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Abstract

Usher’s syndrome is a rare genetic disease that affects both hearing and
vision. It is defined by the association of sensorineural hearing loss and vi-
sual impairment due to retinitis pigmentosa. There is paucity in research
describing patients with Usher’s syndrome and comorbid Autistic Spectrum
Disorders (ASD). Assessment and management of mental disorders, in asso-
ciation with Usher’s Syndrome, can be particularly challenging due to dual
sensory. The authors describe a case of a patient with Usher’s Syndrome
referred to mental health services with behavioral difficulties. The patient
required extensive support with her Activities of Daily Living (ADLs), howev-
er did not engage with staff support leading to high risk of self-neglect. She
was also requesting to leave the supported accommodation to live inde-
pendently. The assessors depended in their assessment mainly on collateral
history and behavioral observation. The patient showed multiple features
suggestive of ASD; including difficulties in maintaining a two way conversa-
tion, inflexible adherence to a pattern of ritualistic behaviors, stereotyped
repetitive motor movements and idiosyncratic speech, in addition to hy-
per-reactivity to different sensory stimuli. These difficulties appear to have
stemmed since her childhood, as her family used to struggle with providing
her care because of her same behavioral patterns. The assessors made rec-
ommendations based on their findings, including referral for specialist diag-
nostic assessment for ASD and conducting mental capacity assessment for
the patient’s ability to decide on her future accommodation. The authors
also discuss the possible underlying etiologies for such presentation, includ-
ing delayed development of Theory of Mind (ToM) because of the limited
social experience caused by early visual loss and hearing impairment.
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Introduction

Usher’s syndrome is is a rare genetic disease that affects
hearing and vision. It is defined by the association of sensori-
neural hearing loss and visual impairment due to retinitis pig-
mentosa [1]. The prevalence of Usher’s syndrome ranges from
3.2t0 6.2 per 100,000 [2]. It may be associated with various psy-
chiatric disorders [3]. Inability of communication through spo-
ken language in association with progressive visual impairment
affects diagnostics and management of comorbid mental disor-
ders [4]. Herein, the authors report a case of Usher’s syndrome
with autistic symptoms and highlight the challenges faced with
assessment and management of this uncommon presentation.

Case report

Miss X, a female patient in her fifties, was referred to mental
health services with behavioral difficulties. She has a diagno-
sis of Usher’s syndrome. She was living in a supported accom-
modation, requiring extensive support with all her Activities of
Daily Living (ADLs), however she was resisting support leading
to high risk of self-neglect and poor physical health. She was
also requesting to move on to live independently in the com-
munity, which raised considerable concerns about her ability to
understand her care needs.

Collateral history

Miss X used to live with her mother in her childhood. She
attended main stream education. There is limited information
about her developmental history. She was registered blind in
her early twenties. Her mother used to provide her with exten-
sive support with her ADLs, however Miss X used to be resistive
to interventions. In her adulthood, Miss X struggled to live in-
dependently in the community, so she then moved in to a sup-
ported accommodation with a supported care plan in place.

Miss X showed the same pattern of behavior towards the
supporting staff; requiring support however resisting it. Staff
described that she had inflexible adherence to a pattern of ritu-
alistic behaviors. She would struggle to engage with any task
outside her rigid routine. Her acceptance of support was very
specific, for example, accepting food, but declining personal
care. She was very specific about time frames for different tasks.

She showed patterns suggesting difficulties with executive
functioning. Miss X would voice her need to do a particular task,
however did not actually execute the task unless the exact steps
were explained to her. For example, she required prompting to
drink, even when she was able to identify feeling thirsty.

Miss X seemed to present with some sensory difficulties. She
appeared to be hyper-reactive to the sensory input of having
water on her skin, leading to reluctance to engage in tasks re-
lated to hygiene.

Miss X vision was pin-hole vision and she required two hear-
ing aids in order to hear clearly. She was not on any psycho-
tropics. She developed recurrent infections secondary to self-
neglect.

