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Introduction
As a school counsellor in a mainstream primary school, the researcher was introduced to Gezani 
when he was referred for a diagnostic psychological assessment. He was in grade six and was 
14  years old at the time. He presented with multiple learning difficulties and unusual facial 
features and was overweight. He had been retained twice and thereafter progressed to higher 
grades on account of his poor academic performance. During the initial interview with his parents, 
we learned that Gezani had been referred to various specialists since his grade one year. These 
specialists included an occupational therapist, a speech therapist and a clinical psychologist who 
had recommended a special needs school. As no conclusive diagnosis was made, he remained in 
a mainstream school.

Gezani’s major challenge was his low vision as he struggled to read printed material and to see 
the chalkboard clearly. The author immediately referred Gezani to an optometrist. As his parents 
could not afford an optometrist, the researcher made an appointment for him at the University of 
Johannesburg Optometry Department where he was assessed free of charge. During the 
assessment, different lenses were tried to compensate for his low vision; however, instead of 
improving his vision, the lenses had the opposite effect, making his vision worse. The optometrists 
struggled to identify the cause of his visual impairment until one of them observed the scars on 
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Gezani’s hands and asked if he had been born with six 
fingers. Gezani and his uncle who had accompanied him 
confirmed that this was the case. Gezani’s polydactyly was 
the first breakthrough in his diagnosis leading the optometrist 
to suggest that Gezani’s low vision might be related to a rare 
genetic disorder called Bardet-Biedl syndrome (BBS). An 
appointment with a geneticist was made, and a week later, 
the geneticist assessed him. The geneticist confirmed from 
clinical observations that Gezani had BBS. A blood test 
thereafter verified the diagnosis of BBS. After Gezani was 
diagnosed with BBS, the authors started researching the 
condition to learn more about it. The author wanted to know 
how BBS could be managed and how the support provided 
at school to Gezani could be improved.

Bardet-Biedl syndrome
Bardet-Biedl syndrome is a rare, systemic, autosomal genetic 
disorder resulting from the disruption of cellular function 
(Ahmad & Noman 2022). The syndrome was named after 
George Bardet and Arthur Biedl who identified BBS in the 
early 1920s. This genetic condition is caused by anomalies in 
one of 19 genes that are named sequentially BBS1–BBS19. 
Among black South Africans, BBS is caused by the BBS10 
gene (Fieggen et al. 2016; M’hamdi et al. 2011).

Bardet-Biedl syndrome presents with multiple clinical 
features that vary among diagnosed individuals. Visual 
impairment is the major symptom in all people with the 
condition and is because of progressive rod-cone retinal 
dystrophy in the eye (Forsythe & Beales 2013). Visual 
impairment ranges from partial visual loss to complete 
blindness, and eyesight deteriorates with age. Cognitive 
impairment ranges from moderate to severe intellectual 
disability (Castro-Sanchez et al. 2015). Children with BBS 
gain weight rapidly in their early childhood and tend to 
remain overweight during adolescence (Pomeroy et al. 2021). 
Individuals with Bardet-Biedl syndrome are often born with 
polydactyly (Forsythe & Gunay-Aygun 2020). Hypogenitalism 
is more frequent in men with BBS than in women with BBS 
(Tsegaw & Teshome 2021). Additional characteristics include 
impaired speech, dental abnormalities, partial or complete 
anosmia (sense of smell), and behavioural problems (Olson 
et al. 2019). The worst-case scenario is morbidity and 
premature mortality, caused by renal failure (Haws et al. 
2016; Tobin & Beales 2007).

Although BBS is incurable and persists as a chronic condition, 
it is manageable, and most of the clinical features can be 
minimised with appropriate intervention and treatment 
focusing on the symptoms presented by individuals 
(Moore et al. 2012). Intervention measures given by medical 
geneticists are variably effective, depending on adherence and 
compliance. Geneticists recommend an annual renal 
ultrasound and renal function test as preventative measures 
because affected individuals are at risk of cystic renal 
dysfunction. Annual cholesterol and glucose tests and blood 
pressure measurement need to be done in view of the obesity 
associated with BBS. Consultation with a dietician is also vital 

to limit obesity-related complications. Annual hearing and eye 
tests are also needed as about half of the individuals diagnosed 
with BBS are at risk of developing hearing loss. Remedial 
therapies such as occupational, speech and physiotherapy 
should also be implemented (Tobin & Beales 2007).

Bardet-Biedl syndrome and the 
African culture
People living with disabilities, along with their families, often 
face prejudice as beliefs and attitudes towards people with 
disabilities vary considerably between different cultures. 
Gezani and his family live in a township that comprises of 
African people from diverse cultures, which has resulted in 
him being subjected to the stigma and marginalisation 
associated with disabilities inherent in many African cultures. 
Parents of children with disabilities often keep them at home 
as a way of protecting them from such ostracism by the local 
community (Ndlovu 2016). Gezani’s parents tried to keep him 
hidden from the community, and his interaction with other 
children both at home and at school was limited.

Some African cultures adhere to the belief that disability is a 
punishment from angry ancestors (Ndlovu 2016). In many 
African cultures, people with disabilities are excluded from 
communities, and pressure is placed on families to seek 
intervention from traditional healers to correct the condition 
(Sait et al. 2011). Gezani’s family had consulted traditional 
Tsonga healers in Mozambique where rituals were performed 
to appease the ancestors in the hope that he would be healed 
of his disabilities.

These different challenges contributed to the family suffering 
emotional and financial stress in addition to them coming to 
terms with having a child diagnosed with the debilitating 
consequences of a condition such as BBS.

