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ARTICLE INFO ABSTRACT

The urofacial or Ochoa syndrome is a rare disease characterized by the presence of
functional obstructive uropathy associated with peculiar facial features when patients
attempt to smile or laugh. Many of the children with this disorder remain without proper
diagnosis or adequate treatment as the condition may not be recognized. This can ultimately
result in upper tract deterioration and eventual renal failure. We report a male child with this
rare syndrome presenting with symptoms of dysfunctional elimination syndrome.

INTRODUCTION
Bernardo Ochoa who followed a group of children with the
characteristic symptomatology of neurogenic bladder with no
apparent neurological or obstructive abnormality noticed that
these children showed a particular facial expression, i.e.,
grimacing when they attempted to smile or laugh [1]. This unusual
facial expression (grimacing) is highly diagnostic, and the most
important clue to identifying Urofacial (UFS) or Ochoa syndrome.
Although a potential gene for this syndrome has been mapped to
chromosome 10q23–q24, the pathogenesis remains unknown [1, 2].
Patients with Ochoa syndrome present with functional obstructive
uropathy, residual urine, and hydroureteronephrosis. Symptoms
are variable and may consist of urinary tract infection (UTI),
urgency, frequency, incontinence, polyuria, and polydipsia. Many
present with elimination dysfunction (60% constipation and 33%
encopresis) [3,4] .  Interestingly, patients demonstrate emotionally
congruent facial expressions when sad or crying. The laughing
and crying centers are located in upper pons of the midbrain close
to the micturition center and it has been speculated that this is the
possible pathophysiological explanation for this dysfunctional
facial characteristic [5,6] . We report a case of a male child who
presented to us with history of urinary incontinence.

Case Report

A twelve year old male child presented to the Pediatric Urological
services of the hospital with urinary incontinence and constipation
of long duration. The child was totally incontinent and was not
attending school because of this reason. On examination the child
was anemic and had the typical grimacing expression (Fig 1a
&1b). Serum creatinine was 3.7 mg% at presentation. The child
also complained of constipation. Ultrasound imaging of the

urinary tract revealed bilateral hydronephro-ureterosis, a small
capacity and trabeculated bladder.  Initial management involved
hydration, catheterization, stool softeners and antibiotics.

The serum creatinine dropped down to 2.5 mg% after a weeks
time. MR Imaging confirmed bilateral hydronephro-ureterosis, a
small capacity and trabeculated bladder (Figure 2). Voiding
cystourethrogram revealed bilateral Grade V vesicoureteric reflux
(Figure 3a & 3b).  A vesicostomy was placed to allow proper
drainage and the upper tracts to settle down. The child would need
augmentation of bladder with a catheterizable stoma in future
depending on the response of the upper tracts to the treatment.

Available Online at http://www.recentscientific.com
International Journal
of Recent Scientific

ResearchInternational Journal of Recent Scientific Research
Vol. 5, Issue, 3, pp.681-682, March, 2014

Article History:

Received 15th, February, 2014
Received in revised form 26th, February, 2014
Accepted 13th, March, 2014
Published online 28th, March, 2014

© Copy Right, IJRSR, 2014, Academic Journals. All rights reserved.

Key words:

bladder neurogenic; spastic neurogenic bladder;
renal failure; syndrome; faces.

Fig. 1 The child with normal appearing face at rest and grimacing while
smiling
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DISCUSSION
Urofacial (Ochoa) syndrome was first described in 1979 by
Elejelde and Ochoa in the Colombian population [1,5,7]. This
syndrome was considered extremely rare; however, it may be
more common than previously thought, and it is more likely that
cases were missed because of failure to recognize the
characteristic grimacing. The main presenting feature of UFS is
the inverted facial expression, which is characteristic and well
appreciated in this child (Fig 1a & 1b). The face of a typical UFS
patient appears similar to that of an unaffected individual at rest,
but on attempts to laugh, the expression on face suggests crying,
sad, or feeling of discomfort or pain. When a UFS patient is
feeling sad or cries, this is not evident on the face, and appears as-
though feeling fine. The facial expression abnormality has been
postulated to be due to facial muscle weakness secondary to
bilateral partial nerve paresis, but the precise relationship is not
yet well understood [1,7,8]. None of the patients reported in the
literature have had any detectable neurological abnormality. It
seems that the facial alterations in UFS constitute localized or
specific dysfunction of facial expression.

