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hereditary visual impairment

@ CrpssMark

Background: More than one-third of genetic conditions involve the eye. Young adults with

visual impairments experience psychosocial implications throughout their lives. The transition
from adolescence to adulthood is a critical period during which young adults with hereditary
visual impairment make choices regarding relationships, procreation and independence,
setting the foundation for their future.

Aim: This study explored the perceptions and lived experiences of visually impaired young
adults.

Setting: The study was conducted at three institutions for the blind in Cape Town.

Methods: Using purposive sampling, in-depth qualitative interviews were conducted using a
phenomenological approach with 15 young adults aged 18-23 years with genetic-based visual
conditions. The data were analysed using thematic analysis.

Results: Eleven participants had minimal knowledge and understanding of their condition,
which also created uncertainty about their future health. Making decisions about procreation
was the main implication of having a genetic-based visual impairment. Mixed feelings were
reported regarding bearing offspring. Social alienation was experienced in some instances;
many participants felt misunderstood by society, and intimate relationships were thought to
be harder to obtain. Challenges with mobility, such as the inability to drive and the need to use
public transportation, significantly impacted them, and various psychosocial aspects
influenced how they perceived their lives and future.

Conclusion: This research indicates that improved patient-centred healthcare services and
support systems would be beneficial in aiding visually impaired individuals successfully
transition into adulthood. The findings of this study serve as a useful guide for those who
need to provide healthcare services, genetic services and support for visually impaired
young adults.

Keywords: visual impairment; young adults; genetic; qualitative; inherited.

Introduction

Worldwide, roughly 188 million individuals have mild visual impairment, 217 million have
moderate-to-severe visual impairment and 36 million are blind.! In 2001, approximately 2.3
million (5%) of the 44 819 778 inhabitants of South Africa had a disability. Visual impairment
formed the primary disability group, consisting of 600 000 (1.3%) individuals.? Mathebula
notes that more than one-third of genetic conditions involve the eye.® Young adults with
visual impairments may experience various psychosocial challenges.* The successful transition
from adolescence to adulthood is crucial for visually impaired young adults and society in
general, as disability may cause psychological distress and impact the social, psychological
and physical potential of these individuals in later life.> This transition encompasses
friendships, marriage, parenthood and the capacity to make and execute decisions
independently.®

Minimal knowledge and understanding of the medical and genetic aspects of their inherited
visual impairment has been demonstrated in young adults, regarding their condition,” which
often results in misinterpretations about genetic conditions.*® Furthermore, confusion occurs
among some individuals about the risks of having affected children.® In situations where parents
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have had a child with a genetic disorder, it has been found
that 34.5% desired more children, whilst 65.5% rejected this
notion, indicating that procreation decision-making and its
consequences lead to ambivalence about procreation.
Research by Petersen noted that decisions stem from
thinking of the well-being of a child versus the desire to have
children. The importance of ensuring that young adults have
appropriate knowledge and understanding of their genetic
condition and risks could equip them to communicate and
interact efficiently with family, friends, the community and
healthcare professionals throughout life."” This is assisted by
genetic counselling, which fills information gaps, helps the
individual to reduce psychological anguish and adjust to the
disorder more effectively and in this way ensures a smoother
transition to adulthood.”

Isolation and smaller social networks are not uncommon
among the visually impaired because of the discomfort and
uncertainty sighted individuals face about communicating
with disabled individuals, which leads to exclusion in social
activities.*’ Communication breakdown resulting from a
reduced capacity to identify visual cues occurs frequently in
conversations. Consequently, individuals become demotivated
and withdraw from social interactions.® When visually
impaired young adults become more self-conscious of their
appearance, it becomes increasingly challenging to approach
potential suitors.” Furthermore, misconceptions about
disabled people and the lack of visual acuity itself are factors
contributing to the hurdles visually impaired individuals
face in having intimate relationships.” In addition, visually
impaired individuals experience challenges with mobility on
multiple levels. Independence is often partially represented
by obtaining a driver’s license and driving; therefore,
depending on others for transportation can be frustrating.
Employment, social engagement and routine activities are
often hindered by limitations related to driving.” Many people
rely on public transportation; however, the transport does not
always stop at the designated area, and often announcements
are not made throughout the commute or stopovers, which
results in confusion about which transport to take and when
to disembark because of the inability to read bus and
road signs.** Moreover, uneven surfaces, steps, crossing
streets and crowds make outdoor mobility a challenging and
dangerous task.?*

Apart from learning more about genetic visual disorders, we
need to gain insight on how young adults perceive their
disorder and how it affects their lives to create better patient-
centred genetic services and more targeted methods and
support systems to assist them with their transition to
adulthood. Therefore, the aim of this study was to explore
the perceptions, understanding and lived experiences of
young adults who have genetic-based visual impairments.

