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A two year old child was admitted to our hospital
for surgical intervention of cleft palate. On general
physical examination, the child was found to have
micrognathia, posteriorly placed tongue and midline
cleft of soft palate with a rounded contour (Fig.1 & 2).
So, a diagnosis of Pierre Robin sequence was made. On
further detailed examination, we noticed that the child
had short stature (length of 75 cm, < 5th percentile),
low set ears, clinodactyly, exaggerated lumbar lordosis,
mild scoliosis, pes planus, genu valgus (Fig. 3) and
waddling gait. X ray spine, pelvis, knee joint, ankle
joint, foot and chest was taken which showed the
following features: flat vertebrae, anterior wedging
of vertebrae, flat irregular femoral epiphyses, absent
patella, underdeveloped distal tibial epiphyses and
fused ribs (Fig. 4, 5 & 6). Ophthalmologic evaluation
revealed myopia and astigmatism. Hearing assessment
showed bilateral moderate sensorineural hearing loss.
He was thus diagnosed to have hereditary arthro-
ophthalmopathy and the diagnosis of Stickler syndrome
was confirmed.
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Stickler syndrome which is also known as hereditary
arthro-ophthalmopathy has an autosomal dominant
inheritance pattern. (1) The estimated incidence
of Stickler Syndrome is 1 in 10,000. (2) It is the
most commonly identified inherited cause of retinal
detachment in childhood. (3) Mutation in the type II
collagen gene locus col2A1 is a causative of Stickler
syndrome. It is now known that Stickler syndrome is
caused by mutations in four gene loci (col2A1, coll11A,
col11A2 and col9A1). (4) Though the disorder is not
uncommon, it is commonly not diagnosed, due to
subtle clinical features. Stickler syndrome should be
considered in any neonate with the Robin sequence
particularly in those with family history of cleft palate
and in patients with dominantly inherited myopia,
non traumatic retinal detachment, and/or mild
spondyloepiphyseal dysplasia. (1)

The clinical spectrum of Stickler syndrome
ranges from severely affected patients to individuals
with very mild features. The mildest phenotypes
remain undetected, and the disease is, therefore,
probably under diagnosed. Because of this phenotypic
heterogeneity, clinical diagnosis of Stickler syndrome
is difficult. Symptoms become more severe with
advancing age. (5) Ophthalmic complications include
high degree myopia which develops in 40% of
patients before 10 yrs of age and in 75% by age 20
yrs; retinal detachment; cataracts; abnormalities of
vitreous formation and gel architecture. (5) Retinal
detachment can be prevented by prophylactic laser
therapy and cryotherapy. It is to be hoped that
detachment can be corrected surgically if recognized
early. (6) Musculoskeletal problems include hypotonia,
hyperextensible joints, congenital talipes equinovarus
(CTEV), subluxation of hip and spondyloepiphyseal
dysplasia. Severe arthropathy can occur in childhood
with small joint pains simulating juvenile rheumatoid
arthritis. Secondary degeneration of articular surfaces
occurs in adulthood. (7) Other common anomalies
include deafness (both sensorineural and conductive),
and mitral valve prolapse. Affected individuals with
mitral valve prolapse should be evaluated periodically
and should receive infective endocarditis prophylaxis
before surgical procedures. (8)
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