Learners with Bardet-Biedl 
syndrome in school
As South Africa is committed to an inclusive education 
approach, all learners should be given quality education 
(Department of Education [DoE] 2001). As learners with BBS 
often manifest multiple impairments, including them in 
mainstream schools presents a challenge because of their 
high support needs. However, it is also challenging for 
special needs education to accommodate their complex 
needs. In South Africa, schools for learners with special 
educational needs are categorised as those for the visual and 
hearing impaired, the cognitively impaired and the physically 
impaired (DoE 2001). This categorisation poses complications 
when a learner manifests with physical, cognitive, visual and 
auditory impairments. Schools for physically impaired 
learners offer a mainstream curriculum. The provisions and 
adaptations at such schools are for mobility and access. On 
the contrary, in schools for the cognitively impaired, the 
curriculum is modified and adapted to suit the learner’s 
cognitive pace; however, these schools may not meet the 
physical and sensory support needs of the learner. A learner 
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with multiple impairments will thus be disadvantaged when 
placed in any of these schools.

Previous studies on BBS focused only on the medical aspects, 
and there is limited research on how to provide psycho-
educational support for learners with BBS during their school 
years. Psycho-educational support refers to all the support 
given to an individual or a group, with the primary goal of 
sharing information and helping the individual to develop 
better interpersonal and coping skills (Woolhouse, Copper & 
Pickard 2013). While researching the disorder, we realised 
that little research has been done on BBS, its impact on 
learning and how to support learners with BBS in schools. 
Because of the limited information available about this rare 
condition, we decided to conduct a case study to determine 
the psycho-educational needs of children with BBS.

Aim
This study explored the different dimensions of psycho-
educational support needed by a learner with BBS, through 
delving deeper into the difficulties and challenges faced. It 
is  hoped that this information will contribute to the 
improvement of early detection and interventions for 
children with BBS and possibly other complex disabilities.

Research methods and design
This case study used a qualitative research approach anchored 
in an interpretive paradigm which allows an in-depth 
understanding of a single person, their relationships and their 
environment (Thanh & Thanh 2015). This paradigm uses 
meaning-oriented methodologies such as interviews and 
observations (Creswell & Creswell 2022). A qualitative research 
approach seeks an in-depth, holistic understanding of people’s 
lived experiences within their natural environment (Flick 2018). 
This approach is flexible and responsive to changes that could 
occur during the study (Rahman 2017). This methodology thus 
made meaning of the lived experiences of Gezani and his 
family by interacting directly with them and providing a 
detailed account of their life world. To ensure the trustworthiness 
of the results of this qualitative study, we provided rich and 
detailed descriptions of the case (Creswell & Creswell 2022).

Data collection and analysis
Semi-structured interviews were conducted focusing on 
Gezani’s psycho-educational support needs. Interviews were 
held with Gezani’s parents, his grade six class teacher and the 
school principal. An interview was conducted with a district 
official from the Gauteng Education Department’s support 
services. When Gezani was placed in a school for the visually 
impaired, his teacher at the new school was interviewed. 
These interviews were conducted in English which all 
participants understood, were audio-recorded and transcribed 
verbatim.

Various documents were collected including medical reports, 
a school report and printed emails of the communications 

between the researcher and the different professionals 
who  were involved in the case. Medical reports were 
obtained  from the optometrist, ophthalmologist, geneticist, 
physiotherapist, clinical psychologist and occupational 
therapist. Data were prepared by organising the interviews 
and the medical reports chronologically (Maguire & Delahunt 
2017). The content of the data set was coded to extract 
patterns and themes using the six steps for thematic analysis 
as described by Braun and Clarke (2019).

Ethical considerations
As this case study involved a highly vulnerable person, a 
minor child with a disability, careful planning and 
consideration was required in safeguarding the rights, 
dignity and well-being of all the participants. Informed, 
written consent was given by all participants. As a minor, 
Gezani gave assent. A pseudonym was used to protect the 
identity of the case participant and the family. Informed 
consent forms clearly explained the purpose, process and 
confidentiality of the study. Ethical clearance from the 
Faculty of Education Research Ethics committee at the 
University of Johannesburg was obtained (Ethical clearance 
number: 2016002). Approval was granted from the Gauteng 
Department of Education (DoE), as the study was conducted 
at a government school.

Results
A brief history of Gezani’s case as derived from the 
participants and psychology reports is given first as context 
for the thematic analysis. Thereafter, Gezani’s psycho-
educational support needs are presented as themes, with 
some reference to pertinent literature explaining unusual 
aspects of the raw data.

Gezani was born with polydactyly and brachydactyly, 
additional fingers and toes. His birth weight was within the 
normal range. He was born at full term by normal vaginal 
delivery, without any complications. He became ill at the age 
of 1 year and lost weight. He started gaining weight at the 
age of 3 years, after recovering from illness. He only started 
walking at the age of 18 months, and his speech development 
was delayed. His learning difficulties were first identified in 
grade one when he was referred for a psychological 
assessment. This assessment recommended he be placed in a 
special needs school, but instead he repeated grade one. 
Unfortunately, he remained in the mainstream school and 
later also repeated grade four. After the visual assessment 
and the BBS diagnosis in grade six, he was allocated a 
Learners with Special Educational Needs (LSEN) number for 
placement at a school for learners with visual impairment in 
grade seven.

Six themes were derived from the data analysis and are 
discussed below. The findings in each theme are supported 
by direct quotes made by the participants during the 
interviews and from the reports given by different healthcare 
professionals.
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Theme 1: Cognitive and intellectual support
According to his mother, Gezani presented with learning 
difficulties when he started school. His first school report 
stated: ‘He started grade one this year but is really struggling’. 
Cognitive impairment was confirmed by the psychological 
assessment done in his grade one year revealing that 
Gezani  functioned within a borderline range of intellectual 
functioning. Another intellectual assessment was conducted 
when he was in grade six which indicated a mild intellectual 
impairment with an IQ score of between 70 and 80. A 
diagnosis of intellectual disability is consistent with the 
characteristics of BBS. Despite both these psychological 
reports diagnosing a cognitive impairment, he was not 
referred to or placed in a school for children with intellectual 
disabilities.