Methods
Study design

This study used a qualitative design, which utilised a
phenomenological approach.
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Population and setting

Participants were recruited via purposive sampling from
organisations for individuals with visual impairments in
Cape Town, namely, Athlone School for the Blind, Retina
South Africa and the League of Friends of the Blind.
Information about the study was provided to potential
participants at meetings at the various locations. Male and
female young adults aged 18-23 years were recruited, who
had visual impairment as either the primary result of
genetic factors, such as retinitis pigmentosa, or because of
eye abnormalities manifesting in association with genetic
conditions such as albinism. The visual capacity of the
participants ranged from limited vision to legally blind.
Individuals who were unaware of the potential genetic
component of their visual condition were excluded from the
study, to avoid unconsented disclosure and psychological
trauma.

Instrumentation and procedures

A short sociodemographic questionnaire and a semi-
structured interview guide were developed. Firstly, a test
interview, which was conducted with a colleague and then
with a visually impaired individual, was analysed to identify
and rectify any shortcomings in the questionnaire. The
participants signed a consent form and completed the short
questionnaire to obtain sociodemographic information.
Braille documents were available for participants who
required them. Thereafter, face-to-face in-depth interviews
were conducted and recorded by the primary researcher,
using the open-ended, semi-structured guides. The question
guide can be viewed in Table 1.

Data explicitation

Interviews were transcribed verbatim. To ensure confidentiality,
interviews were anonymised using alphanumeric codes
(P1-P15) and fictitious names. Thematic analysis was
conducted to identify themes. This was done by repeatedly
reading the data to become more familiar with the content,
and then codes were generated. Themes and subthemes were
created by making clusters of the codes, which repeatedly
surfaced whilst reading and mapping the interview scripts.
To ensure validity, the second author reviewed the codes to
identify discrepancies, which were checked by the other
authors and addressed accordingly; then, connections were
formed between the data and prior literature findings.

Ethical consideration

The research was reviewed and approved by the Faculty of
Health Sciences Health Research Ethics Committee of the
University of Cape Town (HREC REF: 376/2016) on 15 July
2016.

Informed consent was obtained from each participant prior
to their interview. Participants could opt not to answer a
question or to withdraw from the study at any stage. The
data was only accessible by the authors of this article.
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TABLE 1: Question guide.
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TABLE 2: Participant sociodemographic information.

