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Usher Syndrome: A literature overview  

Aim 

 

The aim of this literature overview is to provide a meaningful and 

informative resource. The overview is not an exhaustive list of 

sources but rather, it is hoped the selection will provide a useful 

resource for practitioners and those wishing to know more about 

Usher Syndrome. While recent systematic reviews, including Gao 

and others (2025), have identified recurring psychosocial themes 

within the Usher Syndrome literature, these findings are often 

presented primarily within research contexts. This overview builds on 

that foundation by adopting a practitioner-focused perspective, 

exploring these themes in greater depth and considering their 

implications for real world support and service provision. Drawing on 

a broader range of qualitative, quantitative, and experiential literature, 

it aims to provide a more accessible and holistic understanding of 

how emotional wellbeing, identity, social support, and future planning 

unfold across the lifespan for individuals living with Usher Syndrome. 

 

Method 

 

A search was carried out using Med-line, Pub Med and Google 

Scholar databases.  Initially the search criteria was general and set to 

find all international journal articles published since 2010, where 

Usher Syndrome was mentioned in the text.  The search was then 

narrowed down to articles that were specifically about Usher 

Syndrome and relating to psychosocial research.  This resulted in 40 

papers being selected for the Literature Overview. In addition, while 

the review primarily draws on peer-reviewed literature, selected grey 

literature sources were also included where they provided valuable 

qualitative insights. Ellis and Hodges (2013), an institutional study, 

was incorporated due to its in-depth exploration of identity, 
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uncertainty, and adaptation in individuals with Usher Syndrome, 

despite not being published in a peer-reviewed journal.  Reviewed 

literature  has been organised into four themes:  

Background 

 

Usher Syndrome is a rare genetic disorder and the leading cause of 

deafblindness. It is a progressive condition and significantly impacts 

the quality of life of individuals living with the condition, affecting 

social interactions, emotional well-being, and daily functioning (Dean 

and others, 2017).  At present it is estimated that global prevalence 

figures are in the range of 1 to 4 per 25,000 people (Gao and others, 

2025).  Classification and sub-types of Usher Syndrome are fluid and 

have been changing as Genetics research is evolving.    In terms of 

how Usher Syndrome presents, there are currently 4 types as follows: 

 

Type 1 - characterised by profound congenital deafness, early-onset 

Retinitis Pigmentosa (RP) in childhood, and absent vestibular 

function.  

Type 2  - moderate hearing loss with normal vestibular function and a 

later onset of Retinitis Pigmentosa (RP), typically emerging from 

adolescence to early adulthood 

Type 3 - progressive and variable hearing loss and vision loss, 

variable vestibular function, with onset typically in late childhood or 

early adulthood  

Type 4  - this is an emerging classification and is less clearly defined. 

At present characterised by variable hearing, vision, and vestibular 

function issues. (Delmaghani and others 2022; Gao and others, 

2024) 
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There is a  breadth of variation within the condition, supporting the 

view that Usher Syndrome represents a spectrum rather than a 

single, uniform diagnosis. It is important to recognise that “Usher 

Syndrome” is increasingly understood not as single diagnosis, but 

rather as a descriptive label reflecting a cluster of symptoms across 

hearing loss and progressive visual impairment. (Delmaghani and 

others 2022; Gao and others, 2024).  This is mirrored in the wide 

genetic heterogeneity underpinning the condition. At the time of 

writing, there are at least four recognised clinical types and over 16 

genes known to be associated with Usher-related phenotypes. For 

example, Usher Type 1 is frequently described as a single entity, yet 

includes multiple sub-types (1B–1F), not all of which have fully 

identified genetic causes. 

This genetic diversity highlights the complexity of diagnosis and 

classification and reinforces the importance of moving beyond a 

purely categorical understanding of the condition. While molecular 

genetic research is rapidly expanding (D’Esposito and others, 2025; 

Toms and others, 2020; Whatley and others, 2020; Marouf and 

others, 2022), much of the psychosocial experience described in the 

literature is shared across sub-types. A recent Irish genotype–

phenotype study further illustrates the variability within the condition 

(Stephenson, 2023).  

 

Theme 1: Emotional Impact 

 

It is vital to remember that Health ‘incorporates psychological and 

social well-being as well as physical well-being’ (Dean and others 

2017), However,  research in relation to the health of people living 

with Usher Syndrome has in the main been limited to biological and 

functional studies relating to impairment.  There has, however, been 

an increase in literature dealing with the emotional impact of Usher 

Syndrome – these  range from population based survey work to 
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patient reported outcome articles. (Gao and others 2025).  Studies 

find that emotional impact is strongly linked to the experience of 

diagnosis and the progressive nature of the condition. In particular, 

Ellis and Hodges (2013)  describe diagnosis as a critical turning point 

associated with shock, anxiety, and uncertainty about the future 

trajectory of sensory loss. 

