination for people living with rare conditions: A 
qualitative study. Orphanet Journal of Rare Diseases, 17(1), Article 171. 
https://doi.org/10.1186/s13023-022-02321-w 

Walton, H., Simpson, A., Ramsay, A. I., Hunter, A., Jones, J., Ng, P., Leeson-Beevers, K., Bloom, 
L., Kai, J., Kokocinska, M., Sutcliffe, A. G., Morris, S., & Fulop, N. J. (2022). Development of 
models of care coordination for rare conditions: A qualitative study. Orphanet Journal of Rare 
Diseases, 17(1), Article 49. https://doi.org/10.1186/s13023-022-02190-3 

Wan, H. W., Carey, K. A., D’Silva, A., Kasparian, N. A., & Farrar, M. A. (2019). “Getting ready for 
the adult world”: How adults with spinal muscular atrophy perceive and experience healthcare, 
transition and well-being. Orphanet Journal of Rare Diseases, 14(1), Article 74. 
https://doi.org/10.1186/s13023-019-1052-2 

Wang, T., & Lund, B. (2020). Categories of information need expressed by parents of individuals 
with rare genetic disorders in a Facebook community group: A case study with implications for 
information professionals. Journal of Consumer Health on the Internet, 24(1), 20–34. 
https://doi.org/10.1080/15398285.2020.1713700 

Warnink-Kavelaars, J., Beelen, A., Dekker, S., Nollet, F., Menke, L. A., & Engelbert, R. H. H. 
(2019). Marfan syndrome in childhood: Parents’ perspectives of the impact on daily functioning 
of children, parents and family; a qualitative study. BMC Pediatrics, 19(1), Article 262. 
https://doi.org/10.1186/s12887-019-1612-6 

Welling, M. S., Kleinendorst, L., van Haelst, M. M., & van den Akker, E. L. T. (2023). The narrative 
of a patient with leptin receptor deficiency: Personalized medicine for a rare genetic obesity 
disorder. Obesity Facts, 16(5), 514–518. https://doi.org/10.1159/000531529 

Weng, H. J., Niu, D. M., Turale, S., Tsao, L. I., Shih, F. J., Yamamoto-Mitani, N., Chang, C. C., & 
Shih, F. J. (2012). Family caregiver distress with children having rare genetic disorders: A 
qualitative study involving Russell–Silver syndrome in Taiwan. Journal of Clinical Nursing, 21(1–
2), 160–169. https://doi.org/10.1111/j.1365-2702.2010.03583.x 

Werner-Lin, A., Khincha, P. P., Thompson, A. S., Rising, C., Sleight, A., Wilsnack, C., Boyd, P., 
Feldman, A., Shepherd, R. F., & Savage, S. A. (2024). Living with rare genetic disease during the 

https://doi.org/10.1007/s10897-011-9454-x
https://doi.org/10.1016/j.pedn.2015.11.001
https://doi.org/10.1136/bmjopen-2022-070840
https://doi.org/10.1186/s13023-022-02321-w
https://doi.org/10.1186/s13023-022-02190-3
https://doi.org/10.1186/s13023-019-1052-2
https://doi.org/10.1080/15398285.2020.1713700
https://doi.org/10.1186/s12887-019-1612-6
https://doi.org/10.1159/000531529
https://doi.org/10.1111/j.1365-2702.2010.03583.x


COVID-19 pandemic: A qualitative study of adolescents and young adults with Li-Fraumeni 
syndrome. Rare, 2, Article 100034. https://doi.org/10.1016/j.rare.2024.100034 

Westerheim, I., Cormier-Daire, V., Gilbert, S., O’Malley, S., & Keen, R. (2024). Osteogenesis 
imperfecta: A study of the patient journey in 13 European countries. Orphanet Journal of Rare 
Diseases, 19(1), Article 331. https://doi.org/10.1186/s13023-024-03345-0 

Willems, J., Bablok, I., Farin-Glattacker, E., & Langer, T. (2023). Barriers and facilitating factors of 
care coordination for children with spinal muscular atrophy type I and II from the caregivers’ 
perspective: An interview study. Orphanet Journal of Rare Diseases, 18(1), Article 136. 
https://doi.org/10.1186/s13023-023-02739-w 

Williams, J. K., Erwin, C., Juhl, A. R., Mengeling, M., Bombard, Y., Hayden, M. R., Quaid, K., 
Shoulson, I., Taylor, S., & Paulsen, J. S. (2010). In their own words: Reports of stigma and genetic 
discrimination by people at risk for Huntington disease in the International RESPOND-HD study. 
American Journal of Medical Genetics Part B: Neuropsychiatric Genetics, 153B(6), 1150–1159. 
https://doi.org/10.1002/ajmg.b.31080 

Williams, K., Tickler, G., Valdivielso, P., Alonso, J., Vera-Llonch, M., Cubells, L., & Acaster, S. 
(2023). Symptoms and impacts of familial chylomicronemia syndrome: A qualitative study of 
the patient experience. Orphanet Journal of Rare Diseases, 18(1), Article 316. 
https://doi.org/10.1186/s13023-023-02927-8 

Wilson, E., Leventer, R., Cunningham, C., de Silva, M. G., Hodgson, J., & Uebergang, E. (2024). 
“Anything is better than nothing”: Exploring attitudes towards novel therapies in leukodystrophy 
clinical trials. Orphanet Journal of Rare Diseases, 19(1), 322. https://doi.org/10.1186/s13023-
024-03320-9 