Key questions Probes Demographic N %
Tell me more about In what way do you think that your genetic visual condition Gender (N = 15)
what it is like being affects your relationships/social interactions with people?
Male 10 66.7
a person who has a Findi " d being i lationshio?
genetic visual inding a partner and being in a relationship? e 5 333
impairment/blindness? How do you think society views you? Age (N =15)
What influence has having this genetic visual impairment 18 4 26.7
had on your education? How about in the future?
R o - 19 7 46.6
Living with genetic visual impairment, what will it mean for
your future? 20 3 20.0
Adjustments/adaptions? 21 0 0.0
What is your How do you think you got the condition? 22 1 6.7
tzzgrlsggnzianld/ What are the signs/symptoms? Mean age 19.1
interpretatjon‘of Do you think other people understand your condition and Current education level (V = 15)
your genetic visual situation? Why do you say that? Grade 10 2 13:3
condition? e .
Have you had any difficulty understanding what your Grade 12 11 73.3
LS
condition is? University 1 6.7
Will it be helpful to you if someone would explain your NA 1 6.7
condition and the genetic factors regarding your condition to :
you? Why? Employment (N = 15)
What do you think will happen to your vision in the future? Employed 0 0.0
How do you think having genetic visual impairment might Unemployed 1 6.7
ipT]ssaiigm)ur health in other ways? For, example, mentally, Student — secondary education 14 933
Relationship status (N = 15
How do you think the fact that your disorder is genetic ) P us ( )
influences your life? Single 13 93.3
Can you describe how  What would it be like to have a child/children with the Informal relationship 2 6.7
genetic ViSl:;]ll)l' g same condition as you? Number of children (V = 15)
eralgzz’;emcigd onEr "€ What, if anything would you do differently in raising a child None 14 933
dec@sion-making TR with visual impairment, compared to how you were raised? One 1 67
having children?
_ L X Vision status (V= 15)
Tell me about your It sounds like it was difficult getting around — could you i i
experience of the explain a bit more? Partially sighted 13 87.0
?ai?gﬂsse:?#eﬁg\;: What types of things have you found easy and difficult Blind 2 13.0
couple of years? having genetic visual impairment? Genetic condition (V = 15)
Albinism 3 20.0
Retinal degenerative disorder 2 13.0
Resu Its Congenital cataracts 2 13.0
h_ . f . Congenital glaucoma 2 13.0
Demographic information Myopia ) 130
The sociodemographic information has been summarised in Coloboma ! 6.7
. .. . Peter’s anomal 1 6.7
Table 2. Fifteen (N = 15) young adults participated in the v
d Thi iall iohted ) ¢ Uveitis 1 6.7
study. irteen were partially sighted, ranging from Uncertain — family history of VI 1 6.7

moderate-to-severe visual impairment, whilst two were
blind, having no visual capacity. Three had albinism, two
had retinal degenerative disorders, two had congenital
cataracts, two had congenital glaucoma, two had myopia,
one had Peter’s anomaly, one had coloboma, one had uveitis
and family history of visual impairments, and one had an
uncertain diagnosis buta family history of visual impairments
and was included on that basis.

The perceptions about the implications of having a hereditary
visual impairment became apparent in several themes,
namely, understanding of the condition, procreation, social
interaction and mobility.

Megatheme 1: Understanding of the condition
Lack of knowledge about the condition

Unclarity or confusion occurred among 11 of the participants
regarding what exactly their condition is. This not only
created internal turmoil but influenced the way they
explained it to others:

‘I don’t know the genetic disease even. I am not aware of what
caused it, what caused me to be blind or anything. I just know

http://www.avehjournal.org . Open Access

NA, not applicable; VI, visual impairment.

thatI am blind, that’s it. So, I don’t have any information about
it. Even when people ask me why I am blind, then I just say I
was born blind, because I don’t know the condition of me
being blind; I don’t know what happened. I was still young.”
(Participant 4, 18 years, bilateral uveitis and family history)

What the future holds

Without concrete knowledge of the condition, they had to
guess what the long-term implications would be and how it
would impact their lives. Some foresaw visual loss that
would lead to significant life changes and challenges:

"My eyes will become weaker, and I think that will be a huge
change in my life. I would have to adapt to being blind and all
that. I will have to accept that I'm blind, and I will have to go to
places to relearn alphabets.” (Participant 2, 19 years, Peters
anomaly)

The way in which it is inherited

The lack of understanding about what caused their visual
impairment was further confirmed when 11 of the participants
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were unsure of the way in which they could potentially have

acquired their condition. Some had a partial idea, whereas

others were very confused:
‘I don’t understand how it is inherited because I double
checked, and the Internet, they said it may be inherited. Which
is in my family, somebody that had it; it's not my father, but
it’s his father — now I think maybe it skipped one generation or
two. So, I think obviously now it will skip this generation;
Idon’t know. I don’t get it.” (Participant 3, 18 years, congenital
glaucoma)

Being misunderstood by others
Most participants felt misunderstood. The longing for
others to understand their condition and what they
experienced visually was demonstrated when three
participants brought props to the interview in an attempt to
explain their visual impairment. Overall, at least 125
statements were made regarding not being understood but
desiring understanding;:

‘Some people, they don’t understand, miss.” (Participant 10,

19 years, congenital cataracts)

‘Just for them to understand me and fully support me ... it’s just

the basic thing is to have a good understanding.” (Participant 14,
19 years, bilateral coloboma)

Megatheme 2: Procreation
What are the risks involved?

