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Introduction

Cornelia de-Lange syndrome (CdLS) was first
described as a distinct syndrome in 1933, by Dr
Cornelia de-Lange, a Dutch paediatrician, after
whom the disorder has been named, though the
first ever documented case was in1916 by Dr
Brachmann. It is a rare genetic disorder
characterised by facial dysmorphia (arched
eyebrows, synophrys, depressed nasal bridge, long
philtrum, down-turned angles of the mouth),
upper-extremity malformations, hirsutism, cardiac
defects, growth and cognitive retardation, and
gastrointestinal abnormalities.” Seizure is found
about 20% of cases majority being partial seizure
type (64.3 %).®

Case Report

We report a 6 months old male child presented to
our hospital VIMSAR Burla with complains of
brief jerky abnormal movement of head neck arms
and legs simultaneously for 5 days and not
attending head control since birth. He was born at
39 weeks of gestation through normal vaginal
delivery birth weight was 2.5 kg cried
immediately after birth and no history of neonatal

hospitalisation. Physical Examination revealed flat
occiput well defined and arch like eye brows,
synophrys, long curly eye lashes, hypertelorism,
depressed nasal bridge with anteverted nares, high
arched palate thin lips with downturned angles of
mouth long philtrum, micrognathia, hirsutism
small broad hands and legs. Cardiovascular
Examination shows no murmur with head lag in
CNS.
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Fig 1 — Characteristic EEG findings in Infantile
Spasms associated with Cornelia — de Lange
Syndrome —Hypsarrythmia
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Fig 2 — Body dysmdrphism in Cornelia- de Lange
Syndrome

e

Fig 3 — Characteristic facial features of Cornelia -
de lange Syndrome

Discussion

Cornelia de Lange syndrome is a rare genetic
disease, caused by mutations in three known
different genes: NIBPL (crom 5p), SMC1A (crom
X) and SMC3 (crom 10q), that account for about
65% of cases.” Partial epilepsy is the most
common type of epilepsy in CdLS patients. In the

majority of cases the prognosis of this epilepsy is
favourable and therapy can be withdrawn after
few years of complete seizure control.®) There is
no data about association about infantile spasms
with CDLS. Infantile spasms are epileptic spasms
that occur in infancy or early childhood. These
spasms are classically characterized clinically by
symmetric, brief jerking spells that involve the
head, neck, arms, legs, and abdomen which may
consist of flexion, extension, or a combination of
flexion-extension. Infantile spasms
often are associated with a characteristic pattern
on electroencephalogram (EEG) called
hypsarrhythmia.®

Conclusion

CDLS is a rare congenital multisystem disorder
having seizure as a rare presentation. Partial
epilepsy is the most common type of epilepsy in
CDLS with specific focal EEG changes. CDLS
patients with Infantile Spasm is very rare
combination sometimes Paediatric Neurologists
may be the first health personnel to identify such
cases. Multidisciplinary treatment approach is the
key to managing child with CDLS with Infantile
Spasms.
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