Urofacial syndrome (UFS) is an autosomal-recessive disease. In
2010, biallelic, loss-of-function mutations in HPSE2 (MIM
613469) were identified as causing UFS [9,10]. HPSE2 encodes
heparanase-2, which binds heparan sulfate and inhibits
heparanase-1 activity [10]. HPSE2 mutations were not detected in
all UFS cases [9], consistent with genetic heterogeneity. There are
several important clues to the diagnosis of UFS, namely,
dysfunctional voiding and its complications (such as
vesicoureteral reflux), family history of the syndrome,
consanguineous parents, and typical facial characteristics.
Affected patients exhibit bladder voiding dysfunction due to lack
of coordination of detrusor muscle contraction and urethral
sphincter relaxation [1, 8]. Early diagnosis and treatment may
prevent irreversible damage to the urinary tract system. The

presence of renal scarring should be noted and monitored by
DMSA renal scans. Urodynamics are important not only to
document abnormalities but also for follow-up and disease
prognostication. Initially, detrusor hyperreflexia is associated with
sphincter dyssinergia, however, in advanced cases, myogenic
detrusor failure may ultimately result [8]. The aim of treatment
remains restoration of bladder emptying and the prevention of
upper tract deterioration. Drug therapy should be guided by
urodynamic findings and includes anticholinergics and antibiotic
prophylaxis if secondary UTI persist despite regular bladder
emptying by CIC. Intermittent catheterization is fundamental and
patients with sensate urethras may require continent urinary
diversion with catheterizable stoma, such as appen
dicovesicostomy. Polyuric patients should undergo nocturnal
bladder emptying with an indwelling nighttime catheter, as this
has been shown to improve overall lower and upper urinary tract
function [10].

CONCLUSION
Urofacial syndrome (UFS) is a rare, important, well-recognized
entity, which, if not treated adequately, may lead to significant
morbidity and even mortality from progressive renal deterioration.
Physicians involved in the care of children must maintain
cognizance and screen for this disorder in patients with a history
of severe dysfunctional voiding by greeting each patient with a
smile at the time of initial consultation.

References
[1]. Ochoa B. Can a congenital dysfunctional bladder be

diagnosed from a smile? The Ochoa syndrome updated.
Pediatr Nephrol. 2004;19:6–12 .

[2]. Wang CY, Davoodi-Semiromi A, Shi JD, et al. High
resolution mapping and mutation analyses of candidate
genes in the urofacial syndrome (UFS) critical region.
Am J Med Genet. 2003;119A:9–14 .

[3]. Gorlin RJ, Cohen MM Jr, Hennekam RCM. Syndromes
with unusual facies: Other syndromes. In: Syndromes of
the head and neck. 4th ed. Oxford: Oxford University
Press, Inc; 2001:1054–1055.

[4]. Feng WC, Churchill BM: Dysfunctional elimination
syndrome in children without obvious spinal cord dis-
eases. Pediatr Clin North Am. 2001; 48: 1489-504.

[5]. Ochoa B: The urofacial (Ochoa) syndrome revisited. J
Urol. 1992; 148: 580-3.

[6]. Nicanor FA, Cook A, Pippi-Salle JL. Early diagnosis of
the urofacial syndrome is essential to prevent irreversible
renal failure.  Int Braz J Urol. 2005; 31: 477-81.

[7]. Ochoa B, Gorlin R. Urofacial (Ochoa) syndrome. Am J
Med Genet. 1987;27: 661–667.

[8]. Garcia-Minaur S, Oliver F, Yanez JM, Soriano JR,
Quinn F, Reardon W. Three new European cases of
urofacial (Ochoa) syndrome. Clin Dysmorphol. 2001;10:
165–170.

[9]. Levy-Adam F , Feld S , Cohen-Kaplan V, Shteingauz A
, Gross M , Arvatz G, Naroditsky I , Ilan N , Doweck I ,
and Vlodavsky I . Heparanase 2 interacts with heparan
sulfate with high affinity and inhibits heparanase
activity. J. Biol. Chem. 2010;285, 28010–28019.

[10]. Koff SA, Mutabagani KH, Jayanthi VR: The valve
bladder syndrome: pathophysiology and treatment with
nocturnal bladder emptying. J Urol. 2002; 167: 291-7.

Fig. 2 MR Urogram shows bilateral hydronephro-ureterosis with
small capacity bladder

Fig. 3 VCU showing bilateral grade V VUR with small capacity bladder
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