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Abstract
Harlequin fetus is a rare and the most severe genetic form of the congenital ichthyosis with an autosomal recessive inheritance.
Incidence of the disease is nearly 1 in 3,00,000 live births. The disease might be lethal at birth and the affected babies are often
premature. Harlequin ichthyosis [HI] is marked by severe keratinized and alligator-like horned skin. The present study reports
a new case of harlequin fetus born to the consanguineous parents. He had the typical skin manifestations of thick armour like
scales with fissures, complete ectropion and eclabium, atrophic and crumpled ears and swollen extremities. Supportive treatment was given but the neonate died on the 7th day. Adds to the collective knowledge of this rare skin disorder. HI has been
linked to mutation in the ABCA12 gene; which cause a deficiency of the epidermal lipid transporter, resulting in hyperkeratosis and abnormal barrier function. Therefore, genetic counseling and mutation screening of this gene should be considered.
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Introduction

Case Report

Harlequin ichthyosis [HI] is a lethal disease [1, 2], but victims in
very rare cases may survive for several months or years [3]. HI appears with severe thickened and scaly skin on the entire body. In
addition, ectropion, lack of development of the external parts of
the nose and ears, eclabium and open mouth, hypoplastic fingers,
anonychia and mobility limitation of the joints are some other
clinical features of the HI [2, 4, 5]. Patients are usually born prematurely and do not have any brain or internal organ abnormalities. If patients survive the neonatal period, they continue with
a persistent ichthyosis form erythroderma for life. They are at
high risk for hypo/hyperthermia, dehydration, respiratory distress, hypoventilation, malnutrition, hypernatremia, seizure, and
skin infection [2, 6]. HI is associated with preterm birth and often
leads to death due to neonatal complications such as fluid loss and
septicemia [3].

We report a new born with harlequin ichtyosis [HI] a product of
consanguineous union. The maternal age was 35 years and paternal age was 40 years. Gestational age was 37 weeks of gestation
based on both the first day of the last menstrual period and ultrasound. No remarkable complication was noted in the last ultrasound examination at 28 weeks of pregnancy. A female baby
with HI was born via normal spontaneous vaginal delivery, This
baby born at was weighing 3000 grams at birth. She was a eldest daughter and she died 7 days after birth. Clinical examination
showed the typical features of HI with the presence of plaques
thick armour like scales with fissures, complete ectropion, atrophic and crumpled ears and swollen extremities. The limbs remained
in rigid semi-flexion (Figure 1, 2).

We a new case of HI, who was a condidat treatment with isotretinoin but unfortunately died before starting treatment on day 7
of life.

HI is an extremely severe congenital form of ichthyosis that characterized by congenital epidermis abnormality [4, 5]. Mutations
in the ABCA12 gene (Adenosine-triphosphate-Binding Cassette
A12) have been reported in the majority of HI patients [4, 6].

Discussion
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Figure 1,2. Harlequin Ichthyosis.

Figure 1

This gene plays a major role in transporting lipids to cells that
form the epidermis and the normal development of the skin [2].
HI is a rare disorder with the incidence of 1:300,000 births and
more than 100 cases have been reported in the literature [1, 11,
12]. Most cases of HI have been recognized as having autosomal
recessive inheritance although a dominant form may exist and
sporadic cases occur frequently [12, 13] At birth, infants are covered with hard hyperkeratonic armor, composed of large, thick,
yellowish brown, and very sticky plates [6, 7]. After birth, deep
red fissures occur on these hard and inflexible plates that extend
to the dermis, resulting in a joker-like skin. Infants with HI might
have microcephaly, ectropion, and eclabium [4]. External auditory meatus and nostrils appear rudimentary and immature [8].
In addition, patients with HI have respiratory failure as a result
of restricted chest expansion and skeletal deformities. Feeding
problems may result in low blood sugar, dehydration, and kidney
failure. In addition, temperature instability and infection would be
common [4, 6]. Almost all these clinical features were observed in
the current case he is probably has an autosomal recessive pattern
given the fact that his parents showed consanguinity.
Prenatal diagnosis would be the first step for early detection of
the disease. Therefore, obtaining the family history, consanguinity between the parents, and the presence of other skin disorders in offspring would be very helpful for early diagnosis of the
disease [4]. Microscopic examination of the amniotic fluid cells
and ultrasound for assessment of the shape of fetal mouth at 17
weeks of pregnancy might be useful for the early detection [9,
10]. Prenatal diagnosis can also be feasible using skin biopsy at 24
weeks of pregnancy, especially among the families with a history
of HI. Although ultrasonography can be useful in some cases but
it might not be applicable due to delayed phenotypic expression
and the rarity of the disease [3]. Furthermore, sequence analysis
of ABCA12 should be done first for the individuals with HI history [4].
Management of the neonate with HI includes the use of a humidified incubator, temperature regulation, nutrition replacement,
pain control, and monitoring for infections [2]. Emollients should
be applied liberally to the skin and bathing and soaking can reduce
the risk of skin infection and promote shedding of the thickened
skin. Eye care is critical and at least artificial tears should be initiated. If patients have contractures, surgical treatment may be necessary to prevent necrosis and gangrene formation of the distal

Figure 2

fingers [2, 3]. Early systemic retinoid therapy (the majority starting
treatment within the first week of life) leads to an increased survival rate (83%) compared to the survival rate without retinoid use
[24%] [14] our case was died before starting isotretinoin.

Conclusion
Knowledge of the pathogenetic mechanisms is significant for
the precise diagnosis, treatment, genetic counselling and prenatal
diagnosis. In addition, genetic counseling and molecular investigation of the ABCA12 gene should be considered, especially in
families with a consanguinity marriage.
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