 In population-based survey work, mental health concerns are  a 

recurring feature.  For example, in a 2017 UK study of adults with 

Usher syndrome, depressive symptoms and loneliness were strongly 

associated with poorer  health-related quality of life, while higher 

perceived social support predicted better mental quality of life. (Dean 

and others, 2017).  Swedish researchers looking at the experiences 

of people living with Usher Type 2 reported poor psychological health. 

Respondents of this study also revealed problems, ranging from  

headache and fatigue to  depression and suicidal ideation (Wahlqvist  

and others).  Depressive symptoms, anxiety, loneliness, and social 

withdrawal repeatedly emerge as central drivers of reduced 

health‑related quality of life. Quantitative work also suggests that 

mental health is not simply a ‘secondary’ issue: psychological factors 

can be as predictive of quality of life as functional impairment. 

(Högner and others). The importance of screening for depression and 

loneliness is emphasised across these studies. 

Sleep disturbance and fatigue are increasingly recognised as 

clinically relevant in Usher syndrome, particularly in Usher Type 2A. 

Recent studies using validated sleep questionnaires report poorer 

sleep quality, day-time sleepiness, and altered Circadian rhythm in 

people with Usher syndrome Type 2.  Sleep deprivation impacts upon 

mood and general day-to-day functioning.  (Hendricks and others 

2024).  Literature further highlights stress factors, such as fatigue, 

reduced confidence in unfamiliar environments, and the cumulative 

effort of compensating for communication and navigation. (Dean and 

others, 2017; Wahlqvist and others, 2013; Högner and others 2015 

and Arcos and others, 2019). 
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Children and families face additional emotional demands, including 

early communication challenges, educational adjustments, and 

uncertainty about future loss of vision. Paediatric‑focused work 

highlights  behaviourial  and mental health concerns in some children 

with Usher syndrome and emphasises the importance of timely, 

developmentally appropriate support. More recent discussions of 

paediatric pathways stress that service provision that is 

predominantly Audiology based can miss emerging visual issues.  

Literature highlights that service provision is patchy at best with lack 

of sharing of information between them. This lack of joined up service 

provision has an emotional impact as it can leave families confused 

and frustrated by having to navigate fragmented systems over many 

years. (Dammeyer and others 2012; Maxwell and others, 2025). 

Theme 2: Identity and Self‑Perception 

 

Research suggests that people living with Usher Syndrome consider 

identity and self-perception is something they actively have to work 

on  rather than something that simply changes because of sensory 

loss. For example, in a  Swedish study, adults with genetically 

confirmed Usher syndrome Type 2A described a cluster of “life 

strategies” that included maintaining a positive image, staying active, 

selectively using support and devices, and sharing knowledge with 

others. The authors interpret these accounts as a form of 

psychological flexibility, and reported that participants tried to remain 

agents who steer their own lives and values, rather than being 

defined by the condition. (Ehn and others, 2016;2019). Importantly, 

this identity work often included the need to manage how and when 

to disclose sensory impairment.  Detail on this can be seen in a study 

that  looked at identity and self-perception of people with Usher 

Syndrome over a life span.  Respondents for this study are from 

England and findings have provided a rich array of view-points from 

people living with Usher Syndrome over time.  (Evans and others, 

2020;2022). In addition, Gao and others (2025) further identify  shift 
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as a central theme, particularly the transition from identifying as deaf 

or hard of hearing to recognising a dual sensory identity. Ellis and 

Hodges (2013) illustrate this process in detail, showing how 

individuals negotiate this shift while trying to maintain autonomy and 

a sense of continuity with their pre-diagnosis selves. 

Often people living with Usher Syndrome may not appear to have 

sensory loss when in some environments. In that regard it can 

become a hidden disability.  This can create a continual need to 

explain, justify, and educate others with regard to Usher Syndrome 

and how it impacts them. (Ehn and others, 2019)  It is important to 

note, however, that studies frame this as a form of self‑advocacy, 

where individuals develop practical strategies to protect dignity and 

maintain a sense of competence (Evans and others, 2017;2020).  

