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Abstract
Photosens i t iv i ty is  c ommon in derma tologic a l
practice but photosensitive syndromes are much less
common. Herein we report a  case of Cockayne
syndrome (CS) in a seven years old girl for its rarity.

Introduction
Cockayne syndrome (CS) is a rare multi system genetic
disorder with autosomal recessive inheritance which
occurs in about one in 500,000 babies1. There are three
different types of CS. Type 1 is the classic form and it
appears early in life and by the end of second year it
is obvious that the baby is very small, thin and
developmentally stunted. Type 2 is also called
cerebro-oculo-facio-skeletal syndrome (COFS), the
most severe form and noticeable at birth. Type 3 is the
mildest and rarest type which manifest later in life2.

Case report
A seven year old girl was presented with a rash on
face and forearms for six months and tendency to fall
when walking for four months duration. She was the
first child born to a non-consanguineous parents
following an uneventful antenatal history. Her birth
weight was normal with uneventful birth and
postnatal period. Her developmental milestones were
normal. She was blamed to be a slow learner with
poor school performances. There were no significant
medical problems among family members. When she
was seven years old, she developed sun intolerance
and erythematous scaly rash over face and forearms.
Few months later mother noticed that the child had
frequent falls without associated loss of con-
sciousness. She was evaluated by the paediatric
neurologist and referred for the dermatological
evaluation. On examination she was emaciated with
triangular face. Her height and weight were below
third centile and she had microcephaly (Figure1).
There was no pallor or icterus. Dermatological
examination revealed dry skin, erythema over malar
region associated with scaly rash suggestive of
photosensitivity. Same was seen in forearms. She had
dental caries. Her hair, nail and mucosae were
normal. Ear, throat and nose were normal. Oph-

thalmic examination showed reduced visual acuity
bilaterally (Right eye 3/4.5, Left eye 3/4.5) with
normal fundi. Examination of cardiovascular, respi-
ratory systems and abdomen were normal. Musculo-
skeletal system and neurological examination
revealed hypotonia, over reactive reflexes with
proximal muscle weakness manifest as Gower’s sign.
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Figure 1.

She had dragging of left foot with unsteady gait. At
the end of history and examination possibility of
photosensitive syndrome with a neurological
involvement was raised. Photosensitive syndromes
present in childhood include Porphyrias, Xeroderma
pigmentosa, Bloom syndrome, Rothmund Thomson
syndrome, Tricothiodystrophy and Cockayne
syndrome3. Investigations ordered to come into a
definitive diagnosis. Her routine biochemistry tests
were normal. The patient was subjected to computed
tomography (CT) of brain. It showed symmetrical
basal ganglia and frontal subcortical calcification
(Figure 3). We arrived at the diagnosis of CS in the
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presence of photosensitivity in a cachectic child with
the calcifications of basal ganglia and sub cortical
calcifications in the CT scan. Parents of the patients
have been explained the prognosis of the disorder,
natural cause of the disease, life expectancy and 25%
possibility of inheritance to off springs4.

They were advised for the general care of patient
according to the symptoms. Her four years old
younger brother who accompanied her also found to
have evidence of photosensitivity and he is currently
under investigation (Figure 2).

Figure 2.

Figure 3. CT with basal ganglia calcification.

Discussion
The CS is an autosomal recessive, multisystem
disorder with male to female ratio of 3:1. Classical
clinical features include abnormal photosensitivity,
sensoneural deafness, retinitis pigmentosa, cachectic
dwarfism, microcephaly and dental caries with pro-
gressive encephalopathy5. This syndrome often
undetected in infancy and the progressive degene-

ration is manifested by the second or third year of
life. Most of the classical features were noted in our
patient except pigmentary retinopathy and senso-
neural deafness.

The basic pathology is deficient DNA repair
mechanism due to mutation in gene CSA/ERCC8
and CSB/ERCC6 located on the chromosome five and
ten respectively6.

The neuropathologic changes include deposits of
calcium in the vessels of the basal ganglia and the
cerebrum. The CT scan of the brain in our patient
showed symmetrical basal ganglia and frontal sub
cortical calcification.

There’s no definitive treatment available for CS and
our patient was treated symptomatically. Expected
life expectancy may be up to 3rd decade of life which
could not be prolonged by treatment6.
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