He had challenges expressing himself verbally because of his 
delayed speech development. Grade one assessments cover 
both oral and writing skills. Gezani did poorly in these grade-
one assessments as he had difficulties with both receptive 
and expressive language. His mother reported that he could 
not speak properly, and she was concerned that he might 
have hearing problems. These delayed speech difficulties are 
consistent with BBS symptoms (Aravinda & Mohitha 2020).

Gezani’s academic performance continued to deteriorate 
each year, and he was retained in both the foundation and 
intermediate phases. The school principal confirmed, ‘This 
learner will not cope with a normal curriculum’. Because of 
his learning challenges, it was becoming more evident 
that  Gezani was not coping at the mainstream school and 
needed to be placed in a school that would meet his special 
educational needs.

In grade seven, he was placed in a remedial class at a school 
for the visually impaired where he was taught general skills. 
The class was small with about 10 learners, which allowed 
the teacher to give each learner individual support and to 
monitor their progress more effectively. Observations 
showed that Gezani was benefiting from this class, compared 
to his previous classes where there were 50 learners, and the 
teachers were unable to give him attention or monitor his 
progress.

Children with BBS should be placed in special needs schools 
so that their cognitive impairment can be addressed 
effectively through early intervention and special education 
programmes sooner rather than later. These programmes 
designed for learners with BBS should be informed by 
psychological assessment results because children have 
different learning difficulties and, therefore, have different 
psycho-educational support needs.

Theme 2: Visual impairment support
Visual impairment is one of the major features of BBS; 
therefore, tailored visual support is crucial in addressing 
individual psycho-educational support needs as the visual 
challenges differ from one learner to the other. People with 

BBS often have retinitis pigmentosa, which is a degeneration 
of the retina, causing blurred vision (Okoronkwo 2016). The 
symptoms usually appear during adolescence or young 
adulthood. In Gezani’s case, the symptoms were noticed in 
childhood when he started school. The severity of the condition 
differs from one person to another, and it cannot be treated. 
Some people can manage this condition by using glasses; 
however, Gezani’s condition is so severe that glasses would 
not help.

The Mohindra retinoscopy findings reported by the 
ophthalmologist also diagnosed Gezani with bilateral 
nystagmus, low vision and night blindness. The low vision 
affects Gezani’s reading and writing in class. He has 
challenges in seeing the written text and writing in his books. 
He often holds a book upside down without even realising 
that the text is upside down. He held the book extremely 
close to his eyes when he was reading and would lean close 
to the book when he was writing. He would blink often, and 
his eyes would move rapidly in different directions because 
of the nystagmus. Nystagmus is the involuntary back-and-
forth movement of the eyes (Lemos & Strupp 2022). Usually, 
the rapid eye movement is side to side, but it can also be up 
and down or circular, as in Gezani’s case. The rapid 
movement happens in both eyes, at either a slower or faster 
rate. The symptoms of this condition include dizziness, 
difficulty seeing in the dark, holding the head in a tilted 
position and sensitivity to light. The optometrist noted that 
Gezani presents with all these symptoms.

Support for visual impairment should focus on the 
following areas: physical adjustment, curriculum adjustment, 
pedagogical practices and community support. Seating 
arrangements for visually impaired learners should be done 
according to the visual abilities and needs of each learner 
(Habulezi & Phasha 2012). Short-sighted learners usually sit 
in the front row, and far-sighted learners sit in the back row 
of the class. As Gezani is short-sighted, he should be seated 
in the front to have a better view of what is written on the 
board. Gezani should be given mobility orientation so that he 
can access the school environment with ease. As his vision is 
deteriorating and he is cognitively impaired, the mobility 
orientation should be done at regular intervals depending on 
how long it takes for him to master the layout of the school 
environment.

It was evident from the medical reports that Gezani will need 
intensive visual support: ‘I would recommend liaise with a 
school for the visually handicapped to assist him with the 
visual challenges’. His vision will deteriorate with time, 
resulting in permanent and complete blindness by late 
adolescence or early adulthood. This anticipated blindness 
requires Gezani to be trained in Braille and other functional 
skills. Braille is an effective tool for teaching literacy skills to 
visually impaired learners, and it serves as a life-long skill 
(Johnstone et al. 2009). However, Gezani was in a mainstream 
school for a long time and was only introduced to Braille when 
he was transferred to a school for the visually impaired in 
grade seven. Considering his age and cognitive impairment, it 
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was going to be difficult for Gezani to learn Braille at this late 
stage and he required intense support.

Gezani required visual support for reading and writing. His 
reading books were in large print. He was given books with 
large thick lines for writing neatly and legibly on the page. 
His teacher gave this advice:

‘… we have a book with big lines … when he writes on that page 
he was able to write straight.’ (Teacher,  School for Visually 
Impaired, Female)

‘And then for mathematics we made the large squares whereby 
when he writes the numbers he has to put numbers in each and 
every block until he comes better when it comes to writing.’ 
(Teacher,  School for Visually Impaired, Female)

‘Enlarged print, he enjoys working with colours as he is not 
colour blind. In Gezani’s case, he has night blindness. We need 
the enlarged print for him.’ (Teacher,  School for Visually 
Impaired, Female)

Considering his limited vision and difficulties with fine 
motor skills, Gezani was able to colour in drawings with 
clear bold outlines.