An internal struggle exists, to determine if they should
procreate, because of the uncertainty about the health of their
future children. In some instances, their interpretation of the
risk of having children with a visual impairment was the
driving force of their thought process. This is illustrated by
Participant 1, who had the most knowledge about genetic
visual conditions:
‘I'was also told that ... by my doctor, that since it is X-linked and
my mother is a carrier, if  have daughters, they would have 80%
of contracting that condition.” (Participant 1, 22 years, retinal
degenerative disorder)

Not willing to take the chance

For some, such as Participant 10, the risk was too big, and
they were not willing to take the chance:

‘Idon’t want no kids. Because I am scared, they will be like their
dad, you see. I believe that it is going to be unfair to me to give
my kids this.” (Participant 10, 19 years, congenital cataracts)

If I can do it, they can do it too

Over half of the participants, including Participant 11 felt
that if they could live with the condition, their children
could, too, and as they wanted to be accepted, they would
accept their children too:

‘Twill just accept it the way it is. Because I can’t take it back and
say, “hey, go back, I don’t want you because you are visually
impaired like me”. I won’t throw him away, because I know the
situation; I come from that situation.” (Participant 11, 20 years,
retinal degenerative disorder)
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Megatheme 3: Social interaction
| feel left out

Having a visual impairment has affected their integration
into society. Isolation from society, friends and family is
often the case among these young adults:
‘They see things that I can’t see, and they laugh at things that I
maybe can’t see what they laughing at, so I feel out sometimes,
and I just go sit at home.” (Participant 10, 19 years, congenital
cataracts)

I do not want them to know that | cannot see

Some feel self-conscious about their condition and try to hide

it from others. For example, Participant 10 hampers his vision

by not wearing glasses around sighted individuals:
‘Thave to wear glasses every day, and that’s the thing I can’t do.
I feel embarrassed. Because I am used to go out to normal
people, and many of my friends don’t know I have this
disability. I keep on hiding it away. I don’t want them to see
that I am like this.” (Participant 10, 19 years, congenital
cataracts)

Some people do not treat me right

Unempathetic or judgemental responses and treatment from

society often alienated these visually disabled individuals:
“We always get people that will, like, try to distance themselves

from you and will always try to take advantage from you.’
(Participant 11, 20 years, retinal degenerative disorder)

Their psychological well-being was negatively impacted by
the bullying that some of them endured. As a result, one
participant was even admitted to a mental health facility for
a period of time:

‘Thad depression before; it was basically because of my eyes, and

like I have been bullied at the communities.” (Participant 12, 19
years, Glaucoma)

The challenges of finding a partner

Various feelings surfaced regarding intimate relationships.
Two participants felt that a man would fear to marry them
because of the risk to their offspring, which is explained by
Participant 2. For nine participants, such as Participant 12,
their disability in itself was believed to be a barrier in finding
a partner, more so than the genetic aspect:

‘Some guys may be afraid to be with me because they are afraid
that their child will end up the same and stuff.” (Participant 2,
19 years, Peters anomaly)

‘I think it is going to be hard because most girls don’t want to
take guys that has a disability or something like that.” (Participant
12, 19 years, Glaucoma)

A few did not want partners who were visually impaired out
of concern of increasing the risk to their offspring:

‘I don’t want a person who also has a genetic disease because
that will increase the chances of me also getting offspring that
will also have this genetic condition.” (Participant 4, 18 years,
bilateral uveitis)
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Megatheme 4: Mobility
Driving independently is not an option
All the young adults had experienced challenges with
mobility in one way or another. All the partially sighted
individuals had a strong desire to drive independently.
However, many noted that they were unable to do so and
depending on others was not ideal:

‘Ican’t drive a car. I have to ask people to drive me certain places,

and some people will say no, when it’s urgent or something like
that.” (Participant 7, 18 years, Albinism)

Surrendering the dream of driving led to unpleasant
emotions. The sadness and disappointment were visibly
displayed by those who spoke about not being able to
drive:
‘It's painful because as I mentioned that you can’t see, and there
will be actually obstacles that are in our way because of the
visual impairment. For instance, driving. Like we have to pass a
certain test, so what if I did not pass the test, then my dreams of
having my own car and driving it will be smashed.” (Participant
9, 18 years, Albinism)