Studies have found that work-place and educational settings could be 

described as being ‘identity anchors’ for individuals with Usher 

Syndrome.  In essence, the identity of an individual with Usher 

Syndrome can be forged as a result of the experiences received 

(positive and negative) in workplace and educational settings. (Ehn 

and others, 2016).  Qualitative and mixed‑methods research show 

that the process of implementing  adaptations to working life can 

have both positive and negative impact. Adaptations/reasonable 

adjustments such as changing tasks, using assistive technology, 

provision of support, or working reduced hours when needed, have to 

be negotiated. While often well intended, it is important to note that, 

these adaptations, if not carried out in an informed way, with input 

from individuals with lived experience, can be viewed as potential 

threats to self‑image, professional identity, and belonging. (Ehn and 

others, 2020). 

 

Family roles can be similarly relevant in terms of identity.  For 

example, both parents and young people with Usher syndrome  

report that supportive relationships can reinforce self‑efficacy, 

whereas repeated service gaps and social misunderstandings can 

undermine confidence. (Roborel de Climens and others;  Evans and 
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others, 2017). 

 

Theme 3: Social and Support Needs 

 

Sensory changes affect communication, mobility, education, 

work/family life, and social participation and impact over time. People 

living with Usher syndrome commonly describe a need for support 

that is both continuous and adaptable. (Ayton and others, 2023; 

Wahlqvist and others, 2020).  For example, in a UK-wide population 

study, poorer psychosocial wellbeing (including loneliness) was 

strongly associated with a poorer health-related quality of life.  

Conversely, stronger perceived social support predicted better mental 

wellbeing. These findings would appear to frame social connection 

and support networks not as “optional extras” but, rather, as factors 

positively correlated to health outcomes. (Dean and others, 2017). 

It has been argued that a recurrent problem for people with Usher 

Syndrome is that support systems often do not fit the  “dual and 

progressive” profile of the condition. When Usher Syndrome is 

treated as “just hearing loss” or “just sight loss,” people can fall 

between the cracks in service provision, resulting in facing repeated 

reassessments, or struggle to access timely, specialist input.  (Evans 

& Baillie, 2021). This is especially the case in paediatric contexts 

where eligibility and resourcing can be tied to current impairment 

rather than prospective dual sensory loss, contributing to late 

identification and delayed support. (Maxwell and others, 2025).  As 

previously stated, Mixed Methods research studies of adults also 

emphasise the burdens of having what is often perceived as being a 

hidden disability: individuals may need to repeatedly explain their 

condition and negotiate for adjustments and understanding in 

everyday settings. (Ehn and others, 2020). 

Findings show that specialist rehabilitation and communication 

support is consistently portrayed as high value when it is available 
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and well matched to the person. Qualitative work with people living 

with Usher syndrome Type 2A highlights the practical importance of 

tailored strategies and assistance (including professional support) in 

sustaining independence, safety, and participation. Related research 

on working life describes how participation and health are shaped by 

whether environments provide workable accommodations and 

support, rather than assuming individuals can push through without 

adjustments. (Ehn and others, 2016;2019;2020). 

Family and peer support needs are also prominent in literature. A 

recent qualitative study involving parents of young children with 

Usher syndrome in Australia  finds that parents of young children with  

the syndrome report needing coordinated information and guidance.  

This guidance is necessary across all sectors: medical, audiological, 

ophthalmic, genetic, and psychosocial. (Johansen and others, 2024).   

In addition, parents report needing help navigating these services and 

connecting with relevant communities. (Maxwell and others, 2025).  

In families where a parent has progressive deafblindness due to 

Usher syndrome, the support picture expands further. For this group, 

partners and children may also need structured support, and families 

often describe the value of peer understanding alongside professional 

input. (Damen and others, 2023).   

The findings of the literature within this theme  are consistent: support 

is most effective when it is proactive rather than driven by crisis, 

coordinated across services, information is provided in accessible 

formats with relevant Guide Communicators, Language Service 

Professionals and Support Workers provided as needed  (Ayton and 

others, 2023). Evidence from clinician-focused work also suggests 

that gaps in professional awareness and service integration remain a 

barrier to delivering truly multidisciplinary care. (Dean and others, 

2017). 

 

Detailed studies focused on intervention are, as yet, few in number.  

Research studies in this area, for example, point to the practical value 
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of programmes focused on managing personal goals and 

problem‑solving support adaptation in Usher Syndrome Type 2. (Côté 

and others, 2013).  While medical and rehabilitative interventions 

such as Cochlear Implants may indirectly support social participation 

by improving communication, it is important to note that outcomes 

vary within Usher Sub-types. (Davies and others, 2021).  In addition,  

timing of intervention can have an impact on outcomes.  As such 

results should be interpreted cautiously. (Cornwall and others, 2024). 

