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Clinical findings of the phakomatoses
Hypomelanosis of Ito
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Hypomelanosis of Ito (HI, incon-
tinentia pigmenti achromians,
pigmentary mosaicism-Ito type)
is a multisystem disorder with
unilateral or bilateral hypomela-
notic whorled, streaked, or retic-
ulated macules distributed along
Baschko lines. Extracutaneous
congenital abnormalities pres-
ent in 75% of cases of HI and
usually involve the brain;

mental retardation is present
in 60%, epilepsy in 50%, and
autism in 10%. Dysmorphia
(hemihypertrophy or hemien-
cephalomegaly), dental, cardiac,
gastrointestinal, or renal abnor-
malities may present.1 Chromo-
somal mosaicism is the basis of
variability in HI2 and other dis-
orders with lesions distributed
along Blaschko lines; abnormali-

ties in HI include 9q33, 15q11-
q13, Xp11, and Xp21.2.2 Clinical
and neuroimaging findings are
shown in Figures 1 and 2.
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Figure 1. (A) A 15-year-old boy with hy-
pomelanosis of Ito (HI) and seizures dem-
onstrates reticulated white maculae
present on the right arm and leg. (B) In
the same patient a right lumbar hypopig-
mented streak clearly demonstrates the
characteristic macules along Blaschko
lines. These lines indicate the migratory
paths of ectodermal precursor cells and
are distinct from dermatomes. Errors in
chromosomal division during embryogen-
esis lead to chromosomal mosaicism, re-
flected among successors to different cell
lines. The skin lesions of HI present at
birth or early childhood and may fade
with age.

Figure 2. In the same patient as in figure
1, three sequential sections of a coronal
fluid-attenuated inversion recovery MRI
show a high-intensity lesion in the right
cingulate gyrus, ipsilateral to cutaneous
findings (arrows). Hypomelanosis of Ito
(HI) lacks characteristic neuroimaging
findings probably as the result of mosa-
icism and ranges among cortical dyspla-
sias, heterotopias, and hamartomas.
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