Assistive learning technology devices can be effective visual 
supports to address reading and writing difficulties. Gezani 
enjoyed using WhatsApp on his cell phone to text friends, 
family and his teacher. Even though he does not say much in 
his text because of his language barrier, he does have simple 
and short conversations and uses ‘emojis’ more than words. 
His teacher said he can benefit from using assistive technology 
devices: 

‘[B]ecause I thought Gezani can be able to write maybe simple 
words and numbers to add numbers and whatever, but I was so 
surprised that Gezani was communicating with me using the cell 
phone WhatsApp.’ (Teacher, School for Visually Impaired, 
Female)

His teacher recommended that he learn computer skills 
‘because academically he can’t cope with the mainstreams 
but maybe he can do some computers as time goes on’. As 
assistive devices could help learners with reading and 
writing, the occupational therapist noted, ‘This learner will 
not cope with normal teaching, and must use equipment to 
enhance his vision such as touch screens and text-to-speech 
for reading’. (Teacher, School for Visually Impaired, Female)

With appropriate visual support, Gezani can learn basic 
daily living skills and take part in various school activities. 
He had shown some improvement since he started at the 
school for the visually impaired. Teachers were doing their 
best to support him with writing, reading and acquiring 
functional living skills. 

Theme 3: Emotional support
The multiple disabilities associated with BBS can be the source 
of great emotional distress, and thus, counselling support was 
indicated. The support should seek to address the emotional 

challenges associated with the stigma of disability, visual 
impairment, cognitive impairment and obesity.

The stigma surrounding disabilities is present in Gezani’s 
community. His mother reported that the family ‘keeps to 
themselves’ and they are only now beginning to understand 
this disability as it affected her husband’s mother and 
Gezani’s younger sister as well. Gezani’s father is a carrier of 
the BBS gene but shows no symptoms.

Gezani is an introverted boy; he does not have any friends 
and seldom plays with other learners at school. The stigma is 
present at school as learners often shun learners in remedial 
classes. The teacher reported: 

‘You know sometimes it’s difficult for learners in that class, 
because they are isolated from the mainstream, so, those who are 
in the mainstream they don’t usually associate themselves with 
those remedial ones.’ (Teacher, Mainstream school, Female)

His disability also contributes to his isolation. The teacher 
said, ‘But he just stays seated until I say, Gezani, its break 
time and then he said ok mam and then he went out, he has 
no friends’. (Teacher, Mainstream school, Female)

The teacher described a peer support group of learners at the 
school for the visually impaired called ‘soul buddies’, who 
are responsible for making friends with learners who might 
be isolated, new at the school or having challenges in making 
new friends. They spend time with these learners during 
breaks, orientating them about the school. As learners who 
are partially blind, the ‘soul buddies’ help those who are 
completely blind as they understand some of the emotions 
related to the difficulties of being visually impaired.

Learners with visual impairment usually have emotional 
challenges that are related to weather changes. Dark clouds 
affect their vision and they are unable to see clearly. When 
this happens, these learners tend to think that they are losing 
their vision which leads to heightened anxiety which they are 
unable to communicate to their friends and their teachers. 
The principal explained: 

It’s a matter of mobility, when the weather has changed they 
sometimes get lost, they feel like they are losing their sight and it 
affects their behaviour in a way.’ (Principal, School for Visually 
Impaired, Male)

Gezani feels incompetent and sad as he struggles with his 
deteriorating sight. Emotional challenges are related to the 
‘sight loss journey’ as people become more socially withdrawn 
and isolated (Habulezi & Phasha 2012). Supporting visually 
impaired learners requires the appreciation of the transitional 
processes and stages of visual loss deterioration, and therefore, 
specific counselling was indicated to address the emotional 
challenges associated with BBS.

Theme 4: Medical support
Learners with BBS require regular medical check-ups to 
manage this chronic condition. It was evident from the 
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geneticist report and interview that Gezani required regular 
medical support and assessments to manage his BBS.

Renal dysfunction is the main cause of death in BBS 
individuals and can develop at any time. Thus, it is crucial 
that renal functioning is closely monitored, and Gezani was 
advised to undergo annual renal assessments. The geneticist 
recommended: 

‘Annual renal ultrasound and renal function tests - affected 
individuals are at risk of cystic renal disease and renal dysfunction. 
Annual cholesterol and glucose tests as well as blood pressure 
measurement in view of the obesity associated with the condition. 
Annual hearing test- 50% risk for hearing loss.’ (Geneticist, 
medical report, female)

The purpose of these assessments is to detect renal diseases at 
an early stage so that patients can start treatment immediately. 
The treatment is meant to combat secondary diseases linked 
to renal dysfunction, which can be life-threatening.

Theme 5: Physical support
Learners with BBS often present with polydactyly. The most 
common intervention for polydactyly is the surgical removal 
of the extra digits on the hands and the feet. Most children 
have their extra digits removed within 2 years after birth 
(Welbourn et al. 2018).

This was the case with Gezani as reported by the geneticist, 
‘Brachydactyly, as well as scars from the removal of 
postaxial additional digits’. His geneticist further stated, ‘the 
developmental delay is global, it involves gross motor and 
fine motor abilities’ (Geneticist, medical report). Gezani’s 
physical disabilities combined with his visual impairment 
impacted negatively on his mobility, resulting in poor motor 
co-ordination, execution and balance, and clumsy and slow 
movements. He was always accompanied to school by his 
uncle or mother, who held his hand to ensure that he did not 
bump into other people or obstacles in his way. He needed 
physical support regarding his mobility both at school and at 
home as his visual condition continues to deteriorate. 

Gezani often complained about pain and discomfort in his 
feet related to the structure of his feet and the shape of the 
school shoes. He was more comfortable wearing sneakers as 
they are more flexible than school shoes and aid his balance 
and mobility. Because of BBS, Gezani is overweight which 
further impacts his mobility and other daily activities causing 
him to tire easily. The occupational therapist reported that 
Gezani was obese, weighing 78 kg when he was 14 years old. 
The normal weight for 14-year-old boys ranges between 
47  kg and 51 kg (Forsythe & Beales 2013). Gezani was 
almost  double the average weight for his age, and he was 
unable to take part in school sports. The occupational 
therapist reported: 

‘On assessment, he has poor motor co-ordination, execution and 
balance, all movements are clumsy and slowed ... he is unable to 
balance on one leg, hop, and skip and jump.’ (Occupational 
therapist, medical report, Female)

She recommended that a dietician be consulted to assist with 
a diet for controlling Gezani’s weight.

