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WHAT IS CORNELIA DE LANGE SYNDROME?

Cornelia de Lange Syndrome (CDLS) is a rare, inherited condition that causes developmental disabilities, distinctive facial features and other medical conditions.

It is also referred to as called Brachmann De Lange Syndrome ( BDLS) or just De Lange Syndrome 

It is caused by an abnormality of chromosome 5.

WHAT DOES A CHILD WITH THIS CONDITION LOOK LIKE?
Children with this condition have a small sized head, thin, single, arched eyebrows, a small, upturned nose, long curly eyelashes, small jaw and excessive body hair.
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HOW IS A DIAGNOSIS MADE?

Diagnosis is usually made by clinical examination and then confirmed by molecular diagnosis with screening of the NIPBL gene. 

WHAT MEDICAL CONCERNS COMMONLY OCCUR WITH THIS CONDITION?

They often have slow growth before and after birth, abnormalities involving the arms and hands, heart defects, problems with their stomach and intestines, cleft palate, urinary tract abnormalities, growth hormone deficiency, hearing loss, and eye/vision problems 
WHAT BEHAVIORAL/ DEVELOPMENTAL CONCERNS OCCUR WITH THIS CONDITION?

Most have mild to moderate mental retardation, but some can be profoundly impaired.

They can also demonstrate hyperactivity, self-injury, aggression, and sleep disturbance. 

Children with CDLS may appear to have autism with difficulty relating to other people, repetitive behavior, difficulty with facial expression of emotion, and severe language delay.
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WHAT IS THE LIFE EXPECTANCY FOR CHILDREN WITH CDLS?
Life expectancy is normal if no major malformations occur. Causes of death include apnea after respiratory aspiration, cardiac malformations, and complications related to gastrointestinal problems.

WHAT TREATMENTS ARE AVAILABLE FOR CHILDREN WITH THIS CONDITION?

Extreme short stature can sometimes be treated with growth hormone.

Early intervention for feeding problems, hearing and visual impairment, congenital heart disease, and urinary system abnormalities

Children with CDLS prefer a structured routine and have difficulty with changes in their daily routine. Activities that stimulate the vestibular system, like swinging, bouncing, swimming, and horseback riding. are pleasurable to patients with CDLS.

Computer programs that emphasize visual memory are more beneficial than standard methods of verbal instruction. Perceptual organizational tasks should be emphasized.

Tactile stimulation during indirection helps the children remember and perform well.

Fine motor activities, when physical impairments do not limit them, should be stressed in education, especially activities related to activities of daily living.
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