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Abstract

Cornelia de Lange syndrome is a rare genetic condition of highly variable phenotype making ranging from
classic syndrome with many cardinal features to mild syndrome with less characteristic features. The mother
of a three and half years old boy brought her son to our clinic because of significant developmental delay
and over-activity. The mother denied the presence of relevant family history. The boy was mentally retarded
and had facial dysmorphic features including thick eyebrows with synophrys, long or smooth philtrum, thin upper
lip vermilion, and low set ears. The boy poor adaptive skills and has not achieved urine and bowel control
and was unable to hold spoon appropriately to feed himself. He had no speech development and was not
saying any word. At the clinic, he was very active, but he was responding to name and had acceptable eye
contact and therefore, he was not considered tohave autistic features. It was not possible to convince him
to take a pen to scribble.Based on our extensive published experiences with treatment of mental retardation
syndrome, we recommended an initial therapeutic course which included a course of intramuscular
piracetam 600 mg given daily in the morning every third day (Ten doses over one month). An expert
therapeutic recommendation for the condition is described.
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Introduction Results

Cornelia de Lange syndrome is a rare genetic The boy was mentally retarded and had facial
condition of highly variable phenotype making dysmorphic features including thick eyebrows with
ranging from classic syndrome with many cardinal ~ Synophrys, long or smooth philtrum, thin upper lip
features to mild syndrome with less characteristic vermilion, and low set ears (Figure-1).

features. Patients having the classical disorder have
growth and mental retardation and distinctive facial
dysmorphism including thick and / or long eyebrows
commonly with synophrys, short nose with depressed
nasal bridge and/or upturned nasal tip, long or smooth
or indistinct philtrum, thin upper lip vermilion and/or
downturned corners of mouth, and low set ears. The
diagnosis of the syndrome is generally made on
clinical basis. The majority of cases are thought to be
caused by spontaneous genetic mutations [1].

Materials and Methods

The mother of a three and half years old boy brought
her son to our clinic because of significant ‘
developmental delay and over-activity. The mother Fig 1: The boy had facial dysmorphic features including thick
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he boy poor adaptive skills and has not achieved
urine and bowel control and was unable to hold spoon
appropriately to feed himself. He had no speech
development and was not saying any word.

The boy also had behavioral and sleep abnormalities
including biting others,

At the clinic, he was very active, but he was
responding to name and had acceptable eye contact
and therefore, he was not considered to have autistic
features. It was not possible to convince him to take
a pen to scribble.

Based on our extensive published experiences with
treatment of mental retardation syndrome [2-7], we
recommended an initial therapeutic course which
included a course of intramuscular piracetam 600 mg
given daily in the morning every third day (Ten doses
over one month).

Risperidone 0.5 mg was given orally at night and
prochlorperazine 2.5 mg was given orally at 1pm to
control the behavioral and sleep abnormalities and
over-activity.

Discussion

Cornelia Catharina de Lange syndrome was named
after Dutch pediatrician Cornelia Catharina de Lange
[Figure-2], who described two patients in 1933, and
in1938, she reported the autopsy findings of her first
patient, and described a third patient. McArthur RG,
Edwards (1967) estimated that 69 cases, including
nine autopsies, have been reported in the literature
and reported another 20 patients with the syndrome
[1].

Thereafter, about 41 case of the syndrome were
reported during the 1960s, including the cases
reported by Crisalli and colleagues,1967;Lee and
Kenny,1967; Marsella,1967; Huang, et al,1967 (Two

cases); Ganassi, et al,1968(Two
cases); Stanescu and colleagues,1968; Beer and
colleagues,1968(Two cases); Hillman, et

al,1968; Familant, 1968; Cald and colleagues,1968
(Four cases); Li Moli, 1968 (Two cases); KlosovskiT,
et al (1968); Bartsocas and
colleagues,1968;Kaplan,1968; Ferenczy and
colleagues,1968; Broholm and

colleagues,1968; Calo and

colleagues,1968; Szczepanski (1969); Koike, et al
(1969); Pelc and colleagues,1969; Kondo  and
colleagues,1969 (Two cases); Okita and
colleagues,1969; Boon, 1969; Fazekas and Nagy,
1969; Jacoby and Bonham, 1969; France
and colleagues,1969;

Cherington and colleagues,1969; Feldioreanu, et al,
1969; Pashayan, et al, 1969 (Three cases); Say
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and colleagues,1969;De Tomasi and Catapano,1969

[1].

Fig 2: A sketch of a Dutch pioneer of pediatrics, Cornelia Catharina
de Lange

During four decades (1930s, 1940s, 1950s, 1960s), about
130 cases of Cornelia syndrome were reported in the
medical literature.

Parenteral piracetam has been used safely and with a
benefit in a variety of childhood neuropsychiatric disorders,
and it is one of the most important that have been used with
benefit in mental and developmental retardation of various
types and etiologies. Piracetam beneficial effects on
impaired cerebral functions include improving neuronal and
cognitive functions, increasing cerebral blood flow and
oxygen consumption, improving neurotransmitter’s function
and brain neurotransmission. Piracetam is not associated
with important side effect nor has acute toxicity at the
therapeutic doses. Piracetam has been used with important
benefits in the treatment of cerebral palsy and other
childhood neuro-psychiatric disorders [2-7].

Conclusion

An expert therapeutic recommendation for the condition is
described.
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