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Harlequin ichthyosis is a severe and usually fatal congenital keratinization disorder. Although it has many
characteristic findings on prenatal ultrasound such as a wide gaping mouth, intrauterine growth retar-
dation, short limbs, joint contractures, edema of the hands and feet and cloudy amniotic fluid, most of
the time it is diagnosed at birth. In this case report we summarize a patient who delivered a baby with

Harlequin ichthyosis.
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Introduction

Harlequin ichthyosis (HI) is a severe and usually fatal con-
genital keratinization disorder with autosomal recessive inher-
itance. We report a case of HI, which remained undiagnosed
until 36 weeks’ gestational age and complicated with prema-
ture contractions and polihydramnios.

Case Report

32-year-old woman, gravida 3 and para 2 admitted to the
emergency unit of our hospital with complaints of back and
labor pains at 36th weeks of her pregnancy. She hospitalized
to the labor unit with the diagnosis of preterm labor and poli-
hydramniosis. There was no history of delivering malformed
baby in any other member of her family. There was no history
of consanguineous marriage. On examination her general con-
dition was stable and she was having mild uterine contrac-
tions. After she was accepted to the labor unit the patient ex-
amined vaginally by second year resident. He noted that the
cervix dilated 4 cm, effaced 60% but there was an abnormal-
ity of amniotic membranes. The patient was evaluated with
chief gynecologist and it was noted that there was abnormal
findigs on fetal head instead. On manual vaginal examination
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there were fissures and map like plates on fetal head skin.
Limited ultrasonographic examination (amniotic fluid index,
fetal biometry, fetal cardiac activity, fetal presentation, pla-
cental position was noted) was normal except polyhydramnio-
sis. Prepartum diagnosis of this condition could not be made.
Fetus was externally monitorised. At the 15" minute of NST
examination, late decelerations and abnormal vaginal bleeding
began. Patient was delivered with cessarian section and a baby
was born with harlequin ichtyosis. The female baby was born
alive at the 36" week of the mother’s third pregnancy, her birth
weight was 3000g and her length was 50 cm. Baby was
handed over to paediatrician. It was covered with thick, hard
armour like plates of cornifed skin separated by deep fissures
(figure 1). The infant had characteristic features typical for HI;
ectropion, eclabion, a distorted, flattened nose and low set
dysplastic ears (figure 2). There was flexion deformity of all
joints of the limbs (figure 3).

Figure 1: skin features of HI
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Figure 2: facial features of HI

Figure 3: flexion deformities

Discussion

Harlequin ichthyosis (HI) is a severe and usually fatal con-
genital keratinization disorder with autosomal recessive inher-
itance.! Mutations in the ABCA12 (ATP-binding cassette, sub-
family A (ABC1), member 12) gene cause harlequin
ichthyosis. The ABCA12 gene provides instructions for syn-
thesis of a protein that is essential for the normal development
of skin cells. This protein plays a major role in the transport of
fats (lipids) in the outermost layer of skin (the epidermis).>?
The principal signs suggestive of harlequin fetus are: absence
of typical ear morphology, atypical facial dysmorphism, large
open mouth, absence of typical nasal morphology, partitioned
cystic formations in front of the eyes, thick skin, minimal fetal
movement with stiff limbs in a semiflexed position, limb
anomalies with hypoplastic fingers and toes and short pha-
langes, clubfoot, shriveled hands that do not open, hypere-
chogenic amniotic fluid, and an absence of associated visceral
anomalies.

For more than 20 years, prenatal diagnosis of HI had been

performed by fetal skin biopsy and electron microscopic ob-
servation during the later stages of pregnancies at 19-23 weeks
estimated gestational age.>** Prenatal counsaltation of the par-
ents with effected child by an experienced ultrasonographer is
critical. As in our case most of the patients can not be diag-
nosed until birth and result is shocking both for the parents
and the care givers. Prenatal diagnosis of HI is very difficult
even for experienced centers. In our case, the patient was fol-
lowed with regular visits. She was directed to detailed ultra-
sonography at 20" week of gestation. Three additional USG
examinations were performed in the 24% 30" and 33™ weeks
of gestation. No abnormality was reported.

A wide gaping mouth, protruding tongue, intrauterine
growth retardation, short limbs, joint contractures, edema of
the hands and feet and cloudy amniotic fluid are characteristic
findings of HI on prenatal ultrasound.>® Three dimensional ul-
trasonography may give information about facial and skin fea-
tures asoociated with the condition. As in our case if the cervix
dilated enough skin features of the disease can be palpated but
this usually means that it is quite late for diagnosis. Even with
3D ultrasonography HI is very rare to remember
(OMIM#242500) and both ultrasonographers and obstetri-
cians may easily skip the diagnosis.

Prenatal diagnosis may also be important for transfer of
the patient to a center with better newborn care. Even in ex-
perienced new born units these babies’ outcome is poor. In this
case baby was stil alive after ten days but there were difficul-
ties about oral feeding (figure 4).

In conclusion we summurized this case to emphasize that
HI is a very rare disease which is hard to diagnose prenatally
even with regular prenatal visits and ultrasound examinations.

Figure 4: skin lesions after ten days

Harlequin Iktiyozis: Bir Olgu Sunumu

Harlequin iktiyozis ¢ok ciddi ve genellikle 6limctl seyreden bir
keratinizasyon bozuklugudur. Prenatal ultrasonografide genis



aclk agdiz, intrauterin gelisme geriligi, kisa kol ve bacaklar, ek-
lem kontrakturleri, el ve ayaklarda 6dem ve hiperekojen am-
niotik sivi gibi karakteristik bulgular olsa da gogu olgu dogum-
da tani alir. Bu olgu sunumunda harlequin iktiyozis hastasi be-
bek doguran bir hasta ele alinmistir.

Anahtar Kelimeler: Harlequin iktiyozis, Prenatal Tani
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