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Recurrent UTI – Make the Child
Smile!
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An 8-year-old girl presented with history of recurrent
urinary tract infection (UTI) along with episodes of urinary
and fecal incontinence. Investigations revealed elevated
creatinine (1.2 mg/dL, estimated glomerular-filtration rate
(eGFR) = 42 mL/min/1.73 m2), bilateral hydronephrotic
scarred kidneys with grade IV dilating vesico-ureteric
reflux (VUR), and thickened urinary bladder wall.
Urodynamic study confirmed a low capacity, high pressure
urinary bladder with detrussor over activity. Neurological
examination and magnetic resonance imaging of spine was
un-remarkable. The diagnosis was clinched on seeing her
typical facial expression on being asked to smile (Fig.  1
and Web Video 1).

Ochoa syndrome or Urofacial syndrome (UFS) is
characterized by urinary bladder or/and bowel
dysfunction along with a characteristic facial expression
that is most obvious during smiling or laughing wherein
one gets an appearance of a ‘grimace’ despite an attempt at
smiling (resulting from abnormal co-contraction of the
corners of the mouth and eyes). It is inherited as autosomal
recessive disorder with abnormalities in either of two
genes – HPSE2 localized on chromosome 10q23-10q24 or
LRIG localized on chromosome 1p13.  A heterozygous
nonsense variation in exon 4 of the LRIG2 gene
(chr1:113636129; C>C/G; Depth: 121x) that results in a stop
codon and premature truncation of the protein at codon
153 (p.Ser153Ter; ENST00000361127) was detected  in the
child by Next Generation Sequencing.

Apart from early identification and prompt treatment
of urinary tract infection, the cornerstone of management
of Ochoa syndrome includes reducing the bladder
pressure and ensuring proper bladder drainage. Anti-
cholinergics and á–adrenergic blockers along with clean
intermittent catheterization are usually the initial steps.
Bladder augmentation (augmentation cystoplasty) along
with Mitrofanof (bladder drainage conduit) is often
chosen as a long-term management plan.
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FIG. 1 Characteristic facial expression on asking to smile (See
video at website).

NOTICE

Call for Submission of ‘Clinical Videos’
Under this section, Indian Pediatrics publishes videos depicting an intricate technique or an interesting clinical manifestation, which are difficult to
describe clearly in text or by pictures. A video file submitted for consideration for publication should be of high resolution and should be edited by
the author in final publishable format. MPEG or MP4 formats are acceptable. The maximum size of file should be 20 MB. The file should not have
been published elsewhere, and will be a copyright of Indian Pediatrics, if published. For this section, there should be a write-up of up to 250
words discussing the condition and its differential diagnoses. The write-up should also be accompanied by a thumbnail image for publication in
the print version and PDF. Submit videos as separate Supplementary files with your main manuscript. A maximum of three authors (not more
than two from a single department) are permissible for this section. In case the video shows a patient, he/she should not be identifiable. In case
the identification is unavoidable, or even otherwise, each video must be accompanied by written permission of parent/guardian, as applicable.
Authors are responsible for obtaining participant consent-to-disclose forms for any videos of identifiable participants, and should edit out any
names mentioned in the recording. The consent form should indicate its purpose (publication in the journal in print and online, with the
understanding that it will have public access) and the signed consent of the parent/legal guardian. The copy of the consent form must be sent as
supplementary file along with the write-up, and original form should be retained by the author. A sample consent form is available at our website
www.indianpediatrics.net.


