
Ichthyoses belong to the group of genodermatoses,

characterized by hyperkeratosis and desquamation

of the epidermidis. Clinical manifestation is hetero-

geneous and depends on the type of the disease

(Miklaszewska and W¹sik 2000).

Harlequin foetus (OMIM#242500) is the most

severe form of congenital ichtyosis (Murphy-

Brown et al. 2004). The name of the disease de-

rives from the typical facial expression of a child’s

face and the triangular, diamond–shaped pattern

of hyperkeratosis. The mouth of a child is open

and similar to a clown’s smile (Au 2004).

This disorder is inherited as an autosomal re-

cessive trait. Dysfunction of the epidermis begins

prenatally. Several causative mutations have been

identified (Akiyama 2006). One of them is muta-

tion in ABCA12 causing defective lipid transport

that significantly affects the normal development

and function of the skin barrier (Hovnanian 2005).

The ABCA12 works as an epidermal keratinocyte

lipid transporter and transfers lipids from

the cytosol into lamellar granules and discharges

their content into the intracellular space, forming

lipid lamellae of the stratum corneum. This pro-

vides an effective skin barrier (Akiyama et al.

2005).

Neonates are often born prematurely, in serious

condition, with a low Apgar score. Clinical fea-

tures of the disease are present at birth. Skin is cov-

ered by a hyperkeratotic epidermis similar to

armour with scales. Deep erythematous fissures

with intensive rash and bloody secretions separate

the scales (Au 2004). Treatment may be successful

and is based on neonatal intensive care, skin treat-

ment and the administration of systemic retinoids

(Miklaszewska and W¹sik 2000). In general, intel-
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lectual development is thought to be normal.

In spite of better care and treatment, mortality is

still high and life expectancy is unknown.

The typical physical appearance, a histological

skin study and a positive family history may facili-

tate the diagnosis of the disease. Prenatal diagno-

sis is usually possible in high risk families and is

performed using fetal skin biopsy (Bongain et al.

2002). In other cases congenital ichthyosis is diag-

nosed after birth and it is based on clinical fea-

tures.

We describe a case of harlequin ichthyosis

with special attention paid to prenatal USG find-

ings. The course of pregnancy was further compli-

cated by gravidary diabetes mellitus type I and diet

was recommended. Previous pregnancies and la-

bours were uneventful and the children from

the 1st and the 2nd pregnancy were healthy. There

is no family history of the disease.

During the first USG scan in the 14th week

of the pregnancy with the proband, no abnormali-

ties were found. The next examination in the 25th

week revealed abnormal facial view of the fetus:

a flat profile, abnormal structures above the eyes,

which later proved to be ectropic, abnormal auri-

cles (Figure 1a, 1b). Ultrasonographic evaluation

of the brain, heart and abdomen revealed normal

structures. In the 26th week, cordocentesis was

performed. The karyotype was normal with a large

pericentromeric heterochromatin block in 1q

(polymorphism): 46,XY,1qh+. Parental karyo-

types were normal, the large pericentromeric

block in 1q was inherited by the fetus from

the mother. Three additional USG examinations

were performed in the 27th, 30th and 37th week

of gestation. Abnormalities previously described

were still present, the foetal growth rate was nor-

mal. There was no prenatal identification of harle-

quin ichthyosis.

The male child was born alive at the 37th week

of the third pregnancy, his birth weight was 2900g

and length 50 cm. The infant was born in a severe

condition, assessed at 2 points in the Apgar score

and required resuscitation. At admission to the in-

tensive care unit the child was placed in a humidi-

fied incubator. In the clinical examination

the typical features of harlequin ichthyosis were

stated: on the whole body thickened skin with

a number of fissures and rash, the face without

mimicry, nasal hypoplasia with eroded nasal alae,

small pinnae, eclabium and a fixed, open mouth,

severe ectropion. The hands and feet were swollen

by circumferential constriction. The fingers

and toes were ischaemic. Limb mobility was poor

or absent (Figure 1c).
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Figure 1a. Ultrasound examination in the 25th week

of pregnancy: flat profile, abnormal auricles

Figure 1b. Ultrasound examination in the 25th week

of pregnancy: flat profile, abnormal structures above

eyes, abnormal auricles

Figure 1c. The child with harlequin ichthyosis immediately

after birth



In the second hour of life an umbilical vein

catheter was inserted. Fluids were given intrave-

nously as partial parenteral nutrition and protec-

tion from dehydration.

During the next observations, the child was

suffering – for the whole stay he was supplied with

an intravenous continual infusion of morphine

(dose of 10 micrograms/kg/h). In the 1st day of life,

antibiotics were given (Unasyn and Gentamicin) on

account of a high risk of infections. The child was

fed milk formula and partial parenteral nutrition.

During the whole stay in the department, the

intensive care of skin was applied, especially in-

volving moisturising and greasing. Scaling of

the skin and bleeding from fissures was observed.

Sterile dressing with liquid paraffin was used.

The infant was bathed once daily with KMnO4

and moisture remedies. Ophthalmic lubricants

protected the conjunctivae.

At the 4th day of life, in severe condition,

the infant was transported to the Neonatal Pathol-

ogy Department of Institute-Monument Center for

Children Health (IP CZD) in Warsaw for further

treatment and diagnosis. During it is stay in IP

CZD (according to the parents’ information),

the infant had a number of general infections.

At the age of 6 months the child was at home, in

quite a good condition. Treatment is continued as

ambulatory care. Retinoid therapy is planned.

Harlequin ichthyosis, with an incidence

of about 1 in 300.000 births, is a rare and ex-

tremely severe form of congenital ichthyosis

(Bianca et al. 2003). This report points out diag-

nostic difficulties. Prenatal diagnosis is rather dif-

ficult because of non-specific signs in the USG

scan and rareness of this disorder. Delivery of the

child with congenital ichthyosis identifies

the family at risk and for subsequent pregnancies

prenatal diagnosis can be offered. Hyperkeratosis

is obvious in foetal skin biopsy and in amniotic

fluid. In other situations, the disease can be identi-

fied prenatally in the third trimester of pregnancy

through the classic facial features in the USG

examination or postnatally. In the neonate the di-

agnosis is obvious.

The survival rate of infants with this type ich-

thyosis, which up to recent times led to death

within a short period of time, is currently much

better. The evidence of this is the introduction

of the term “harlequin baby” which refers to chil-

dren a few months or years old who were born

with the features of the harlequin foetus. This is

the result of better neonatal care and using oral

retinoid therapy and antibiotics. The neonatal care

combines the treatment and care of skin, together

with intensive care of the child in severe condition.
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