Mental state examination

The assessors depended mainly on behavioral observation,
due to Miss X limited engagement. Miss X showed signs of self-
neglect. She went through a number of rituals including tak-
ing tablets in a particular order with a particular number of sips
from her drink for each tablet. She showed a pattern of ste-
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reotyped repetitive motor movements, for example, she would
tap her cup against her lip particular number of times before
drinking. She showed idiosyncratic use of language, spelling
some words out instead of saying them. She could not maintain
a two way conversation. She had a number of repetitive stock
answers that she used when she struggled with maintaining a
conversation; those answers were out of context. Her mood
was subjectively and objectively anxious, with reactive affect.
There was no evidence of depressive symptoms. There was
no evidence of delusional thoughts, hallucinatory experiences
or any other psychotic phenomena. She was oriented to time,
place and person. Miss X had no insight into her difficulties. She
expressed her wish to live independently in the community and
could not understand professionals concerns and views regard-
ing her care needs, which raised the question about her under-
standing and capacity to plan for her future accommodation.

Working diagnosis

Miss X showed features suggestive of ASD; including difficul-
ties in maintaining a two way conversation, inflexible adherence
to a pattern of ritualistic behaviors, stereotyped repetitive mo-
tor movements and use of repetitive stock words, in addition
to her hyper-reactivity to different sensory stimuli. These dif-
ficulties appear to have stemmed since her childhood, as her
mother used to struggle with providing her care because of the
same behavioral patterns that her carers are finding now.

Management

The assessors made recommendations based on the find-
ings. The first recommendation was to include input from the
autism specialist service for specialist diagnostic assessment for
ASD. It was highlighted that there might be some practical dif-
ficulties with conducting the standard assessments, because of
Miss X difficulties with maintaining conversation and engaging
in any activities outside her rigid routine. The second recom-
mendation was to conduct mental capacity assessment to look
into Miss X capacity to decide on the future accommodation
that would meet her care needs, taking into consideration her
difficulties in understanding other people’s concerns which is
caused by the autistic traits.

Discussion

There are 3 subtypes of Usher’s syndrome that have been
identified [5]. People with Usher’s are congenitally deaf, and
start to lose vision early in life, with difficulties in balance. In-
dividuals with Usher’s Il also experience hearing loss, are not
profoundly deaf, with no noticeable balance problems. Individ-
uals with Usher’s Ill are not congenitally deaf, but gradually lose
their sense of hearing and vision and some of them experience
balance difficulties [6,7]. Different mental and behavioral disor-
ders have been reported among adults with Usher’s Syndrome
including; psychosis [8,16], mental retardation [17], anorexia
nervosa [18], Attention Deficit Hyperactivity Disorder (ADHD)
[8], anxiety, social isolation and depression [19,20].

Dammeyer, J. found that a quarter of children with Usher’s
Syndrome had comorbid mental and behavioral disorders. The
types of disorders observed were not of uniform presentations
and included mental retardation, schizophrenia, and conduct
disorder. Also, two out of the 26 children in the review showed
atypical autism. Some different mechanisms that could influ-
ence the development of mental and behavioral disorders were
stated, including; genes associated both with Usher’s syndrome
and mental disorders, reaction to stress due to progressive loss
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of vision, and the dynamic interplay of hearing, vision, and lan-
guage impairment [21].

As for association between Usher’s Syndrome and autism,
literature shows that patients with Usher’s Syndrome have lim-
ited access to information caused by visual loss, reducing the
degree of their social experience, thereby affecting the devel-
opment of their Theory of the Mind (ToM) [22], which is similar
to patients with ASD. Other studies also showed that ToM un-
derstanding, differed significantly between groups of deaf chil-
dren when compared to hearing controls. Limited early access
to family conversations about thoughts and feelings in hearing
families, was thought to contribute to the delayed develop-
ment of ToM in hearing impaired children [23]. It is to be noted
that children with dual sensory impairments can present with
symptoms of communicative impairments, similar to autism,
however such symptoms can sometimes disappear, when visual
or oral communication has adequately been developed [24],
which is different to patients with Usher’s Syndrome as their
sensory impairments are progressive irreversible.

Assessment of mental and behavioral disorders, especially
autism, in patients with Usher’s Syndrome can be particularly
challenging and can depend mainly on collateral history and
behavioral observation. Management of these associated men-
tal disorders would include optimizing medical treatment if in-
dicated, optimizing their sensory aids, as well as support with
functioning. Intervention by means of communication and lan-
guage rehabilitation can be important in preventing mental and
behavioral disorders and psychosocial difficulties, including the
risk of social isolation and depression in this population [21].
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