Theme 6: Speech support
Gezani has challenges with communication, as he battles 
with comprehending language and expressing himself 
verbally. The occupational therapist reported ‘his speech is 
slurred and uncoordinated’. During their consultation with a 
clinical psychologist, his mother reported that Gezani could 
not speak to the doctor. When the authors first met Gezani, 
we also thought that he was unable to speak. He takes time to 
respond when spoken to and his voice is unclear and soft. It 
is challenging to hold long conversations with him because 
he responds with one-word answers. His teachers raised 
concerns about his communication challenges as this 
presented a barrier whenever there was something he needed 
to tell a teacher. For example, if he was being bullied, it was a 
challenge for him to report the bullying. He struggled with 
pronouncing the names of the bullies and was unable to 
explain the incident clearly to the teacher. His mother used to 
report the bullying on his behalf. His mother has a way of 
understanding what he is trying to communicate and is the 
only person with whom he is able to communicate effectively.

Both Gezani’s parents are Xitsonga speaking but they 
communicate with Gezani in isiZulu, which means he is not 
able to speak his mother tongue, Xitsonga. A person’s home 
language is not necessarily their dominant one but is rather 
the language that they use the most. Therefore, IsiZulu can 
be regarded as his main language, as it is the language that he 
is exposed to the most and the only language with which he 
communicates. The reason his parents communicate with 
him in isiZulu is that they live in a community that is 
predominately isiZulu speaking. Gezani attended an isiZulu 
kindergarten and takes isiZulu as his first language at school. 
His mother reported that this has presented a challenge when 
it comes to helping him with homework and language 
activities. Even though his parents can speak isiZulu, they 
are not proficient in reading and writing in isiZulu.

Gezani’s communication challenges increased when he had 
to learn English as an additional language at school because 
he had not yet fully mastered isiZulu as a home language. 
One’s home language is crucial in learning a second language 
(Liando & Tatipang 2022). It is much easier for children to 
learn a second language after mastering their home language. 
The home language is the basis for a child to learn a second 
language because he can refer to his home language when 
learning a new concept in the second language.

It is recommended that learners with speech impairments be 
referred to an audiologist, who will ascertain whether hearing 
loss might be a contributing factor. If there are difficulties 
with hearing, the auditory challenges should be addressed 
before any speech remediation can take place. It was 
recommended that speech therapy should be offered at the 
first signs of speech delays among children with BBS. Despite 
presenting with delayed speech, Gezani was only referred to 

http://www.ajod.org


Page 7 of 9 Original Research

http://www.ajod.org Open Access

an audiologist and speech therapist when he started school in 
grade one, but unfortunately, he never received any speech 
therapy. Although speech therapy is more effective when 
given at an early age (Aravinda & Mohitha 2020), late 
intervention could still be helpful in Gezani’s case.

Discussion
Inclusive education is the practice by which the needs of 
diverse learners are successfully and adequately met 
(Robinson & Rusznyak 2020). Implementing quality inclusive 
education in South Africa has many challenges for children 
with complex disabilities, as special schools offer different 
curriculums and cater for different disabilities in their 
different categories. This categorisation is problematic for 
learners such as Gezani who presented with physical, visual 
and cognitive impairments. Furthermore, the curriculum 
offered at schools for children with physical disabilities 
follows the mainstream curriculum policy statement. The 
adaptations that are made at such schools are generally for 
mobility and accessing the school and learning resources 
only. On the contrary, in schools for the cognitively impaired, 
the curriculum is substantially modified and adapted. A 
learner who is both physically and cognitively challenged 
will therefore be disadvantaged when placed in either school. 
Learners with rare genetic disorders are likely to present with 
both cognitive and physical impairments and accommodating 
them in special schools is difficult. Bardet-Biedl syndrome is 
one such rare genetic disorder, and learners with BBS are less 
likely to have all their educational needs met as they present 
with multiple cognitive and physical problems. All these 
challenges require intensive support from various educational 
and medical professionals working in close multi-disciplinary 
teams and providing varied learning support strategies in 
the classroom (Yoro, Fourie & Van der Merwe 2020). With 
appropriate educational support, children with BBS can 
grow into adulthood having attained independent living 
skills (Forsythe & Gunay-Aygun 2020).

Gezani presented with multiple psycho-educational support 
needs in six domains, namely, cognitive, visual, emotional, 
medical, physical and speech. These support needs include 
remedial classes, counselling, learning assistive technologies, 
Braille training, buddies, regular medical check-ups, mobility 
orientation, regular physical exercise, dietary advice and 
speech therapy. Gezani’s support needs are based on his 
genetic condition, as well as cultural and societal beliefs and 
stereotypes. As Gezani and his family have been marginalised 
by the community where they live, which has had an 
influence on how he has been raised, family therapy is 
advised. To fully conceptualise Gezani’s psycho-educational 
support needs and those of other learners with BBS, multiple 
factors are considered related to the family background, the 
community, the school environment and educational 
resources as they all affect the individual and the psycho-
educational support needs associated with BBS.

Even though his referral and placement at the school for the 
visually impaired were delayed for so many years, Gezani 

has shown steady improvement. The study suggests that had 
he been diagnosed sooner and been placed in an appropriate 
school from grade one, his learning difficulties would have 
been addressed earlier. The failure of the educational system 
to identify and provide appropriate support for Gezani 
highlights inadequacies in the implementation of Educational 
White Paper 6 (DoE 2001) towards an inclusive quality 
education system.

