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(Abstract

(ducational support, and obesity management.

Down syndrome is a genetic condition with dysmorphic features and various systemic features. Recurrent UTI is one of
the presenting clinical features of the condition. We presented a 17-year old male adolescent with Down syndrome, and
recurrent presentation with urinary retention. He had an open suprapubic cystostomy to relieve him in the acute state.
He has had recurrent urethral catheterization, with subsequent development of urethral stricture, resulting in the need
for open suprapubic cystostomy. A holistic care was instituted encompassing family support, psychological support,

~

J

Keywords: Down Syndrome, Urinary Retention, Holistic Care.

Introduction

Down syndrome (DS) is a genetic disorder involving chromo-
some 21 resulting in physical features and developmental chal-
lenges in affected people. It was first described by John Langdon
Down, an English man in 1866. However, the association of the
condition with an extra copy of chromosome 21 was after a cen-
tury later by Dr Jerome Lelejune in Paris [1]. The incidence of
down syndrome is known to increase with maternal age, while
varying in different human population (1 in 319, and 1 in 1000
live births) [2, 3]. There are different clinical conditions that
manifest in people affected by the disorder, with most systems
having symptoms or signs. Clinical features that can be found
include congenital heart defects, intellectual and developmental
disabilities, neurological features, gastrointestinal abnormali-
ties, genito-urinary disorders, and characteristic facial dysmor-
phic features [4].

Genito-urological manifestations such as bladder dysfunction,
predispose them to acute kidney injury. Down syndrome-affect-
ed people have a greater risk of developing urinary retention due
to their decreased urinary bladder muscle tone. Other genito-uri-
nary manifestations include posterior urethral valves, hypospa-
dias, cryptorchidism, testicular cancer, and infertility [5, 6].
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Lower urinary tract symptoms, and abnormal uroflowmetry find-
ings are more common among children with Down syndrome. A
regular life-long medical check-up for DS children should in-
clude the assessment of LUTS [7]. Urinary retention in Down
syndrome patients was found to be 0.9% among, with urinary
frequency being the most common symptom noted in those with
urinary retention [8].

General management should be multi-disciplinary, with karyo-
typing done to first confirm the diagnosis. The patient with the
family, should be referred to a geneticist for genetic testing, and
counselling for both parents. Parental education is core in man-
agement of Down syndrome, as parents need to be aware of the
different associated features that the child can manifest, for early
diagnosis and specific care. Complete physical examinations,
certain laboratory tests, and some focused radiological investi-
gations are vital.

For optimum growth and development, a balanced nutrition,
regular physical exercise, and physical therapy are essential,
with feeding challenges usually resolving after cardiac surgery
[9]. Holistic (bio-psych-social) care is vital in providing care for
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people with DS, as it comprises the clinical/biomedical care,
psychological care, social support, and spiritual support.

Case Report

We present a 17-year old boy, a primary 4 pupil, who present-
ed with inability to pass urine of 2 days duration. He was in
his usual state of health until 2 days prior to presentation when
he attempted to pass urine but could not. It has been persistent
since onset, with associated suprapubic fullness and pain. There
is associated dysuria, frequency, and urgency in the previous 2
weeks. There was haematuria, nocturia, and straining on mictu-
rition with leakage of urine from the meatus. There was associ-
ated recurrent pulling and scratching of the phallus. There was
no history of trauma to the phallus/urethra, and no passage of
stone. He has been having recurrent urinary tract infection and
urinary retention for about 14 years. He has had several urethral
catheterizations before.

He was a known Down syndrome patient with dysmorphic fea-
tures. His father was a known hypertensive. There was no his-
tory of blood transfusion or surgery in the past. There was no
known drug or food allergy. He was the third of 4 children in a
monogamous setting. There was no similar illness in any other
family member.

Examination revealed a young boy, obese looking, fully con-
scious and alert, oriented in time, place, and person, though
talkative. He was in intermittent painful distress, not pale, an-
icteric, afebrile, not dehydrated, no significant peripheral lymph
node enlargement, and no pedal oedema. His height was 1.56m,
weight was 82.0kg and body mass index was 33.7 kg/m2 (Obe-
sity stage 1).

Pulse rate was 115 bpm, blood pressure was 110/60mmHg, while
his jugular venous pressure was not raised. His apex beat was at
the 5th left intercostal space, mid-clavicular line. Heart sounds
were first and second only, no murmurs heard. Respiratory rate
was 30cpm. Tactile fremitus was normal, and percussion notes
were resonant. Chest had vesicular breath sounds.

Abdomen was full, moved with respiration, with moderate su-
prapubic fullness and mild tenderness. Liver, and spleen were
not palpably enlarged. Kidneys were not ballotable.

Urogenital system showed a short phallus, 4 cm in length. Phal-
lus has been circumcised, but has redundant prepuce. There was
a palpable induration at the mid phallus. There were normal pal-
pable testes in the scrotum.

Attempt was made to catheterize him at the Accident & Emer-
gency but was unsuccessful as the catheter was arrested at the
bladder neck. Patient was observed to be scratching his phallus
repeatedly and further enquiry from his relatives revealed that
he did that frequently anytime he developed urinary symptoms.