 

Studies confirm co-ordinated intervention is often needed across 

audiology, ophthalmology and genetics. For example, a case report 

describing molecular diagnosis of Usher Type 1B in infancy illustrates 

how early identification can trigger early intervention pathways and 

highlights the practical importance of coordinated care and family 

support from the outset. (Filson and others, 2023).  A recent study 

highlighting the importance of co-ordinated intervention has found 

that eearlier intervention in hearing loss treatment and speech 

therapy leads to better outcomes, finding that establishing care and 

setting an early audiological baseline at the time of molecular 

diagnosis is highly beneficial (Brett and others, 2024). 

 

 

Theme 4: Uncertainty and Future Planning 

 

Uncertainty is a defining feature across the literature and is strongly 

emphasised in the synthesis by Gao and others (2025). Drawing on 

Ellis and Hodges (2013), the review highlights how unpredictability in 

vision and hearing loss creates ongoing difficulty in planning for the 

future, with individuals expressing concern about independence, 

autonomy, and life decisions in the face of an unclear trajectory. 

Due to Usher syndrome involving progressive and often 

unpredictable changes in vision in addition to hearing loss, many 

studies indicate that people living with Usher Syndrome describe the 

future as something they have to “re-plan” repeatedly rather than plan 
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once. In a UK qualitative study, participants described how Usher 

Syndrome affects everyday life and future plans, shaping decisions 

about relationships, independence, and life choices. (Evans and 

Baillie, 2022). 

Across studies, uncertainty is not just about future medical outcome, 

but, rather, about what will remain possible in practical terms as the 

condition progresses.  In effect, what will still be possible in areas of 

work, travel, parenting, social participation?  In a Swedish qualitative 

study, focused on people living with  Usher Type 2A, participants 

spoke about the future as being uncertain and described coping 

strategies such as seizing the moment, trying to stay positive, and 

maintaining hope. Participants in the same study also reported that 

understanding the genetics of Ushers Syndrome could be deemed a 

positive consideration when looking at future planning. (Ehn and 

others, 2019). 

Literature shows that employment and economic security are strong 

pressure-points when considering planning for the future.  For 

example, qualitative research focused on the working life of people 

with Usher type 2 found that work could be meaningful and promote 

good health.  Being in employment also forced people to confront 

limitations and uncertainty. Respondents were concerned about how 

long they would be able to continue working, and what that would 

mean for finances and identity.   (Ehn and others, 2020). Quantitative 

studies involving people living with Usher Type 1 support these 

findings and point to the way employment status intersects with 

health and financial situation.  These particular studies highlight how 

future planning is shaped by structural and economic risk as well as 

health related issues. (Wahlqvist and others, 2016;2020). 

Uncertainty also interacts with stress and the load put upon mental 

health of constant adaptation. A study relating to stress in Usher Type 

2 reports substantial stress levels and argues for rehabilitation 

approaches that reduce the strain associated with dual sensory loss. 

(Högner and others, 2015).  Findings suggest that goal-focused 
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rehabilitation may be one way to translate uncertainty into actionable 

steps.  For example, an intervention programme for people with 

Usher Type 2 centred on managing personal goals explicitly targets 

adaptation over time, adapting as circumstances change.  (Côté and 

others, 2013). 

 

Studies show that future planning is especially visible in family 

decision-making. A patient–physician perspective piece, which was 

co-authored with a patient living with Usher Type 2A, describes how 

concerns about heredity influenced the patient’s decision not to have 

children.  This highlights  how genetic risk can become a lived, future-

oriented problem rather than an abstract probability.  (Lønborg-Møller 

and others , 2020).  At the family level, an Australian qualitative study 

of parents of young children with Usher Type 1 reports that parents 

valued opportunities to see how older children were doing, because it 

reduced anxiety about the child’s future and helped them form more 

realistic expectations. (Johansen and others, 2024).   In addition, 

recent paediatric-focused work argues that, because Usher 

Syndrome can result in  prospective deafblindness, children and 

families often need anticipatory, staged planning with better-aligned 

support pathways.  These pathways should be sensitive and reflect 

the long trajectory. (Maxwell and others, 2025). 