In summary, Gezani’s cognitive and intellectual challenges 
are addressed with an individualised support programme 
providing a modified and adapted curriculum. His visual 
impairment is managed with support at the school for 
visually impaired where he is taught orientation skills and 
reading in Braille that will help him when he becomes 
completely blind in early adulthood. Counselling therapy 
support assists Gezani and his family in dealing with 
emotional stresses and community stigma associated with 
BBS. Medical interventions related to the management of 
BBS’s potential renal complications should be scheduled 
annually. Support that will help Gezani with walking, 
balance and managing his weight is required from the 
occupational therapist and dietician. Speech therapy support 
assists him with communication skills and language 
pronunciation.

The rarity and complexity of BBS had an enormous impact on 
how this study was conducted. There was limited information 
about this genetic condition in the South African and global 
literature. Gezani is the first and only learner who has BBS at 
his school for the visually impaired. Teachers and officials in 
the Gauteng Education Department had never had a reported 
case of a learner with BBS and were therefore unable to 
provide the necessary psycho-educational support. The 
participants who were interviewed in this study had no prior 
knowledge about BBS. The teachers at his previous mainstream 
school and current school for the visually impaired and the 
officials at the district and head office in the Gauteng 
Department of Education (GDE) had the opportunity to learn 
about BBS and how to support learners with BBS through 
participating in this study.

The authors were personally involved in managing the case. 
The first author taught Gezani at his school and witnessed all 
his challenges in the classroom. The authors referred him to 
an optometrist with the permission of his parents and 
accompanied him and his uncle when he went for his visual 
assessment. They booked his genetic assessment appointment 
and accompanied him on the day of the assessment. His case 
was managed over a long period of time which gave the 
authors unique insights into the challenges faced by a person 
with a complex disability. At times, the authors visited him at 
the school for the visually impaired to see how he was coping 
there. The first author developed a close working relationship 
with his family, who were always available to discuss his 
progress. The authors knew that the transition from a 
mainstream school to a school for the visually impaired was 
a life-changing opportunity for Gezani to access appropriate 
psycho-educational support.
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A limitation of this study is that it was a single-case study, 
and findings from this study might not be applicable to a 
larger group. The challenges that Gezani faces at school 
might differ from the challenges of another adolescent 
diagnosed with BBS, because of different family backgrounds, 
developmental milestones and life experiences. The findings 
from this case study could, however, be considered when 
giving psycho-educational support to children diagnosed 
with BBS or similar complex disabilities.

Conclusion
This study explored the psycho-educational support needs of 
Gezani, an adolescent learner diagnosed with BBS who 
presents with multiple disabilities. Gezani experienced 
learning challenges from birth and struggled to cope with the 
mainstream curriculum at his previous school. Gezani is now 
in a school for the visually impaired, where his visual needs 
and learning difficulties are addressed. Teachers at the school 
for the visually impaired are learning about BBS and how to 
give Gezani appropriate psycho-educational support. Gezani 
is the first learner at the school to present with this rare 
genetic disorder; therefore, there is currently insufficient 
knowledge about BBS and support for Gezani at the school. 
The findings from this study, however, will inform the 
teachers about BBS and the psycho-educational support 
appropriate for Gezani.

Findings from this study can be used by the South African 
Department of Basic Education to improve its policies 
regarding learners with special educational needs. The rarity 
of BBS meant that teachers in this district were unaware that 
the condition existed, and therefore, they were unaware of 
the psycho-educational support needs of learners who are 
diagnosed with the condition. This study could help the 
Department of Basic Education to broaden its policy 
regarding inclusive education and special schools to include 
information and resources that will enable them to support 
learners with rare genetic conditions.

This case highlights multi-faceted interventions in supporting 
children with multiple disabilities. The findings show the 
challenges that other children with similar conditions may 
face. This case intervention was beneficial for Gezani, his 
family and immediate community, allowing them to 
understand this condition. The study could be beneficial for 
other adolescents diagnosed with complex visual, intellectual 
and physical disabilities, to receive quality psycho-educational 
support.

Acknowledgements
The authors would like to acknowledge the adolescent 
named ‘Gezani’, his family and his teachers for sharing their 
personal story in this study. Some of the work in this article 
stems from Mfungana M. Shikwambana’s thesis, entitled 
‘Psycho-educational support for an adolescent diagnosed 
with Bardet-Biedl syndrome’, presented in partial fulfilment 

for the degree of Master in Educational Psychology at the 
University of Johannesburg in 2018.

Competing interests
The authors declare that they have no financial or personal 
relationships that may have inappropriately influenced them 
in writing this article.

Authors’ contributions
M.S. conducted the formal analysis and investigation for 
this  study and wrote the original draft of the article. J.V.F. 
conceptualised the study, sourced funding, acted as 
supervisor, and revised and edited the final article.

Funding information
This study was supported by a grant allocated as part of the 
Teaching and Learning Development Capacity Improvement 
Programme (TLDCIP), a partnership between the South 
African Department of Higher Education and Training and 
the European Union.

Data availability
The master’s dissertation for this study includes samples 
of  raw data that are available at https://hdl.handle.
net/10210/402285.

Disclaimer
The views and opinions expressed in this article are those of 
the authors and do not necessarily reflect the official policy or 
position of any affiliated agency of the authors.

