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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.1,2 Herein we present an extremely rare case of a child

Coexistence of Hypomelanosis of Ito
and Focal Segmental Glomerulosclerosis:

Case Report

AABBSS  TTRRAACCTT  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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ÖÖZZEETT  Ito hipomelanozu (IH) Blaschko çizgilerini takip eden düzensiz sınırlı girdapsı
hipopigmante çizgilenmeler ve plaklarla karakterize nörokutan bir hastalıktır. IH’da en sık santral
sinir sistemi, kas-iskelet ve göz tutulumu ile ilişkili komplikasyonlar görülmekle birlikte, renal
tutulum daha az sıklıkta bildirilmiştir. Literatürde glomerular bazal membran anomalileri,
glomerulonefrit, polikistik böbrek hastalığı, glomerulokistik böbrek hastalığı veya fokal segmental
glomeruloskleroz (FSGS) gibi renal hastalığı olan toplam beş IH olgusu tanımlanmıştır. Burada
IH’nun deri bulgularının görüldüğü ve takiplerinde proteinüri saptanması nedeniyle FSGS tanısı
alan dört yaşında bir kız olgu bildirilmiştir. Olgumuz IH olan olguların nadir olarak görülen diğer
organ defektleri açısından daha dikkatli izlenmesinin gerekliliğini vurgulamak amacıyla
sunulmaktadır. 
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with cu ta ne o us fin dings of HI who de ve lo ped pro-
te i nu ri a con sis tent with fo cal seg men tal glo me ru -
losc le ro sis (FSGS).

CA SE RE PORT
A 4-ye ar-old girl with ir re gu lar whi te spots on her
body sur fa ce was pre sen ted to our de part ment.
She was born by ca e sa ri an sec ti on at 38 we eks ges-
ta ti on and her birth we ight had 2900 g. The preg-
nancy and pe ri na tal pe ri ods ha ve las ted
un comp li ca tedly. Two months af ter birth, a hypo -
pig men ted rash was no ted on her right leg, sub se -
qu ently new le si ons with ir re gu lar sha pe and si ze
we re se en on her ex tre mi ti es and trunk in the fol-
lo wing two ye ars. The ab nor mal skin le si ons per sis -
ted thro ug ho ut her child ho od. 

Cu ta ne o us exa mi na ti on re ve a led hypo pig -
men ted ma cu la e with li ne ar stre aks and whorls in-
vol ving the trunk and ex tre mi ti es (Fi gu re 1).
Ge ne ral physi cal exa mi na ti on re ve a led only stra-
bis mus. The di ag nos tic tests for iden tif ying anot -
her or gan in vol ve ment inc lu ded; ro u ti ne
he ma to lo gi cal, bi oc he mi cal and uri naly sis tests,
cra ni al com pu ted to mog raphy, ra di og raphs of the
chest and ex tre mi ti es, ab do mi nal ul tra so und, elec-
tro car di og raphy and ec ho car di og raphy we re per-
for med. The only ab nor ma lity de tec ted was
ce re bel lar hypop la si a scre e ned by cra ni al com pu -
ted to mog raphy. Ne u ro lo gic exa mi na ti on was nor-
mal ex cept for mild dysmet ri a at tan dem wal king;
this fin ding was not con sis tent with HI. Den ver
De ve lop men tal Scre e ning Test al so in di ca ted nor-
mal fin dings in all de ve lop men tal pa ra me ters. A ge-
ne tic exa mi na ti on, yi el ding nor mal re sults (46,XX),
was per for med to exc lu de a chro mo so mal de vi a ti -
on. 

Du ring fol low up, per sis tent nep hro tic pro te -
i nu ri a (47.4 mg/m2/h) with a nor mal glo me ru lar 
fil tra ti on ra te we re do cu men ted. Ab do mi nal ul tra -
so und sho wed gra de 1 hype re co ge nic kid neys. A
per cu ta ne o us kid ney bi opsy was per for med and
light mic ros copy sho wed seg men tal scle ro sis in 4
of 15 glo me ru li with mo de ra te in ters ti ti al fib ro sis
and mild tu bu lar at rophy con sis tent with FSGS (Fi -
gu re 2). Fol lo wing his to pat ho lo gic di ag no sis cap to-
p ril tre at ment was ini ti a ted.

