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Megalencephaly-capillary malformation syndrome
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A 1 year old male child presented with complaints
of overgrowth on right side of face, right upper and
lower limbs since birth and delayed milestones.
Examination showed macrocephaly, frontal bossing
and right side hemihypertrophy, macrodactyly of the
right great toe and syndactyly of 2nd and 3rd toes.
(figure 1) Generalized hypotonia was noted. MRI of
whole body and brain (figure 2) revealed asymmetry
between right and left side of body. This included
hypertrophy of the cranium, brain, facial, tongue, limbs
and entire half of the body on right side. There was mild
ventriculomegaly on left side with persistent cavum
septum pellucidum and cavum septum vergae. There
was evidence of triangular shape tonsil seen below
the level of foraman magnum by about 9mm (normal
6mm) into upper cervical spinal canal. No abnormal
arteriovenous malformation or dilated vessels are seen
on MRI angiography. As per Martinez-Glez Criteria (1)
the diagnosis of Megalencephly - Capillary Malformation
Syndrome was confirmed.
Figure 1: Right hemihypertrophy seen

Figure 2: MRI brain showing left ventriculomegaly
with hypertrophy of brain on right side

Megalencephaly-capillary malformation syndrome
(M-CM) was first described in the medical literature
in 1997. M-CM was formerly known as macrocephalycutis marmorata telangiectatica congenita (M-CMTC).
Recently, the name was modified to “megalencephalycapillary malformation” (M-CM) because the term
“macrocephaly” refers to a large head due various
causes, whereas “megalencephaly” is a more specific and
accurate term as the brain is large. (2) Approximately
140 cases have been reported in world literature, but
there are likely many more affected individuals who
have been misdiagnosed or have not been published
in the medical literature. (3). Only 3 cases have been
reported from India. (4) It occurs due to mutation in
the PIK3CA gene. (5,6) The clinical diagnosis is based
on Martinez-Glez criteria as given in (table 1) with at
least 3 major and 2 minor criteria required. (1)
Table 1: Martinez-Glez Criteria (1)
Major Criteria                     

Minor Criteria

Macrocephaly

Developmental delay

Capillary malformation

Midline capillary
malformation

Overgrowth/asymmetry

Neonatal hypotonia

Neuroimaging
alteration like:
• Venticulomegaly
• Cavum septum
pellucidum or cavum
septum vergae,
• Cerebellar tonsillar
herniation, Cerebral
and or cerebellar
asymmetry

• Syndactyly/
polydactyly
• Connective tissue
abnormality
• Frontal bossing
• Hydrocephalus

Hydrocephalus and cerebellar tonsillar herniation
need immediate surgical intervention. Minimallyinvasive 4th ventriculostomy may benefit some
patients. Skin anomalies if few or small undergo
spontaneous remission within the first few years of
life. In some patients laser ablation therapy for lesions
is helpful.
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