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Coexistence of Hypomelanosis of Ito
and Focal Segmental Glomerulosclerosis:
Case Report

Ito Hipomelanozu ve Fokal Segmental
Glomeruloskleroz Birlikteligi

ABSTRACT Hypomelanosis of Ito (HI) is a neurocutaneous disorder characterized by hypopig-
mented whorls, streaks and patches with irregular border along the lines of Blaschko. Although
central nervous, musculoskeletal and ocular system defects are most frequent complications of HI,
renal involvement has been reported less frequently. Five case reports of HI associated with renal
diseases including glomerular basement membrane abnormalities, glomerulonephritis, polycystic
kidney disease, glomerulocystic kidney disease or focal segmental glomerulosclerosis (FSGS) were
defined in the literature. We reported a 4-year-old girl with cutaneous findings of HI who devel-
oped proteinuria in the follow-up period consistent with FSGS. Our case is presented to emphasize
the necessity of following HI patients more carefully in terms of other organ defects which may de-
velop rarely.
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OZET Tto hipomelanozu (IH) Blaschko cizgilerini takip eden diizensiz simirli girdapsi
hipopigmante ¢izgilenmeler ve plaklarla karakterize nérokutan bir hastaliktir. IH’da en sik santral
sinir sistemi, kas-iskelet ve goz tutulumu ile iligkili komplikasyonlar goriilmekle birlikte, renal
tutulum daha az siklikta bildirilmistir. Literatiirde glomerular bazal membran anomalileri,
glomerulonefrit, polikistik bobrek hastaligi, glomerulokistik bobrek hastalig: veya fokal segmental
glomeruloskleroz (FSGS) gibi renal hastalig1 olan toplam bes IH olgusu tanimlanmistir. Burada
IH’nun deri bulgularinin gériildiigii ve takiplerinde proteiniiri saptanmasi nedeniyle FSGS tanis
alan dort yasinda bir kiz olgu bildirilmistir. Olgumuz IH olan olgularin nadir olarak goriilen diger
organ defektleri agisindan daha dikkatli izlenmesinin gerekliligini vurgulamak amaciyla
sunulmaktadir.

Anahtar Kelimeler: Pigmentasyon bozukluklari; glomeruloskleroz, fokal segmental
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ypomelanosis of Ito (HI), also termed incontinentia pigmenti ac-
hromians, was first described in 1952 as a skin disorder characteri-
zed by cutaneous hypopigmented whorls, streaks and patches
typically distributed along the lines of Blaschko. Subsequently, compre-
hensive reviews on the spectrum of abnormalities in other organ systems
have been documented, leading to frequent characterization of HI as a ne-
urocutaneous disorder.'? Herein we present an extremely rare case of a child
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with cutaneous findings of HI who developed pro-
teinuria consistent with focal segmental glomeru-
losclerosis (FSGS).

I CASE REPORT

A 4-year-old girl with irregular white spots on her
body surface was presented to our department.
She was born by caesarian section at 38 weeks ges-
tation and her birth weight had 2900 g. The preg-
periods lasted
uncomplicatedly. Two months after birth, a hypo-

nancy and perinatal have
pigmented rash was noted on her right leg, subse-
quently new lesions with irregular shape and size
were seen on her extremities and trunk in the fol-
lowing two years. The abnormal skin lesions persis-

ted throughout her childhood.

Cutaneous examination revealed hypopig-
mented maculae with linear streaks and whorls in-
volving the trunk and extremities (Figure 1).
General physical examination revealed only stra-
bismus. The diagnostic tests for identifying anot-
her organ involvement included; routine
hematological, biochemical and urinalysis tests,
cranial computed tomography, radiographs of the
chest and extremities, abdominal ultrasound, elec-
trocardiography and echocardiography were per-
formed. The only abnormality detected was
cerebellar hypoplasia screened by cranial compu-
ted tomography. Neurologic examination was nor-
mal except for mild dysmetria at tandem walking;
this finding was not consistent with HI. Denver
Developmental Screening Test also indicated nor-
mal findings in all developmental parameters. A ge-
netic examination, yielding normal results (46,XX),
was performed to exclude a chromosomal deviati-

on.

