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oABSTRACT o

CHARGE syndrome is an autosomal dominant disease with specific
abnormalities: Coloboma, Heart defects, coanal atresia, Retarded development,
Genital disorders , and Ear and hearing disorders. Two-thirds of cases are caused by
mutations of CHD7 on chromosome 8, 90% of cases are individual. Diagnosis
depends on clinical manifestations mainly and genetic analysis in some cases.
Manegement includes surgery for the abnormalities and dealing with many
difficulties .

A 5-year-old girl, has a history of surgery on aortic isthmus stenosis, surgery
on nasal atresia, surgery on urogenital deformity, delayed psychomotor development,
C-T Scan of brain (normal), C-T Scan of chest and abdomen (normal), Echo of the
hips (normal), karyotype (normal), x-ray (dysplasia of the fourth lumbar vertebra),
audiogram (neurosensory hearingloss).

The facial features with aortic isthmic stenosis guide to wiliams syndrome, the
presence of the coloboma associates more with DIGEORGE syndrome or CHARGE
syndrom, especially with a history of recurrent infections and convulsions.

In any deformity, it is necessary to investigate other abnormalities inorder to
achieve the best management .
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