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Summary

Background: Retinitis pigmentosa (RP) is a hereditary
retinal degenerative condition with no known treatment.
Associated ecular conditions, such as cataract and glaucoma,
when present further worsen vision, but these conditions
are often treatable. There are, however, no known reports of
cataract or glaucoma surgery in subjects with RP in Nige-
ria. This study describes the clinical presentation of RP, the
prevalence of associated treatable disorders and the
characteristics of patients with severe visual impairment
and blindness.

Method: A retrospective review of 52 cases presumed and

diagnosed to have. RP was performed on patients who

presented at the Eye Clinic, University College Hospital,
Ibadan over a three-year period. The cases were classified
into clinical types; those with associated treatable eye con-
ditions were identified and those with severe visual
impairment and blindness were further evaluated.

Results: Retinitis pigmentosa was an uncommon clinical
condition in patients who presented at the Eye Clinic being
0.69% (n =52) of a total of 7,520 new outpatients recorded
during a 3-year period. Typical RP were 44 in number
representing 84.0% of these cases. Those diagnosed with
very early onset RP, with severe visual impairment and nys-
tagmus may have been congenital Leber’s amaurosis.
Retinitis pigmentosa with systemic features and atypical
RP were uncommon. However, 34.5 % had cataract (mostly
posterior subcapsular cataract), while 11.4% had high
intraocular pressure and these were mostly in couched eyes.
Risk factors for severe visual disability and blindness were
cataract, age and secondary glaucoma as a result of couching.
Conclusion: Treatable ocular conditions associated with RP
are not uncommon. RP patient tend to have cataract which if

neglected may result in total blindness.
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Résumé

Introduction: Retinite pigmentaire (RP) est une maladie
héréditaire dégénérative rétinienne avec aucun traitement
connu. Des maladies oculaires liées, telles que la cataracte et
glaucome, dans le cas ou elles sont présentes, aggravent de
plus la vue, mais le plus souvent, ces maladies sont
guérissables. Toutefois, il n’y a aucun rapport de la chirurgie
de la cataracte ou du glauconie chez les sujets atteints du RP
au Nigeria. Cette étude metenrelief la présentation clinique
de RP, la fréquence des troubles guérissables liés et les traits
caractéristiques des patients atteints d’affaiblissement visuel
grave et la cécité.

Méthodes: Un bilan rétrospectif des 52 cas présumés et
diagnostiqués atteints de RP ont été opérés chez des patients
qui se sont présentés & la clinique oculaire, College Hospitalier

universitaire, Ibadan au cours d’une période de trois ans.
Les cas ont été classés en types cliniques; on ¢ vait identifié
ceux liés avec des maladies oculaires guérissables et ceux
liés avec affaiblissement visuel grave et la cécité ont été
profondement €étudiés.

Résultats: Rétinite pigmentaire est une maladic clinique peu
commun chez les patients qui se sont présen:és au centre
médical oculaire 0,69% (n = 52) parmi un tctal de 7,520
nouveaux malades qui viennent consulter a I’hopital,
enregistré au cours d’une période de 3 ans. Le nombre de RP
typique était 44 ce qui constitue 84,0% de ce; cas. Ceux
diagnostiqués avec la premiére attaque de RP atteints
d’affaiblissement visuel grave, aigu et nystagmus pourraient
étre amaurose congénitale de Leber. Rétinite pigmentaire
avec des traits systémiques et un RP typique étaint peu
common. Toutefois, 34,5% étaient atteints de la cataracte (le
plus souvent, cataracte sous capsulaire postéricure), tandis
que 11,4% avaient hautes pression intraoculdaires
principalement parmi ceux avec des yeux opéiés & travers
couching. Facteurs de risque pour affaiblissmen : visuel aigu
et céeité Etaient cataracte, dge et glaucose sécondaire a fa
suite du couching.