 

Finally, synthesis of the literature using a psychosocial lens also 

underlines the centrality of future-oriented adaptation.  For example, 

studies have found that  people with Usher Syndrome often adjust life 

habits while maintaining hope for the future and have confidence in 

pursuing goals.  Research  also flags gaps in evidence on adaptive 

strategies and psycho-therapeutic support.  It is argued that evidence 

gathering here is crucial as these areas are precisely those most 

relevant to living with long-term uncertainty. (Arcos and others, 2019; 

Ehn and others, 2019; Gao and others, 2025). 
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Insights from Rare Disease Literature: Shared Experiences 

 

Although not solely Usher Syndrome-specific, research on rare 

diseases can be useful sources as there are common themes across 

all conditions.  For example  a systematic review of qualitative studies 

across rare disorders identifies recurring experiences of uncertainty, 

information gaps and the burden of navigating fragmented services. 

These system-level themes closely mirror those reported in Usher 

syndrome and help underline the importance of coordinated, long-

term support. (Von der Lippe and others, 2017). 

In 2015 a qualitative study involving the use focus groups to 

investigate the supportive care needs of parents with children who 

have  rare disease found that,  although the children's health 

problems varied, parents shared similar supportive care needs 

(Pelenstov and others, 2015).  Similar work has been done recently 

focusing on both the experiences of patients’ and parents’ previous 

experiences in daily life. It was found that there is a need for  specific 

support, including training of health care professionals and practical 

help for all family members. (Witt and others. 2023).  

A recent Mixed Methods  study in Ireland has found that parents 

report limited rare disease knowledge, urging improved training for 

healthcare providers, families face gaps in support systems for 

children's health and educational needs, caring for a child with a rare 

disease profoundly impacts parents' mental health and well-being.  

This study also emphasised that tailored psychosocial interventions 

are crucial for supporting parents of children with rare diseases 

(Somanadhan and others 2025) 

Lastly, with genetic research and diagnosis potential gathering a 

pace, a very useful study from Japanese academics explores the 

concerns and needs of parents during the genetic diagnostic process. 

This exploratory qualitative study aimed to clarify the needs of the 

parents of children who have been diagnosed with rare genetic 
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diseases and determine the factors that may help provide the 

environment necessary for the family to understand and accept the 

symptoms and characteristics associated with the disease and live 

with their affected (Takatsuka and others, 2025) 

 

Discussion 

 

A central and recurring finding across the literature is the lack of co-

ordinated, joined-up care for individuals living with Usher Syndrome. 

The condition’s dual sensory and progressive nature challenges 

systems typically organised around single impairments. Individuals 

often move between audiology, ophthalmology, genetics, and social 

care pathways that do not effectively communicate or plan together. 

As a result, families frequently report needing to coordinate care 

themselves and, at times, educate professionals. 

The four psychosocial themes identified: emotional impact, identity, 

social needs, and future planning, are closely interconnected. 

Emotional distress is made worse by difficulties accessing support, 

while identity is shaped by experiences in education, employment, 

and services. These interconnections reinforce the need for a 

whole-life, integrated model of care. 

The research base remains constrained by small sample sizes and 

limited subtype representation. An important consideration emerging 

from the literature is the potential value of early genetic testing. 

Earlier molecular diagnosis would support more robust longitudinal 

research, allowing better understanding of progression and enabling 

anticipatory care planning. 

The literature provides a strong case for the development of an 

Integrated Care Pathway bringing together Audiology, 

Ophthalmology, Genetics, Rehabilitation, and Psychosocial Services 

in a coordinated model. Alongside this, there is a clear need for 

improved professional education and training. 
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Key recommendations include: 

 

 

1. Routine screening for mental health and sleep difficulties 

2. Coordinated multidisciplinary care pathways 

3. Accessible information and communication support 

4. Goal-based adaptive rehabilitation 

5. Earlier genetic testing to support longitudinal research 

 

Addressing these priorities would improve both service delivery and 

lived outcomes for individuals with Usher Syndrome.  

 

 

 

Conclusion 

 

In conclusion, this overview brings together a growing body of 

psychosocial literature to provide a clearer, more accessible 

understanding of Usher syndrome as a complex, lifelong condition 

that extends beyond its sensory characteristics. By synthesising 

evidence relating to emotional wellbeing, identity, social participation 

and future planning, the review highlights the interconnected nature 

of these experiences and the ways in which they are shaped by both 

individual and systemic factors. In doing so, it seeks to support 

practitioners in developing a more informed and holistic 

understanding of Usher Syndrome, moving beyond a purely medical 

or impairment-focused perspective. While not intended as a 

prescriptive guide, the insights presented here aim to inform 

awareness, challenge assumptions, and contribute to more 

coordinated, person-centred approaches in practice. 
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