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Fig. 1. The characteristic face of Comelia de Lange syn-
drome.

Fig. 2. Hypertrichosis in back.
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A CASE OF CORENELIA DE LANGE SYNDROME WITH
MENTAL RETARDATION AND AUTISTIC DISORDER

Jung-Eun Song, M.D., Se Joo Kim, M.D., Nak Kyoung Choi, M.D.
Department of Psychiatry, College of Medicine, Hallym University, Anyang

Cornelia de Lange syndrome is a dysmorphogenic disorder characterized by multiple congenital abnor-
malities, mental retardation, growth retardation and neurodevelopmental abnormalities. Diagnosis for the
Cornelia de Lange syndrome is dependent on the clinical observation because neither definite biological
marker nor definite chromosomal abnormality have been investigated. Clinical observation is important
for the diagnosis, so we report a case of Corenelia de Lange syndrome with mental retardation and autistic
disorder.

The patient is a 6-year old girl. Her motor development and language development have been delayed.
She could say no meaningful word and understood simple command partially. She showed poor eye con-
tact and poor emotional interaction. Social interaction was impaired and she Showed stereotypic behaviors.
Thus we diagnosed her as mental retardation with autistic disorder.

She had vesicoureteral reflux, frequent upper respiratory infection and pneumonia. She had experienced
febrile convulsions 4 times. She had short stature, confluent eyebrows, long eyelashes, and upturned nose
with anteverted nostrils. She also showed low hairline and hypertrichosis in body and extremities. Her
finger was short.

In this case, we diagnosed Cornelia de Lange syndrome by her characteristic face, hypertrichosis and
medical and behavioral problems that were frequently showed in this syndrome.

KEY WORDS : Cornelia de lange syndrome - Mental retardation - Autistic disorder.
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