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Incontinentia Pigmenti with Extensive Brain Infarction in a Newborn

Jun Hwan Song, Ho Kim

Department of Pediatrics, Soonchunhyang University Cheonan Hospital, Cheonan, Korea

Incontinentia pigmenti (IP) is a rare X-linked dominant neuroectodermal multisystemic disorder with characteristic skin lesions. In
addition to skin lesions, the teeth, nails, hair, eyes, and central nervous system are involved. Central nervous system involvement in
the neonatal period may cause intellectual disabilities, severe neurologic impairment, or death. IP is associated with mutations in
the NF-kappa B essential modulator gene located on chromosome Xg28 and is most commonly seen in female patients. We experi-
enced one case of a newborn with multiple vesiculobullous skin lesions over the entire body after birth and partial seizures with
secondary generalization. The brain magnetic resonance imaging showed extensive cerebral infarction, and retinal hemorrhage
was observed in the fundus examination. The patient was clinically diagnosed with incontinentia pigmenti.
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Fig. 1. (A) Linear distributed erythematous maculopapular and vesicular rash along both legs and trunk at 5 days after birth. (B) Erythematous papules and brownish ir-
regular pigmentation on the trunk and extremities at 20 days after hirth. The patient’s caregiver provided informed consent for publication of the research details and

clinical images.
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Fig. 2. (A) Cerebromalacia in left parietal lobe (arrowhead) and both frontal lobes (arrows) has signal intensity of the cerebrospinal fluid in all sequences. (B) Diffusion-
weighted images show reduced diffusion in corpus callosum (arrowheads), right periventricular white matter (black arrows), and bilateral cerebral peduncles (white
arrows). TIWI, T1-weighted image; T2WI, T2-weighted image; FLAIR, fluid-attenuated inversion-recovery images.

Fig. 3. (A) The right eye of a patient with dilated, tortuous retinal veins. (B) Peripheral retinal nonperfusion and hemorrhage were present in the superotemporal quad-
rant of the left eye retina.
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Table 1. Revised diagnostic criteria for incontinentia pigmenti

Diagnostic criteria

Major criteria
hypopigmented stage

Minor criteria (supportive evidence)

Typical IP skin stages distributed along Blaschko's lines: vesiculo-bullous stage; verrucous stage; hyperpigmented stage; atrophic/

Dental anomalies; ocular anomalies; central nervous system anomalies; alopecia; abnormal hair (sparse hair, wooly hair, anomalies

of eyebrows and eyelashes); abnormal nails; palate anomalies; nipple and breast anomalies; multiple male miscarriages; typical

skin pathohistological findings
Conditions for establishing IP diagnosis

No evidence of IP in a first-degree female relative: if lacking genetic IKBKG mutation data, at least two or more major criteria or one

major and one or more minor criteria are necessary to make a diagnosis of sporadic IP; in the case of confirmed IKBKG mutation
typical for IP, any single major or minor criterion is satisfactory for IP diagnosis.

Evidence of IP in a first-degree female relative: any single major or at least two minor criteria; in all cases eosinophilia and skewed
X-chromosome inactivation supports diagnosis.

From Minic et al. Clin Genet 2014;85:536-42 [11].
IP incontinentia pigmenti.
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