Conclusion: Des maladies oculaires guérissables 1iéés avec
RP sont courants. Des patients atteints de RP o1t tendance
a avoir la cataracte ce qui pourrait provoquer la ¢ écité totale
sion le néglige.

Introduction

Features suggestive of hereditary retinal d¢.generation
may present with different conditions. Most comrion among
these is retinitis pigmentosa. Retinitis pigmentosa (RP) refers
to a group of inherited diseases characterized by poor vision
in dim light, constricted visual fields, bone-s»icule-like
pigmentation of the fundus and electroretinographic evidence
of photareceptor cell dysfunction.

The disease is rare, estimated to affect about § in 3,000 —
5,000 people in different communities' but there is paucity
of information about this disease in Nigerians, a1d indeed,
Africans in general. Literature search yielded litt/= or no in-
formation about this condition in Africans.

The prognostic implications of the diagnos's retinitis
pigmentosa is serious and often devastating, as there is no
known treatment which can reverse the visual disability as-
sociated with RP. Associated ocular disorders like cataracts,
glaucoma and refractive errors, which are treatab e, further
worsen the visual disability, even when they appe.r minor.

Genetic typing has been used to classify somz variants
of retinitis pigmentosa and these genetic types hive slight
differences in clinical manifestations**. Prior to identifying
the genetic types, clinical types were based on the presence
or absence of systemic disease, typical or atypical features
and age of onset®.

Unfortunately, detailed family histories are difficult to
obtain and molecular genetic testing is not routincly avail-
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able for patients, likewise electroretinographic studies are
generally not available in most developing countries. This
study therefore sets out to determine the pattern of presenta-
tion, potential risk factors for severe visual impairment and
blindness and frequency of associated treatable eye condi-
tions of RP patients.

Material and Methods

The records of all patients diagnosed as having “retinitis
pigmentosa” (RP), presenting to the Eye Clinic of the
University College Hospital, Ibadan during the period January
1999 to December 2002, (3 years) were reviewed. The
diagnosis of RP was clinical and was based on a history of
night blindness, visual field loss and fundus changes which
included attenuated retinal vessels, waxy pale optic discs
and variable amount of pigment clumping in the retina. Data
were collected from records using a structured questionnaire;
some of the patients were personally examined by the author.
The presence and types of refractive errors were ascertained
by objective retinoscopy, the presence of cataracts was
ascertained by slit Jamp examination and intraocular pressure
was measured by applanation tonometry. Disc appearance
was evaluated with direct ophthalmoscopy. The presence of
any one of these associated eye disorders was noted. The
presence of aphakia was noted. Other data collected were
age at presentation, duration of noticeable symptoms, gender,
corrected visual acuity, visual fields, and the presence of
associated systemic illnesses.

Patients with history of trauma, painful redness of eyes
and drug ingestions like large amounts of chloroquine,
phenothiazine were excluded.

The frequency distribution of each variable was
produced. The Chi square statistic was employed to test the
association between any two categorical variables. The ‘odds
ratio’ and their 95% confident intervals were used to calculate
the risk of blindness with the presence of certain factors.

outpatients; while senile cataract constituted almost half of
the number of patients seen (48.9%) and glaucoma (all forms)
22.5%, during the same period.

Of the 52 subjects, 8 subjects are presented separately
in Table 1, because either their clinical features suggested
atypical retinitis pigmentosa such as sector RP; the onset of
RP occurred at very early age; or the patient had other sys-
temic features. The details of these 8 subjects showed 5(9.6%)
had very early age of onset of the disease varying between 1
year and 5 years; 2 of these also had associated nystagmus
and very poor visual acuities. Another 2(3.8%) subjects had
systemic associations — one was suspected to have Usher’s
syndrome, while the other developed features suggestive of
RP after an illness which necessistated inserting a pacemaker.
His visual acuity had been % in each eye when seen one
year prior to the illness and subsequent blinding eye condi-
tion. The one subject 1(1.9%) had ‘sector’ RP.