References
Ahmad, J. & Noman, S.M., 2022, ‘Bardet Biedl Syndrome – Report of three case 

studies and review of recent articles’, Journal of Clinical Case Studies, Reviews & 
Reports 4(4), 1–4. https://doi.org/10.47363/JCCSR/2022(4)213

Aravinda, H.R. & Mohitha, B., 2020, ‘Delayed speech and language in Bardet-Biedl 
Syndrome – A case report’, Journal of Pediatrics Research Reviews and Reports 
2(2), 1–2. https://doi.org/10.47363/JPRRR/2020(2)105 

Braun, V. & Clarke, V., 2019, ‘Reflecting on reflexive thematic analysis’, Qualitative 
Research in Sports, Exercise and Health 11(4):589-597. https://doi.org/10.1080/2
159676X.2019.1628806

Castro-Sanchez, S., Alvarez-Satta, M., Carton, M., Guillen, E., Ayuso, C. & Valvrede, D., 
2015, ‘Exploring genotype-phenotype relationships in Bardet-Biedl Syndrome 
families’, Journal of Medical Genetics 52(8), 503–513. https://doi.org/10.1136/
jmedgenet-2015-103099

Creswell, J.W. & Creswell, J.D., 2022, Research design: Qualitative, quantitative and 
mixed methods approaches, 6th edn., Sage, Los Angeles, CA.

Department of Education (DoE), 2001, Education White Paper 6: Special needs 
education: Building an inclusive education and training system, Department of 
Education, Pretoria.

Department of Education (DoE), 2012, National Policy pertaining to the programme 
and promotion requirements of the National Curriculum Statement Grades R-12, 
Government Publishers, Pretoria.

Fieggen, K., Milligan, C., Henderson, B. & Esterhuizen, A.L., 2016, ‘Bardet  
Biedl syndrome in South Africa: A single founder mutation’, South African  
Medical Journal 106(6), S72–S74. https://doi.org/10.7196/SAMJ.2016.v106i6.​
11000

Flick, U., 2018, An introduction to qualitative research, 6th edn., Sage, Los Angeles, CA.

Forsythe, E. & Beales, P.L., 2013, ‘Bardet-Biedl Syndrome’, European Journal of Human 
Genetics, 21(1), 8–13. https://doi.org/10.1038/ejhg.2012.115

Forsythe, R. & Gunay-Aygun, M., 2020, ‘Bardet-Biedl Syndrome overview’, in Gene 
Reviews, viewed from https://www.ncbi.nlm.nih.gov/books/NBK1363/

http://www.ajod.org
https://doi.org/10.47363/JCCSR/2022(4)213
https://doi.org/10.47363/JPRRR/2020(2)105
https://doi.org/10.1080/2159676X.2019.1628806
https://doi.org/10.1080/2159676X.2019.1628806
https://doi.org/10.1136/jmedgenet-2015-103099
https://doi.org/10.1136/jmedgenet-2015-103099
https://doi.org/10.7196/SAMJ.2016.v106i6.11000
https://doi.org/10.7196/SAMJ.2016.v106i6.11000
https://doi.org/10.1038/ejhg.2012.115
https://www.ncbi.nlm.nih.gov/books/NBK1363/


Page 9 of 9 Original Research

http://www.ajod.org Open Access

Haws, R.M., Joshi, A., Shah, S.A. Alkandari, O. & Turman, M.A., 2016, ‘Renal 
transplantation in Bardet–Biedl Syndrome’, Pediatric Nephrology 31, 2153–2161. 
https://doi.org/10.1007/s00467-016-3415-4

Habulezi, J. & Phasha, T.N., 2012, ‘Provision of learning support to learners with visual 
impairment in Botswana: A case study’, Procedia – Social and Behavioural Sciences 
69, 1555–1561. https://doi.org/10.1016/j.sbspro.2012.12.098

Johnstone, C., Altman, J., Timmons, J., Thurlow, M. & Laitusis, C.C., 2009, Field-based 
perspectives on technology assisted reading assessments: Results of an 
interview  study with teachers of students with visual impairments (TVIs), 
University of Minnesota, Technology Assisted Reading Assessment, Minneapolis, 
MN, viewed  n.d. from https://www.ets.org/research/policy_research_reports/
publications/report/2009/jonq.html.

Lemos, J. & Strupp, M., 2022, ‘Central positional Nystagmus: An update’, Journal of 
Neurology, 269, 1851–1860. https://doi.org/10.1007/s00415-021-10852-8 

Liando, N.V.F. & Tatipang, D.P., 2022, ‘English or Indonesian language? Parents’ 
perception towards children’s second language learning context’, Journal Ilima 
Lingua Idea 13(1), 1. https://doi.org/10.20884/1.jli.2022.13.1.5749 

Maguire, M. & Delahunt, B., 2017, ‘Doing a thematic analysis: A practical, step-by-step 
guide for learning and teaching scholars’, The All Ireland Journal of Teaching and 
Learning in Higher Education 9(3), 3351, viewed n.d. from http://ojs.aishe.org/
index.php/aishe-j/article/view/335.

M’hamdi, O., Ouertani, I., Maazoul, F. & Chaabouni-Bouhamed, H., 2011, ‘Prevalence 
of Bardet-Biedl Syndrome in Tunisia’, Journal of community genetics 2(2), 97–99. 
https://doi.org/10.1007/s12687-011-0040-6

Moore, S.J., Green, J.S., Fan, Y., Bhogal, A.K., Fernandez, B.A., Stefanelli, B.A. et al., 
2012, ‘Clinical and genetic epidemiology of Bardet-Biedl Syndrome in 
Newfoundland: A 22-year prospective, population based, cohort study’, American 
Journal for Medical Genetics 132A(4), 352–360. https://doi.org/10.1002/
ajmg.a.30406

Ndlovu, H.L., 2016, ‘African beliefs concerning people with disabilities: Implications 
for theological education’, Journal of Disability & Religion 20(1–2), 29–39. https://
doi.org/10.1080/23312521.2016.1152942

Okoronkwo, N.C, 2016, ‘A rare presentation of Bardet-Biedl Syndrome in a three-year-
old male from South East Nigeria: A case study’, Case Reports in Clinical Medicine 
5(8), 243–249. https://doi.org/10.4236/crcm.2016.58044