Withers, C. M., Fleming, J., Wallingford, C. K., Gabbett, M. T., Peterson, M., Humphreys, L., & 
McInerney-Leo, A. (2021). Waiting for a diagnosis in Rubinstein–Taybi: The journey from 
“ignorance is bliss” to the value of “a label.” American Journal of Medical Genetics Part A, 
185(1), 105–111. https://doi.org/10.1002/ajmg.a.61920 

Witt, S., Kristensen, K., Wiegand-Grefe, S., Boettcher, J., Bloemeke, J., Wingartz, C., Bullinger, 
M., & Quitmann, J. (2021). Rare pediatric diseases and pathways to psychosocial care: A 
qualitative interview study with professional experts working with affected families in Germany. 
Orphanet Journal of Rare Diseases, 16(1), Article 497. https://doi.org/10.1186/s13023-021-
02127-2 

Witt, S., Schuett, K., Wiegand-Grefe, S., Boettcher, J., & Quitmann, J. (2023). Living with a rare 
disease: Experiences and needs in pediatric patients and their parents. Orphanet Journal of 
Rare Diseases, 18(1), Article 242. https://doi.org/10.1186/s13023-023-02837-9 

Xiao, L., Kang, S., Djordjevic, D., Gonorazky, H., Chiang, J., Ambreen, M., Nigro, E., Law, E., 
Weinstock, L., McCradden, M., & Amin, R. (2023). Understanding caregiver experiences with 
disease-modifying therapies for spinal muscular atrophy: A qualitative study. Archives of 
Disease in Childhood, 108(11), 929–934. https://doi.org/10.1136/archdischild-2023-325762 

Yee, K. S., Alexanderian, D., Martin, S., Olayinka-Amao, B., & Whiteman, D. A. H. (2024). Clinical 
investigator perspectives on patient outcomes in children with neuronopathic 

https://doi.org/10.1016/j.rare.2024.100034
https://doi.org/10.1186/s13023-024-03345-0
https://doi.org/10.1186/s13023-023-02739-w
https://doi.org/10.1002/ajmg.b.31080
https://doi.org/10.1186/s13023-023-02927-8
https://doi.org/10.1186/s13023-024-03320-9
https://doi.org/10.1186/s13023-024-03320-9
https://doi.org/10.1002/ajmg.a.61920
https://doi.org/10.1186/s13023-021-02127-2
https://doi.org/10.1186/s13023-021-02127-2
https://doi.org/10.1186/s13023-023-02837-9
https://doi.org/10.1136/archdischild-2023-325762


mucopolysaccharidosis II during intrathecal idursulfase-IT treatment. Orphanet Journal of Rare 
Diseases, 19(1), Article 158. https://doi.org/10.1186/s13023-024-03147-4 

Yee, K. S., Lewis, S., Evans, E., Romano, C., & Alexanderian, D. (2024). Caregiver experiences 
and observations of intrathecal idursulfase-IT treatment in a phase 2/3 trial in pediatric patients 
with neuronopathic mucopolysaccharidosis II. Orphanet Journal of Rare Diseases, 19(1), Article 
110. https://doi.org/10.1186/s13023-024-03034-y 

Yeong, J. L., Thomas, P., Buller, J., & Moosajee, M. (2021). A newly developed web-based 
resource on genetic eye disorders for users with visual impairment (Gene.Vision): Usability 
study. Journal of Medical Internet Research, 23(1), e19151. https://doi.org/10.2196/19151 

Zhang, S., Du, Y., Cai, L., Chen, M., Song, Y., He, L., Gong, N., & Lin, Q. (2022). Obstacles to 
home-based dietary management for caregivers of children with citrin deficiency: A qualitative 
study. Orphanet Journal of Rare Diseases, 17(1), Article 256. https://doi.org/10.1186/s13023-
022-02437-z 

Zhang, Y., Wang, Z., Huang, S., Sun, L., Zhao, S., Zhong, Y., Xiao, H., & Ding, X. (2019). Parents’ 
perceptions of diagnostic genetic testing for children with inherited retinal disease in China. 
Molecular Genetics & Genomic Medicine, 7(9), e916. https://doi.org/10.1002/mgg3.916 

Zhang, Z. (2023). Diagnosing rare diseases and mental well-being: A family’s story. Orphanet 
Journal of Rare Diseases, 18(1), Article 45. https://doi.org/10.1186/s13023-023-02648-y 

Zierhut, H. A., & Bartels, D. M. (2012). Waiting for the next shoe to drop: The experience of 
parents of children with Fanconi anemia. Journal of Genetic Counseling, 21(1), 45–58. 
https://doi.org/10.1007/s10897-011-9394-5 

Zybarth, D., Brandt, M., Mundlos, C., & Inhestern, L. (2023). Impact of the COVID-19 pandemic 
on health care and daily life of patients with rare diseases from the perspective of patient 
organizations: A qualitative interview study. Orphanet Journal of Rare Diseases, 18(1), Article 
154. https://doi.org/10.1186/s13023-023-02771-w 

https://doi.org/10.1186/s13023-024-03147-4
https://doi.org/10.1186/s13023-024-03034-y
https://doi.org/10.2196/19151
https://doi.org/10.1186/s13023-022-02437-z
https://doi.org/10.1186/s13023-022-02437-z
https://doi.org/10.1002/mgg3.916
https://doi.org/10.1186/s13023-023-02648-y
https://doi.org/10.1007/s10897-011-9394-5
https://doi.org/10.1186/s13023-023-02771-w