DIS CUS SI ON
Hypo me la no sis of Ito is a ne u ro cu ta ne o us di sor der
inc lu ding pig men tary ano ma li es and de fects of ot -
her or gans. The skin le si ons of HI ap pe ar at or
shortly af ter birth, in abo ut 70% of pa ti ents wit hin

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).
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the first ye ar of li fe. The le si ons may be uni la te ral
or bi la te ral and ap pe ar any whe re on the body with
the ex cep ti on of the palms, so les, scalp, and mu co -
us mem bra nes.1

Ex tra cu ta ne o us ab nor ma li ti es ha ve be en de -
mons tra ted in abo ut 75% of HI pa ti ents. The most
fre qu ent comp li ca ti ons are re la ted to cen tral ner v-
o us, mus cu los ke le tal and ocu lar system in vol ve -
ment. Cen tral ner vo us system di sor ders con sist of
men tal re tar da ti on, epi lepsy, ata xi a, au tis tic-li ke
be ha vi or and elec tro en ce fa log rap hic chan ges. Cra-
ni al com pu ted to mog raphy and mag ne tic re so nan -
ce ima ges can de mons tra te fo cal or ge ne ra li zed
ce reb ral at rophy, whi te mat ter chan ges and ce re -
bel lar at rophy or hypop la si a.  Mus cu los ke le tal de-
fects inc lu de sco li o sis, tho ra cic de for mity,
hypo to ni a, limb and fin ger ano ma li es. Oph tal mo -
lo gi cal ab nor ma li ti es con sist of stra bis mus, nystag -
mus, myo pi a, ca ta ract, re ti nal de ge ne ra ti on and
op tic at rophy. The spec trum of ab nor ma li ti es in ot -
her or gan systems are ha ir, te eth, na il, swe at gland,
cra ni o fa ci al, con ge ni tal car di ac and gas tro in tes ti -
nal de fects.1,2

Re nal in vol ve ment has be en re por ted only ex-
cep ti o nally. Only few ca ses of HI with re nal di se a -
se des cri bed in the li te ra tu re.3-7 Che va li er et al.
des cri bed a 4-ye ar-old ma le of HI with glo me ru lo -
nep hri tis and glo me ru lar ba se ment mem bra ne ab-
nor ma li ti es, as the first re port.3 Sub se qu ently, a
ma le pa ti ent with HI, tu be ro us scle ro sis, polyc ystic

kid ney di se a se and α-tha las se mi a tra it was re por ted
by Eus sen et al.4 The aut hors spe cu la ted that the se
fin dings co uld be at le ast partly exp la i ned by a con-
ti gu o us ge ne syndro me  (e.g. af fec ting lo ci on chro-
mo so me 8 and 16) and eit her chro mo so me might
con ta in a “HI ” ge ne.4 In ad di ti on, a 13- ye ar-old girl
of HI with struc tu ral ano ma li es of the kid neys, in-
c lu ding mac ros co pic and mic ros co pic cysts, fo ci of
tu bu lar at rophy and in ters ti ti al fib ro sis was re por -
ted by Co ward et al.5 Re cently, Ver gi ne et al. des -
cri bed a ma le in fant with a glo me ru locy stic kid ney
di se a se with HI.6 The as so ci a ti on of HI and FSGS
has be en pre vi o usly re por ted by Gat ter et al. in an
8-ye ar-old girl who de ve lo ped pro te i nu ri a. She had
al so de af ness and ske le tal de fects such as short sta -
tu re, sco li o sis, fin ger ano ma li es and fa ci al asy mme-
try.7 In our pa ti ent, who had ce re bel lar at rophy and
stra bis mus, pro te i nu ri a de ve lo ped in the fol low-
up pe ri od and tre at ment was ini ti a ted im me di a tely
fol lo wing his to pat ho lo gi cal di ag no sis. De ter mi na -
ti on of pro te i nu ri a is re gar ded as co in ci den tally be-
ca u se she was asym pto ma tic. Ho we ver, early
di ag no sis and tre at ment might pre vent re nal fa i lu -
re du e to FSGS in our pa ti ent.

In conc lu si on, we be li e ve that HI might be a
hall mark of a wi de ran ge of con co mi tant al te ra ti on
of the dif fe rent or gan systems. The re fo re, the pa ti -
ents of HI sho uld be fol lo wed mo re ca re fully in
terms of ot her or gan de fects which may de ve lop
less fre qu ently.
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