The remaining forty-four (84.6%) patients diagnosed as
RP had no systemic features but had typical ocular features
of RP. The age of presentation and gender distribution of the
44 subjects are shown in Table 2. The mean age at presenta-

Table 2 Age at presentation and sex of subjects with typical
retinitis pigmentosa

Sex
Ageof
presentation  Male Female Total
n % n % n %
10-19 5 17.9 6 375 11 25.0
20-29 4 14.3 6 37.5 10 227
30-39 7 25.0 2 12.5 9 20.5
>40 12 42.8 2 12.5 14 31.8
Total 28 1000 16 100.0 44 100.0
X = 771 P>005

Table 3 Demographic and clinical types of RP by age at
presentation

Age of presentation < Syrs 10-29yrs > 30yrs
Results Sample size n=5 n=21 n=23
During the period of study, 7,520 new outpatients were  Mean reported age of onset 32yrs  11.0yrs  30.5yrs
recorded at the University College Hospital Eye Clinic. Fifty-  Males 60% 322% 75.2%
two subjects were diagnosed as hereditary pigmentary % RVA<¢/ 80% 19.0% 34.8%
retinopathy, constituting 0.69% of the total number of new ~ Cataract 0% 9.7% 30.4%
Myopia % 47.7% 34.8%
Table 1 Subjects with a typical hereditary retinal degenerations
Ageat Age at
Patient  Presentation to Sex Onset of Reason for atypical Possible diagnosis
Clinic Symptoms Clinical presentation
1 22 F 12years =~ Sectoral pigmentation Sector RP
Systemic features (deafness, blindness
2 35 F 20 years right eye from glaucoma) ? Usher’s syndrome
3 Onset of symptoms after a
pacemaker insertion. Initial presenting Ophthalmic artery or
43 M 44years Visual acuity 6/9 each eye Visual Acuity Choroidal artery occlusion
reduced to HM ’
4 22 M Syears Early childhood onset ?Leber’s congenital amaurosis
(LCA)
S 18 F {year Very early onset + Nystagmus ?Leber’s (LCA)
6. 19 M 2years Very early onset + Nystagmus ? Leber’s (ILCA)
7. 29 F 4years Early onset ?Leber’s (ILCA)
8. 23 M 4years Early onset ?Leber’s (LCA)
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Table 4 Visual acuity in the right eyes versus mean age and
sex

Corrected RVA

VA -, VA, -, VA<, P -values
n 27 5 1
Mean age (yrs) 28.9 312 38.2 0.15
SD 13.2 7.9 15.7
Sex
Males 16 3 9(32.1%) X®*=0.92
Females 11 2 3(18.7%) P=0.63

Table 5 Potential risk factors for blindness odd’s ratio and
95% confidence interval (CI)

Blindness Blindness Odd’sratio  95% CI
No Yes

1. Sex

Males 19 9

Females 13 3 2.05 0.08 - 2.57
2. Associated cataract

Yes 8 2

No 4 20 20 2.39-221.89
3. Associated glaucoma

Yes 4 1

No 8 31 15.50 1.28 - 422.33
4. Myopia

Yes 1 17

No 5 8 0.09 0.00-1.12

tion was 31.7 years (SD=13.8years); the majority 28 (63.6%)
were males. The youngest person presented to the Eye Clinic
at age 12 years and the oldest at age 60 years (Table 2).

Twenty-one subjects (47.7%) presented to the Eye Clinic
between the ages of 10 and 29 years (Table 3), a quarter of
whom were less than 20 years. The male to female ratio of the
subjects below 30 years of age presented at the clinic, was
3:4. The male to female ratio of those who presented at the
age of 30 years and above, was 4.7 to 1. As the age of the
patient increased, the ratio of males presenting with RP to
females became greater, being ratio 6:1 in subjects over 40
years.

Thus three clinical groups have been identified, those
with typical RP who were the majority, a few with associated
systemic features and those mostly found in children with
very early onset of symptoms.