An assessment of Bladder outlet obstruction secondary to ure-
thral stricture, complicated by urinary tract infection was made.

He was counseled and prepared for Open suprapubic cystostomy
due to his obesity. Urinalysis showed cloudy appearance, dark
amber colour, Specific gravity of 6.0, leukocyte ++, nitrite +,
others were negative; and Urine MCS showed significant growth
of gram-negative organisms Klebsiella spp. Both urine tests re-
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sults were in keeping with urinary tract infection (UTI). Packed
cell volume was 38%.

He had open suprapubic cystostomy done, with post-operative
care given. Family and social support were consolidated for him
to enhance his long-term life. He was placed on antibiotics to
treat UTI. Nursing for bladder catheter was instituted in the hos-
pital, and family members were taught on how to conduct SPC
care at home.

The patient was discharged after completing treatment of the
UTI, and was seen at the clinic for follow up. Family and so-
cial support were instituted for him and maintained at the index
tertiary health facility. His father was counselled to contact the
school for the physician to seek their support for them to provide
special educational needs for the patient.

Father and the patient were also encouraged to consolidate their
spirituality regarding their belief as the father strongly believes
that the condition of the boy was from his creator, though family
always sought medical intervention whenever the patient devel-
oped any symptom warranting need for medical attention.

Discussion

Down syndrome (DS) is a genetic condition that affects many
systems of the body [4]. However, consideration for genito-uri-
nary care among DS patients in the developing countries appear
to have little attention. The patient had characteristic facial dys-
morphic features of flat face, microtia, low set ears, and slanting
eyes. Uro-genital disorders are part of the spectrum of manifes-
tations of DS patients [5].

The patient presented to the facility with urinary retention, with
failure to pass urethral catheter, with subsequent open SPC done,
as he was obese, and was aggressive. If urinary symptoms are
not recognized early, DS patients could develop chronic urinary
retention leading to recurrent UTI, bladder damage, hydrone-
phrosis, and renal failure [10]. The case was a known Down
syndrome boy, in the adolescent age group. He has had recurrent
urinary tract infections, and urinary catheterisations, resulting in
the development of urethral stricture. The medical record of the
patient showed frequent admissions since childhood mainly for
UTI, and urinary retention, with passage of urethral catheter, and
administration of antibiotics as treatment.

Holistic care (Bio-psycho-social) approach entails the inclusion
of the psychological, social, emotional and spiritual aspects of
care in addition to the biomedical care. This approach encom-
passes other aspects of care that focuses on the patient as a whole
entity rather than focusing on the disease condition of the patient
alone [11].

Using only the medical model is insufficient for restoring health
for the patient but can also expose to deleterious threats, longer
hospitalizations, and greater cost of care. The medical model
leads the clinician into neglecting the other aspects of a patient’s
need and thus patient’s dignity can be neglected [12, 13].

The involvement of family physician in the management of the
case helped in providing care for the patient in a holistic manner,
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thus broadening the scope of care as follows. The index patient
was therefore managed with a broader approach to care using the
holistic care with not only the biomedical care given, but also se-
curing social support for him. The psychological dimension was
included with the father counselled on focusing on his fatherly
role of providing care for his son, and not to consider possible
discrimination against his child as a factor to dampen his psyche.
His spirituality was explored, and utilized as a means to enhance
care for the him, with the support of his parents.

The patient’s body mass index (BMI) was 33.7kg/m2, which
was in the Obesity stage 1, and his father was a known hyper-
tensive. Although the patient’s blood pressure was in the normal
range, his BMI and positive family history of hypertension were
risk factors for chronic diseases like hypertension and diabetes.
Therefore, he was counselled on lifestyle management in order
to prevent disease and promote his health.

The patient had intellectual deficiency due to his genetic disorder,
as he was having educational delay, because he was in Primary 4
at 17 years while his age contemporaries at that same age would
be about finishing secondary school. Therefore, the managing
team deemed it necessary to inform the father on the role that his
school teachers could play, and this step yielded positive devel-
opment with the school readily informed on the boy’s condition
and their support solicited and gotten. As adolescence is a stage
of life where people are at risk of health hazards, social vices,
and violence, thus, the patient and his family were counselled on
the potential issues like smoking, alcoholism, substance abuse,
sexually transmitted infections, HIV/AIDs, bullying, violence
and injuries, which need to be avoided by the patient. The step
was taken in order to protect the patient from medical conditions
that could develop from exposure to the aforementioned issues,
which could increase morbidity for the patient.

Conclusion

Down syndrome is a rare genetic disorder with different sys-
temic manifestations. The index patient who has been having
recurrent UTI and urinary retention, had not only the acute
clinical care for his urinary retention, but also an expanded net-
work of support was instituted for him due to the presence of a
family physician in the index medical team. Family physicians
can work with other specialists, and family and social support
could be solicited and consolidated for such patients, especially
in developing countries where people with Down syndrome and
similar conditions could be neglected by a part or their needed
support system.
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