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A 13 months old boy born of non-consanguineous
marriage presented with global developmental delay
and failure to thrive with weight, height and head
circumference were less than 3rd standard deviation
as per World Health Organization (WHO) charts. He
was born full term by caesarean section, cried after
5 minutes of birth after resuscitation and was kept in
neonatal intensive care unit NICU for 8 days for post
resuscitation care. There was no convulsion during the
neonatal period. Birth weight was 2800 grams. There
was a history of spontaneous abortion at 10 weeks of
gestation in first pregnancy. At 2 months, abnormal eye

movements with nystagmus having vertical, horizontal
and rotatory component were noted. However parents
did not show the child to any doctor hoping that
the child will improve on his own. On presentation
to us, he had head lag, generalized hypotonia,
hypertelorism, undescended testis, costochondral
beading, microcephaly and hepatosplenomegaly.
Ophthalmologic evaluation showed bilateral abnormal
eye movements with horizontal, vertical and rotatory
nystagmus, megalocornea right side with horizontal
corneal diameter of 13.5mm and bilateral cataract.
MRI brain showed bilateral periventricular white matter
hyperintensities in posterior parieto-occipital regions on
T2 weighted axial section. T1 weighted sagittal section
showed turricephaly. Genetic study was not done as it
is not available in India.
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Figure 1a- T2 weighted axial section shows bilat-
eral periventricular white matter hyperintensities
in posterior parieto-occipital regions

Figure 1b- T1 weighted sagittal section showing
tower like head (turricephaly)

Pelizaeus-Merzbacher disease (PMD) is a rare x-
linked disorder of proteo lipo protein (PLP) expression,
first described clinically in 1885. This disease is a
hypomyelinating leukoencephalopathy which is slowly
progressive and leads to nystagmus, head nodding,
hypotonia, motor and intellectual disabilities with
hypomyelination of brain. This disease results from
point mutations that result in amino acid substitutions or
complete deletion/duplication of the PLP 1 gene. These
gene products play a major role in the development
of oligodendrocytes for myelination. (1) The PLP gene
is linked to chromosome Xq21-22 region. (2) Brain
MRI images in PMD typically demonstrate a pattern
of hypomyelination with a reversal or discordance of
white matter signal intensity on T2 weighted images.
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T1 weighted images demonstrate normal or isointense
white matter. (3) Inheritance of megalocornea is
usually X-linked recessive which maps to chromosome
Xqg21.3-g22. (4) Nowhere association between PMD
and megalocornea is documented. There is no definitive
treatment for PMD Only supportive therapy from a
team that includes specialists in neurology, physical
medicine, orthopedics, pulmonary medicine, and
gastroenterology is recommended for the condition.
Typically, the progression of the disease slows towards
the middle or end of the first decade, with death
occurring in the early adult ages. (1-4)
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