Refraction and visual acuity

The forty-four subjects were given a refraction.

examination. But 5 subjects who had lens opacities and
another 5 with aphakic eyes were excluded from refraction.
The remaining 34 subjects had myopia 18(52.9%), hyperopia
3(8.8%), astigmatism 8(23.5%) and 5(14.7%) had no refractive
errors. The degree of myopia ranged from —1.00DS to -
7.00DS. The 3 subjects who were hyperopic were under 20
years.

The corrected visual acuity was %, or better in 27 (61.4%)
right eyes and 25 (56.8%) left eyes. Visual acuity less than
6/60 was found in 12 (27.3%) right eyes and 11 (25.0%) left
eyes of subjects. A higher proportion of male patients (32.1%)
had visual acuity less than ) compared to female patients
(18.7%) in their right eyes (Table 4). Also, 8 of 28 (28.6%) male
subjects had visual acuity less than ¢ in their left eye as
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against 3 of 16 (18.7%) female subjects. Although a lower
proportion of females had severe visual impairment or
blindness (VA < %) in their right eye compare:1 to the male
counterpart (18.7% vs 32.1%), the association between sex
and poor vision was not statistically significant at the 5%
probability level. Total blindness (no light perception) was
present in 3 eyes of subjects who had raised infri-ocular pres-
sure and/or aphakia.

Lens opacities

Fifteen subjects did not have their pupils dilated for lens
examination and 10 of the remaining 29 subje:ts had lens
opacification or aphakia (34.5%). Five of these  17.2%) had
varying degrees of lens opacification out of wtich 3(60%)
had posterior subcapsular opacity (PSC), 1(20%) had cortical
opacity, 1(20%) had mixed opacities. All the five eyes that
were aphakic were a result of couching.

Intraocular pressure

Only 5 patients (out of 44 RP subjects) (11.4%) had
intraocular pressure more than 21mmHg; and 3 of them had
couching.

Family history

Ten subjects (22.7%) reported a family history of night
blindness, 18(40.9%) had no family history of night blindness
while 16(36.7%) were not sure if they had a pos'tive family
history. A higher proportion of males had posiiive family
history of night blindness (30% vs 12.5%). A similar propor-
tion of male to female subjects were unsure of a family his-
tory of night blindness.

Potential risk factors for severe visual loss and blindness
The risk of blindness was two-fold in a male subjects
with RP. The odds ratio (OR) was 2.05 [95% confidece interval
(CI) 0.08-2.57]. The risk, however, was not s-atistically
significant. But subjects with RP with associated cataract are
20 times more likely to become blind than those without
cataract. (OR = 20, 95%CI 2.39-221.89). RP parients with
associated glaucoma have a 15 times greater risk ol becoming
blind (OR = 15.50, 95%C1 1.28-422.33). The 95% r:onfidence
interval suggests that when RP is associated with iataract or
glaucoma, the results are statistically significant. M yopia does
not seem to be a risk factor for blindness when associated
with RP. Associated cataract and aphakic glatcoma are
potential risk factors for blindness or severe visual loss in
subjects with RP. These results are shown in Tablz 5.

Discussion

Retinitis pigmentosa (RP) and other retinal de zenerative
conditions are not commonly seen as the Eye Clinic of the
University College Hospital (UCH) Ibadan compar.d to other
causes of severe visual impairment and blindnes:, cataract
and glaucoma.

The diagnosis of RP in this study without EF.G is pre-
sumptive, but the clinical features of patients see1 here do
not differ from those seen in other parts of the wo.1d'.

Three distinct groups have been identitied baced on the
clinical presentation. First group are the majority cf the sub-
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jects who had typical features of RP; then a number of sub-
Jjects who had systemic features and those subjects whose
symptoms started very early in life, some of the latter had
nystagmus and all had severe visual disability. The presence
of nystagmus suggests that some of the subjects may have
had Leber’s congenital amaurosis (LCA). Nystagmus distin-
guishes LCA from early onset RP’.

