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Abstract :
We report on a child with Marinesco-Sjögren Syndrome, a rare autosomal recessive disorder characterised by early onset cataract,
psychomotor delay, cerebellar hypoplasia and myopathy. The presentation, neuro-imaging and muscle biopsy features are discussed.
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Introduction:

bilateral white reflex in the eyes since six months, he had

Pediatric cataracts occur in isolation or in association with

global developmental delay which was not evaluated.

intra uterine infections, large number of metabolic

Head control was achieved at eight months of age and

diseases and genetic syndromes. Most present within

sitting without support at three years. Presently he was

infancy and only about one-fourth present in the second

able to bring himself to standing position and walk with

year of life or later. Bilateral cataracts in comparison with

support. His fine motor and social skills were delayed and

unilateral are especially associated with a systemic

speech unclear. There was no history of seizures.

1

aetiology even if there are no discerning features.

Pregnancy and birth history were normal. Though his birth

Marinesco-Sjögren Syndrome (MSS), inherited as an

weight was at the 75th centile, his present growth

autosomal recessive disorder, is rare and is characterised

parameters were below third centiles suggesting a post

by early onset cataract, psychomotor delay, cerebellar

natal growth failure. Cataract was noted in the left eye and

hypoplasia and myopathy. We report on a child with MSS,

an intra-ocular lens in the right. There was no facial

where the diagnosis was initially overlooked as the

dysmorphism. Child had generalised hypotonia with

psychomotor delay was attributed to visual handicap and

diminished power and deep tendon reflexes. A detailed

psychosocial deprivation.

neuro-developmental evaluation was done after recovery.
There was truncal ataxia, past pointing and dysarthria. His

Case Report:
A five year old male was seen as emergency consult for
respiratory distress following reversal of general
anaesthesia for cataract aspiration and intra-ocular lens
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implantation. A medical
clearance had been
obtained prior surgery. He
was the first born of third
degree consanguinity. In
addition to progressive
diminution of vision and
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developmental age was one year and he walked with
support with a waddling gait. Gower sign was negative and
there was no calf muscle hypertrophy. Magnetic
Resonance Imaging (MRI) of the brain showed cerebellar
hypoplasia with small cerebellar hemispheres and
prominent folia (Figure 1A, B and C). A literature search
guided us in further neuromuscular evaluation. Muscle
enzymes, serum aspartate aminotransferase (37IU/l) and
creatine phosphokinase (92 IU/l) were within reference
ranges; electomyogram demonstrated myopathic pattern.
Nerve conduction studies, electro and echocardiogram
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were normal. Histological features of muscle biopsy under

limited. MSS as originally described by Marinesco in 1931

light microscopy suggested myopathy with minimal

and Sjögren in 1950 included the triad of early onset

dystrophic changes (Figure 2A, B and C). Skeletal muscle

cataracts, slowly progressive cerebellar ataxia and mental

was fairly preserved in architecture with focal adipose

deficiency. Additional features subsequently described

tissue infiltration. Variation in myofibre size with atrophic

include growth failure, muscular hypotonia in early infancy,

and hypertrophic fibres, focal myophagocytosis and

myopathy and skeletal abnormalities.2 Congenital Cataract,

polyfocal regenerating fibres were seen. Foci of endo and

Facial Dysmorphism, and Neuropathy syndrome (CCFDN) is

perimyseal perivascular lymphocytic infiltration with mild

a distinct genetic entity but with clinical overlap.2,3 Major

creeping fibrosis were present. The two year old younger

differences between the two include marked cerebellar

sibling had global delay and hypotonia with no cataract.

atrophy and myopathy in MSS and facial dysmorphism,

Parents were not willing for her evaluation.

micro cornea and demyelinating neuropathy in CCFDN. The
molecular basis of MSS was established only in 2005 and
SIL1 is the only gene known to be associated with it.4
In MSS muscular hypotonia and psychomotor delay
precede cerebellar signs and cataract development.
Myopathy is the most important cause of delayed motor
development in these children and may remain largely
unrecognised because of the cerebellar involvement.

Figure 1: MRI Brain A. Sagittal midline T1 weighted image shows
small cerebellar hemispheres with prominent fourth ventricle,
prepontine and cerebello pontine cisterns B. Hyperintense
cerebellar hemispheres on T2 with prominent folia
C. Hyperintense left lens on T2 image

Progressive myopathy involving posterior thoracic, pelvic,
thigh and leg muscles with severe clinical disability has
been demonstrated in homozygous patients by muscle
computed tomography.5 Our child was investigated for
myopathy in spite of normal muscle enzymes following
literature search. The dystrophic changes seen in the
muscle biopsy in our case has been reported by others
also.6,7 In young patients auto phagocytosis is minimal,
resembling the findings in progressive muscular
dystrophy.7 The cataract is usually early onset by second

Figure 2: Muscle Biopsy showing: A. Variations in muscle fibre size
B. Focal myophagocytosis C. Regenerating fibres with
lymphocytic infiltration

require surgery for cataract by end of first decade.

Discussion:

Problems during anaesthesia have been described with

In a child with developmental delay and bilateral cataract a

both MSS and CCFDN and need to be anticipated.3,8 Current

careful history and examination will assist in etiological

data indicate that patients survive well into adulthood with

diagnosis. The differential diagnosis in a child with cataract,

motor function stabilising at an unpredictable age and

developmental delay, hypotonia and cerebellar signs is

degree of severity.

year of life and not necessarily congenital. Most children
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