During follow up, persistent nephrotic prote-
inuria (47.4 mg/m?%h) with a normal glomerular
filtration rate were documented. Abdominal ultra-
sound showed grade 1 hyperecogenic kidneys. A
percutaneous kidney biopsy was performed and
light microscopy showed segmental sclerosis in 4
of 15 glomeruli with moderate interstitial fibrosis
and mild tubular atrophy consistent with FSGS (Fi-
gure 2). Following histopathologic diagnosis capto-
pril treatment was initiated.
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FIGURE 1: Sharply demarcated hypopigmented maculae with a whorled pat-
tern on the back.

FIGURE 2: Segmental sclerosis adjacent to the glomerular vascular pole
(H&E, original magnification x40).

I DISCUSSION
Hypomelanosis of Ito is a neurocutaneous disorder
including pigmentary anomalies and defects of ot-
her organs. The skin lesions of HI appear at or
shortly after birth, in about 70% of patients within
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the first year of life. The lesions may be unilateral
or bilateral and appear anywhere on the body with
the exception of the palms, soles, scalp, and muco-
us membranes.!

Extracutaneous abnormalities have been de-
monstrated in about 75% of HI patients. The most
frequent complications are related to central nerv-
ous, musculoskeletal and ocular system involve-
ment. Central nervous system disorders consist of
mental retardation, epilepsy, ataxia, autistic-like
behavior and electroencefalographic changes. Cra-
nial computed tomography and magnetic resonan-
ce images can demonstrate focal or generalized
cerebral atrophy, white matter changes and cere-
bellar atrophy or hypoplasia. Musculoskeletal de-
fects include scoliosis, thoracic deformity,
hypotonia, limb and finger anomalies. Ophtalmo-
logical abnormalities consist of strabismus, nystag-
mus, myopia, cataract, retinal degeneration and
optic atrophy. The spectrum of abnormalities in ot-
her organ systems are hair, teeth, nail, sweat gland,
craniofacial, congenital cardiac and gastrointesti-

nal defects.!?

Renal involvement has been reported only ex-
ceptionally. Only few cases of HI with renal disea-
se described in the literature.®>” Chevalier et al.
described a 4-year-old male of HI with glomerulo-
nephritis and glomerular basement membrane ab-
normalities, as the first report.® Subsequently, a
male patient with HI, tuberous sclerosis, polycystic
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kidney disease and a-thalassemia trait was reported
by Eussen et al.* The authors speculated that these
findings could be at least partly explained by a con-
tiguous gene syndrome (e.g. affecting loci on chro-
mosome 8 and 16) and either chromosome might
contain a “HI” gene.*In addition, a 13- year-old girl
of HI with structural anomalies of the kidneys, in-
cluding macroscopic and microscopic cysts, foci of
tubular atrophy and interstitial fibrosis was repor-
ted by Coward et al.> Recently, Vergine et al. des-
cribed a male infant with a glomerulocystic kidney
disease with HI.® The association of HI and FSGS
has been previously reported by Gatter et al. in an
8-year-old girl who developed proteinuria. She had
also deafness and skeletal defects such as short sta-
ture, scoliosis, finger anomalies and facial asymme-
try.” In our patient, who had cerebellar atrophy and
strabismus, proteinuria developed in the follow-
up period and treatment was initiated immediately
following histopathological diagnosis. Determina-
tion of proteinuria is regarded as coincidentally be-
cause she was asymptomatic. However, early
diagnosis and treatment might prevent renal failu-
re due to FSGS in our patient.

In conclusion, we believe that HI might be a
hallmark of a wide range of concomitant alteration
of the different organ systems. Therefore, the pati-
ents of HI should be followed more carefully in
terms of other organ defects which may develop
less frequently.
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