Olson, A.J., Krentz, A.D., Finta, K.M., Okorie, U.C. & Haws, R.M., 2019, ‘Thoraco-
Abdominal abnormalities in Bardet- Biedl Syndrome: Situs, inversus and 
heterotaxy’, The Journal of Paediatrics 204, 31–37. https://doi.org/10.1016/j.
jpeds.2018.08.068

Pomeroy, J., Krentz, A.D., Richardson, J.G., Berg, R.L., VanWormer, J.J. & Haws, R.M., 
2021, ‘Bardet-Biedl syndrome: Weight patterns and genetics in a rare obesity 
syndrome’, Pediatric Obesity 16(2), e12703. https://doi.org/10.1111/ijpo.12703

Rahman, S., 2017, ‘The advantages and disadvantages of using qualitative and 
quantitative approaches and methods in language “Testing and Assessment” 
research: A literature review’, Journal of Education and Learning 6(1), 102–112. 
https://doi.org/10.5539/jel.v6n1p102

Robinson, M. & Rusznyak, L., 2020, ‘Learning to teach without school-based experience: 
Conundrums and Possibilities in a South African Context’, Journal of Education for 
Teaching 46(4), 517–527. https://doi.org/10.1080/02607476.2020.1800408

Sait, W., Lorenzo, T., Steyn, M. & Van Zyl, V., 2011, ‘Sexuality, gender, and disability in 
South Africa’, in S. Tamale (ed.), African sexualities: A reader, pp. 502–520, 
Pambazuka Press, Cape Town.

Spence-Smith, M.M., Spittle, A.J., Lee, K.J., Doyle, L.W. & Anderson, P.J., 2015,  
‘Bayley-III cognitive and language scales in preterm children’, Pediatrics 135(5), 
e1258–1265. https://doi.org/10.1542/peds.2014-3039

Thanh, N.C. & Thanh, T.T., 2015, ‘The interconnection between interpretivist paradigm 
and qualitative methods in education’, American Journal of Educational Science 
1(2), 24–27, viewed n.d. from http://www.aiscience.org/journal/ajes 

Tobin, J.L. & Beales, P.L., 2007, ‘Bardet-Biedl Syndrome: Beyond the Cilium’, National 
Center for Biotechnology Information 2, 926–936. https://doi.org/10.1007/
s00467-007-0435-0

Tsegaw, A. & Teshome, T., 2021, ‘Bardet-Biedl Syndrome in an Ethiopian’, National 
Center for Biotechnology Information 11, 117–181. https://doi.org/10.2147/
IMCRJ.S299421

Welbourn, R., Hopkins, J., Dixon, J.B., Finer, N., Hughs, C., Viner, R. et al., 2018, 
‘Commissioning guidance for weight assessment and management in adults and 
children with severe complex obesity’, Obesity reviews 19(1), 14–27. https://doi.
org/10.1111/obr.12601

Woolhouse, S., Copper, E. & Pickard, A., 2013, ‘“It gives me a sense of belonging”: 
Providing integrated health care and treatment to people with HCV engaged in a 
psycho-educational support group’, International Journal of Drug Policy 24(6), 
550–557. https://doi.org/10.1016/j.drugpo.2013.05.018 

Yoro, A.J., Fourie, J.V. & Van der Merwe, M., 2020, ‘Learning support strategies for 
learners with neurodevelopmental disorders: Perspectives of recently qualified 
teachers’, African Journal of Disability 9, a561. https://doi.org/10.4102/ajod.
v9i0.561

http://www.ajod.org
https://doi.org/10.1007/s00467-016-3415-4
https://doi.org/10.1016/j.sbspro.2012.12.098
https://www.ets.org/research/policy_research_reports/publications/report/2009/jonq.html
https://www.ets.org/research/policy_research_reports/publications/report/2009/jonq.html
https://doi.org/10.1007/s00415-021-10852-8
https://doi.org/10.20884/1.jli.2022.13.1.5749
http://ojs.aishe.org/index.php/aishe-j/article/view/335
http://ojs.aishe.org/index.php/aishe-j/article/view/335
https://doi.org/10.1007/s12687-011-0040-6
https://doi.org/10.1002/ajmg.a.30406
https://doi.org/10.1002/ajmg.a.30406
https://doi.org/10.1080/23312521.2016.1152942
https://doi.org/10.1080/23312521.2016.1152942
https://doi.org/10.4236/crcm.2016.58044
https://doi.org/10.1016/j.jpeds.2018.08.068
https://doi.org/10.1016/j.jpeds.2018.08.068
https://doi.org/10.1111/ijpo.12703
https://doi.org/10.5539/jel.v6n1p102
https://doi.org/10.1080/02607476.2020.1800408
https://doi.org/10.1542/peds.2014-3039
http://www.aiscience.org/journal/ajes
https://doi.org/10.1007/s00467-007-0435-0
https://doi.org/10.1007/s00467-007-0435-0
https://doi.org/10.2147/IMCRJ.S299421
https://doi.org/10.2147/IMCRJ.S299421
https://doi.org/10.1111/obr.12601
https://doi.org/10.1111/obr.12601
https://doi.org/10.1016/j.drugpo.2013.05.018
https://doi.org/10.4102/ajod.v9i0.561
https://doi.org/10.4102/ajod.v9i0.561

	Supporting a Tsonga learner living with Bardet-Biedl syndrome, a rare complex disability
	Introduction
	Bardet-Biedl syndrome
	Bardet-Biedl syndrome and the African culture
	Learners with Bardet-Biedl syndrome in school
	Aim
	Research methods and design
	Data collection and analysis 
	Ethical considerations 

	Results
	Theme 1: Cognitive and intellectual support
	Theme 2: Visual impairment support
	Theme 3: Emotional support
	Theme 4: Medical support
	Theme 5: Physical support
	Theme 6: Speech support

	Discussion
	Conclusion
	Acknowledgements
	Competing interests
	Authors’ contributions
	Funding information 
	Data availability 
	Disclaimer 

	References 