More males with RP than females were seen at the Eye
Clinic, constituting 63.6% of cases. Older male patients (over
30 years) who presented in the hospital Eye Clinic, outnum-
bered females in the same age group by 5to 1. It is suggested
that male preponderance may due to the excess contribution
of sex linked RP.

Myopia, which is found in association with RP, was com-
monin all age groups —up to 7.00DS in some cases similar to
findings in other reports!, or may be a bias for selection.

The prevalence of cataract and aphakia in subjects with
typical RP was 34.5% in this series of cases.

Although this is within reported values’ it may be lower
than the actual prevalence of cataract in the subjects with RP
seen in this study because of the non-standardization of lens
examination by different observers. The posterior sub-
capsular cataract was the most common form of cataract in
RP patients. This has also been found in other studies®. All
the aphakic eyes seen had couching. In Africa, traditional
doctors may use couching, irrespective of the cause of
condition which caused the patient to become blind’. High
intraocular pressure (JOP) was a feature associated more with
eyes of subjects with RP who have had couching. Of the
eyes with high IOP, two did not have couching done. Severe
visual disability was a common feature in the eyes with
aphakia, aphakic glaucoma, cataract and those with long
standing RP. Subjects with severe loss of visual acuity were
likely to be older, although the difference in mean age of
subjects who have good, moderate and poor visual acuities
was not statistically significant at the 5% probability level.
This may be due to the small sample size. The majority of
patients with severe visual impairment, who had cataract or
aphakia and secondary glaucoma, were male. Male subjects
also presented with a two-fold risk of becoming blind (al-
though the association was not statistically significant); but
this could also be because of the small sample size. In addi-
tion the male subjects studied presented at an older age and
blindness is known to increase with age.

‘ The risk of blindness in subjects with RP is high when
cataract and or glaucoma are present. The risks are manifold
and unlikely to be due to chance. The bias for severe cases
can be attributed to the fact that such cases were more likely
to be referred to a University Teaching Hospital where this
study was carried out. Although RP may cause severe visual
disability, it does not usually lead to total loss of vision. In
this RP study group only those who had couching had lost
their vision completely, the eyes had no light perception.

Cataract is a recognized associated ocular feature of all
types of RP. Patients may develop lens opacities at a relatively
young age. The location, PSC in most cases, further worsens
the visual disability even if it appears as minor opacity. The
removal of such cataracts have been found to yield fairly
good results". Lens surgery by couching, however, has
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worsened the vision in the group of patients in the present
study.

Of the major hereditary types, sex-linked RP has the ear-
liest onset of presentation'. Many patients who have early
onset RP usually become severely visually disabled by the
age of 30 years. The earlier the onset of RP, the worse the
vision"'. This may partly account for the high proportion of
visual disability in males seen in this study. Some of those
with severe visual disability may also be those with auto-
somal recessive RP. It was also found that those who could
recall a family history of night blindness were predominantly
males. The unreliability of family history makes interpreta-
tion of this finding difficult.

Subjects presenting with atypical RP, i.e., sector RP were
rare one —22-year old female. Another patient who noticed
poor vision after a pacemaker insertion may have acquire
retinal degeneration. The 35-year-old woman who had RP
with deafness and glaucoma may have Usher’s syndrome.

Conclusion

Presumed hereditary retinal degeneration is not common
in patients presenting to the Eye Clinic of University College
Hospital (UCH) Ibadan. Refractive errors, cataract and less
commonly glaucoma are associated treatable eye conditions
found in these patients, as have been found in similar studies.
However, those patients who had couching done resuiting in
aphakia, aphakic glancoma had more severe visual impairment
and blindness. This could be avoided as cataract extraction
in subjects with RP have been found in some studies to lead
to improved visual acuity. Couching performed in subjects
with RP makes their visual disability more.
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