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C

ockayne syndrome is a rare autosomal recessive,
heterogeneous, multisystem disorder characterized
by dwarfism, progressive pigmentary retinopathy,
birdlike facies, and photosensitivity. This is the first case
report of cockayne syndrome from Nepal

Case Report
This- nine-year-old male child presented to our
outpatient department with a history of facial
erythema in butterfly distribution exaggerated by sun
exposure since two months of age and tremor of hands with
unsteady gait since the age of seven years. He was seen
elsewhere and was on triphenhexidil for one year with some
improvement. The reminder of his history was noncontributory.
General physical examination revealed a thin built child
with unusual progeroid facies. Face was characteristic with
unusually large ears (“Mickey Mouse ears”); small chin with
prominent, pinched nose (“birdlike”), and had sunken eyes
(Figure 1). Face on general inspection looked aged or
wizened, and there was associated microcephaly.
His musculoskeletal examination revealed a dorsal
kyphosis. Ophthalmological and dental examinations
revealed no abnormality except for the caries tooth.
A working diagnosis of Cockayne syndrome was
made. The patient subsequently had his imaging studies.
X-ray of his hands was normal. A computed tomography
(CT) scan of brain was obtained which showed bilateral
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symmetrical basal ganglia calcifications (Figure 2).
Magnetic resonance imaging (MRI) (not shown here) of his
head revealed a large cisterna magna.

Discussion
This syndrome was first reported by Edward Alfred
Cockayne,1 a London- based physician in 1946. Since than
more than 150 cases have been reported. However no such
case has been reported from Nepal. The basic disorder in
Cockayne syndrome has been localized to the nucleotide
excision repair pathway, a process that is responsible for
the removal from DNA of a variety of lesions, including
those induced by ultraviolet light.2
The syndrome is divided into two subtypes; Cockayne
syndrome I (CS-I), or classic Cockayne Syndrome which
presents in childhood with characteristic facies and somatic
features that occur late in the first decade of life. Cockayne
syndrome II (CS-II), or severe Cockayne Syndrome, presents
at birth with accelerated facial and somatic features.
Individuals who are affected with CS-I typically have
progressive neurological degeneration with death occurring
by the second or third decade of life, whereas patients with
CS-II typically die by age six or seven years. Abnormalities
associated with this syndrome are: 3, 4
Growth Retardation
Weight and height of patient is significantly less than
the 5th percentile for age. This is true to our patient.
Characteristic Facies (Facial Appearances)
The patient has unusually large ears for head size
(“Mickey Mouse ears”); there is small chin with prominent,
pointed nose (“birdlike”); deficiency in adipose tissue (“fat”)
under skin, giving sunken eyes and skeletal appearance.
Face overall may appear aged or wizened, and head size is
likely to be unusually small for age and sex of the patient
(microcephaly). These entire features were present in our
patient.
Ocular Findings
These include retinitis pigmentosa, optic atrophy,
strabismus, hyperopia, decreased lacrimation, nystagmus,
corneal opacity, and cataract which were absent in our
patient.
Dental Examination
Abnormalities included are caries teeth, delayed eruption
of deciduous teeth, malocclusion, and absent/hypoplastic
teeth.
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Figure 2. CT scan of head of the patient showing
bilateral basal ganglia calcifications.

Figure 1. Patient with Cockayne syndrome.

epiphyses are most obviously seen in the fingers.
Histopathological examination of the brain generally
shows patchy demyelination and atrophy of white matter
and cerebellum. The brain can undergo perivascular
calcification in the basal ganglia and cerebellum; these
changes are termed a calcifying vasopathy.
The disease is usually progressive with time and
treatment is generally supportive. Eventually a diffuse
extensive demyelination of the peripheral and central
nervous systems ensues, and patients generally die of
atheromatous vascular disease before the third decade.

Musculoskeletal System
Dorsal kyphoscoliosis which was present in our
patient.
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