Public transportation is a challenge
Engaging with the public transportation system is challenging
because seeing the information displayed on busses, trains
and road signs is difficult, and this often leads to the young
adults missing their transport:
‘The bus, when they come, you have to look there, right at the
front is the name — I can’t see that, so the only time I see is when

it is nearby, then it’s gone, then I have to wait again for another
bus.” (Participant 2, 19 years, Peters anomaly)

The. public do not make the transportation challenges
easiler
A few participants also mentioned the psychological impact
of the reactions they got from onlookers. Participant 11
explained that instead of helping, people first questioned and
commented on the situation, which discouraged them from
asking for help:
‘Most people, if you ask them, they are going to ask, “can’t you
see the writings there?” If you are telling them, like, “no, I can’t
see, my eyes are a problem”. “Oh, wow, you are so young to have
a problem with your eyes”, and all that stuff. Then it’s, like,
tough for those people that are shy to ask.” (Participant 11,
20 years, retinal degenerative disorder)

Moving around outside can be dangerous

Navigating on foot is dangerous, and although one
participant mentioned that he had a lot of assistance from
community members when he needed to walk somewhere, a
few mentioned that they felt unsafe when crossing roads or
in dangerous areas. This is demonstrated by the frightening
experiences of Participant 7:

‘Going over the road, I should be injured right now because of

the amount of times I got knocked over. I have been hit by

bakkies and other vehicles a bunch of times.” (Participant 7,
18 years, Albinism)
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Discussion

A significant factor that arose in this study was that there
was insufficient knowledge and understanding about the
condition itself and the reproductive implications. People
generally seek clarity on the cause, diagnosis, visual impact,
progression, management and recurrence risks of their
condition.” Lack of knowledge had created uncertainty,
confusion and anxiety for the young adults in this study. This
confusion can create an obstacle in identity development,
which according to Erikson* is a key developmental stage,
and can hinder a smooth transition to adulthood. Pichini
etal.® documented a group of young adults who experienced
the same uncertainty about their condition. They reported
genetic counselling as a beneficial process for coping. The
young people in this study must transition to adult healthcare
and will benefit from understanding their condition better so
that they can claim responsibility for their management and
lives.? Furthermore, individuals in the current study, similar
to the study by Clarke et al.,” were concerned about a
decrease in vision and the significant impact it would have
on their lives. Many participants in the study illustrated
the importance of genetic counselling, noting that it would
aid them in attaining more knowledge and clarity, which
illustrates its importance.

Deaf individuals have a deaf culture; in contrast, visually
impaired individuals do not have a specific blind culture
with which they can identify.” This created a sense of
displacement, a yearning to be understood and a desire to
integrate into the sighted world in most of the individuals in
this study. As disabled individuals, including those in this
study, often feel misunderstood by society, explaining and
interacting with others is often seen as a pointless activity.”?

The participants were unsure about the risks to future
offspring, and they displayed mixed feelings about
reproducing. Individuals who are affected with or have
offspring with a genetic condition perceive reproduction as
an unpredictable and risky affair.!’ For some individuals in
this study, the risk factor might have been amplified by
inaccurate or limited knowledge about the inheritance risks of
the condition. Uninformed decisions regarding reproduction
could result in some of the young adults not bearing offspring,
despite being at low risk of having an affected child or
vice versa. The medical and psychosocial experiences of
individuals or their families have been said to also play a role
in the construction of risk perception.” In the current study, it
was found that the individuals who felt more knowledgeable
and in control of their situation had formulated a risk
perception that was less threatening, whilst those who were
struggling most to cope with their condition had developed a
risk perception prohibiting them from procreating.

The social interactions of the young adults had been
significantly impacted because of their visual impairment.
Being socially isolated and excluded, having few friends,
limited social networks and limited capacity to participate in
social activities is common among visually impaired
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individuals.®** Visually impaired young adults become
more socially isolated as they become more self-conscious
about their physical appearance and visual capacity, which
hinders them from engaging in social interactions.'® This was
illustrated by some young adults in the study who withdrew
from social situations or had undertaken extreme measures
to conceal their impairment. Some young adults in this
current study had been subjected to bullying, which,
according to Hodge and Eccles, ' is a problem highlighted in
many studies on visually impaired individuals. To avoid the
emotional scars, they avoided social interactions to minimise
their vulnerability.

