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In 1936, Cockayne! described two English children with dwarfism, retinal atrophy,
and deafness. Similar cases have been reported from various parts of the world,
mainly England, France, Belgium, Australia, the United States, Japan, and India2-9,

This paper presents the first cases of Cockayne syndrome to be repo‘rted from
Turkey. The clinical findings of both cases (two siblings) and the post-mortem
pathological observations of one are given.

Case Reports

Case 1. An 8-year-old boy was seen with the chief complaint of growth retardation.
He had been born following a normal pregnancy as the first child of the family. His
early development was satisfactory. He sat alone at 10 months, crept at 14 months,
and walked at 18 months. Failure to gain weight and unsteadiness of gait appeared
at the age of 2 years, and disturbance of speech and lack of response to stimuli
appeared shortly afterwards. His physical growth was extremely slow, and at the
age of 6 years it appeared to have ceased completely. Increasing clumsiness made
such activities as walking and feeding quite difficult; his mental development was
also slow. A facial rash as a manifestation of sensitivity to sunlight, visual and
hearing loss had been present during the last two years.

Family history revealed that the mother and father were first cousins and that they
had three children. The second child was a 5-year-old boy who was normal, and the
third child was an 18-month-old girl with symptoms similar to those of our patient.
No similar ailment was reported among the family’s relatives.
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LABORATORY FINDINGS IN TWO SIBLINGS WITH
COCKAYNE SYNDROME

Blood

Hemoglobin (g/dl)

Total leukocytes (/mm?3)

Differential count (%)
Neutropils
Lymphocytes
Eosinophils
Monocytes

Thrombocytes

Urine
Albumin

Reducing substances
Microscopy

Density

Aminoacids

Serum

Fasting blood sugar (mg/dl)
Calcium (mg/dl)
Phosphorus (mg/dl)
Alkaline phosphatase (BU)
Sodium (mEq/I)
Potassium (mEg/I)
Chloride (mEq/I)

Carbon dioxide (mEq/1)
BUN (mg/dl)

Total lipids (mg/dl) -
Cholesterol (mg/dl)

_ X-ray of the skull

Computerized axial
tomography (CAT scan)

Electroencephalography
Electromyography
Audiogram

Case 1

12.30
12,000

87 -

87

9

2

‘ 2
Normal

Nil
Nil

Normal

1022

Normal

118
10.6
5.7
7.8
143
5
115
13.8
22
800
205

Microcephaly. No

calcification

Calcification +
cortical atrophy,

ventricular

* dilatation

Normal

Polyneuropathy
Neurosensorial

hearing loss
bilaterally

Case 2

10.20
6,000
56
56
36
3
5
Normal

Nil
Nil
Normal

1016
Normal

80
1.2
7.7
7
134
4.3
101
19.8
15
770
200

No calcification

Normal

Epileptic activity
Normal
Neurosensorial
hearing loss
bilaterally












Vd

b3

TABLE I -
CLINICAL FINDINGS IN TWO SIBLINGS WITH COCKAYNE SYNDROME

Case 1 Case 2
Dwarfism | o + +
Mental retardation | + +
Microcephaly T Co+ ’ +
Retinal pigmentation - +
Neurosensorial deafness + +
Progeroid features + -
Intracranial calcification + _
Photosensitivity . + +
Kyphosis B + -
Optic atrophy - L= : -
Carious teeth ' + -
Large hands and feet + -
Hypogonadism - + -
Large external ear + ' +

In the 8-year-old boy, all characteristic symptoms and findings were noted after
normal growth and development for the first two years. Similarly, after normal
gestation, delivery, and early development, his 18-month-old sister had shown
microcephaly, mental and motor retardation, large ears, neurosensorial deafness,
bilateral retinal pigmentation in the fundi and photosensitive dermatitis as of the age
of 9 months. However, some of the symptoms noted in her older brother, such as
senile appearance, intracranial calcification and polyneuropathy, were not yet fully
developed.

The etiology of Cockayne syndrome is unknown. No evidence of biochemical,
metabolic, or chromosomal abnormalities or defects of DNA synthesis has been
found. When carbohydrate metabolism was tested, some cases revealed a pre-
diabetic glucose tolerance curve#7:12, In other patients fasting hyperinsulinemia
was observed2.13, The relationship of hyperinsulinism and Cockayne syndrome is
not clear in these cases.

In our cases, fasting blood sugar was normal and glucose tolerance tests showed no
abnormality. Similarly, serum electrolytes and lipid levels were within normal limits.
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Summary

Clinical and laboratory data on two siblings aged' 8 years and 18 months with
Cockayne syndrome are presented, the first cases reported in Turkey. Complete
post-mortem examination was performed on the older sibling. Pathologic examina-
tion of the brain supports the concept that Cockayne syndrome is a form of sudan-
ophilic leukodystophy. Although histologic renal lesions were found, the patient
presented no clinical symptoms or signs related to the kidney. The significance of
the kidney histology remained obscure. .
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