Some anxiety exists about how a potential partner would
react towards their condition. Some females in the study, in
accordance with Gill,*> noted that a non-disabled partner
might re-evaluate a relationship with a disabled individual
because of the potential risks to offspring, but more of the
participants themselves did not want a visually impaired
partner for this reason. This could create a hurdle because,
according to Gaigher et al.” and Gill,*” the chance of finding a
sighted partner is decreased because of prejudice towards
disabled individuals and the fact that sighted individuals are
sometimes frowned upon when having a disabled partner.

The inability to drive limited these individual’s freedom and
resulted in frustration and despair.””' Disappointment and
heartbreak were displayed by the young adults for not being
able to reach their dream of driving independently. In some
countries, visually impaired individuals have requested
auditory traffic lights because of the challenges faced when
attempting to cross the street.”! This illustrates the anxiety
that the visually impaired young adults also felt. For those
with limited vision, like the young adults in this study, the
feeling of insecurity is amplified, and many of them are wary
of being mobile outdoors. Safety concerns are amplified by
visually disabled individuals, including the young adults in
this study, when using public transportation.*

Mobility courses are often used to acquire efficient mobility;
however, physical and mental challenges can still be faced,
regardless of learning orientation and mobility skills.?** This
study cohort did not mention orientation and mobility
training, although the researcher was aware that this service
was provided at the institutions. It is unclear if they did not
mention this information because it has not resolved all of
their mobility challenges, because they did not think of it at
the time of the interview or for other reasons.

Practice implications

Various connections should be made between support
systems, such as from school to organisations for the blind
and child healthcare to adult healthcare, during transition
into adulthood. Furthermore, this research indicates that
better systems should be implemented for appropriate and
efficient referrals of individuals with hereditary visual
conditions to genetic services to receive genetic counselling,
so that they can understand and adapt their condition better.
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To provide improved service delivery that meets the
specialised needs of the patient, healthcare professionals
must be aware of the perceptions of young adults with
hereditary visual impairment. More effective public
transportation systems or assistive devices need to be
designed, such as audio announcements of the bus or other
transport and the route. These aspects would be beneficial to
all visually impaired individuals, regardless of whether
their vision loss is of a genetic nature or not.

Study limitations

Most participants were recruited from the Athlone School for
the Blind, which could create a skewed study sample. Thus,
the data might not accurately represent other visually impaired
young adults’ experiences. Because of the examination period
and the academic year reaching closure, the young adults
would return to their home towns and would not be able to
participate; therefore, the interviews were conducted in
batches over a compact period, prohibiting the researcher
from thoroughly evaluating and reflecting on the interviewing
process after each interview. Opportunities may have been
missed to probe further into aspects that were identified later.
Most of the participants, who are still in their familiar and
protected environment of a secondary schooling system,
might experience life differently from those individuals who
have already left school and are experiencing situations that
average young adult faces; therefore, aspects such as
procreation might have been viewed differently if they were
older and no longer at school.

Research recommendations

It would be useful to explore the perceptions of visually
impaired young adults who have had genetic counselling to
determine the impact of the genetic counselling process on
their perceptions. Investigations can be done to determine
the similarities and differences in the worldviews of
visually impaired individuals who have been affiliated with
organisations for the blind versus those who have not. As
the young adults feel misunderstood by society, it would
be beneficial to research society’s perception of visually
impaired individuals.

Conclusion

This research indicates that minimal knowledge and
understanding of visual conditions existed among the
cohort. The data suggest that knowledge deficits among
individuals with genetic disabilities could be perceived to
hinder individual identity development and reproduction
choices. The integration of genetic counselling services
within existing social benefit structures could alleviate the
general feeling of uncertainty about the future experienced
by young adults with visual impairments. Furthermore,
relationships with friends, family and the general society
are negatively impacted as a result of the visual
impairment, and for some individuals intimate
relationships may be difficult to acquire. Mobility tends to



http://www.avehjournal.org�

be a continuous hurdle, regardless of being a pedestrian or
using public transportation, which suggests the need for
the visually impaired community to take a more active
role in urban planning. These findings are a useful guide
for those who need to provide healthcare and social
services, genetic services and support for visually impaired
young adults.
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