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ABSTRACT: 

Harlequin foetus is an uncommon and severe form of congenital ichthyosis that is inherited as 

autosomal recessive which affects about one in every 3,00,000 live births. This ailment is 

fatal at birth. The skin is severely keratinized and horned, similar to that of an alligator as  HI 

has been associated to a mutation in the ABCA12 gene, genetic counselling and mutation 

screening of this gene should be considered. This is a case report of such a baby at birth 
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INTRODUCTION: 

Harlequin ichthyosis (HI) is a fatal condition, but in rare circumstances, individuals can live 

for months or even years. Characterised by thickened and scaly skin that covers the entire 

body. Other clinical symptoms of the HI include ectropion, lack of development of the 

external regions of the nose and ears, eclabium and open mouth, hypoplastic fingers, 

anonychia, and joint mobility limitation. Hypo/hyperthermia, dehydration, respiratory 

distress, hypoventilation, malnutrition, hypernatremia, seizure, and skin infection are all risks 

for babies with HI. It often leads to death due to neonatal complications such as fluid loss and 

septicaemia.(1). 
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CASE REPORT: 

A booked case of 20-year primi gravida with 37 weeks POG was admitted to our hospital Dr. 

PSIMS&RF with Complaints of leaking PV. She had regular antenatal visits and her 

antenatal period was uneventful.  Parenteral iron infusions were given at 30 weeks POG as 

she was intolerant to oral iron.On examination the presentation was breech, all her 

preoperative parameters were with in normallimits, soemergency cesarean section was done. 

During cesarean section baby presented as frank breech. There was difficulty in hooking the 

fingers in fetal groins to grasp the buttocks. Delivery was done by breech extraction. 

AnAlive, Male baby of 1.65kg covered with parchment like membrane was noted. Baby 

didnot cry immediately after birth with APGAR 4,6,7 at 1min,5min, 10min.On examination 

baby skin parchment like thick and leathery, both eyes not developed, external ears bilaterally 

absent.no orbital fissures/globe seen. External nares not visualized. Nasal apertures wereseen. 

Large mouth with prominent gumswere present. Contractures present in all 4 limbs. Toes and 

fingers not visualized.On Genitaliaexamination only penis present, scrotal sacs absent. Baby 

was kept in humidified environment with parenteral supplementation of fluids. Baby 

succumbed to death on day 2 of life 

 

  

 

BABY AT 0 hours of life     BABY ON DAY 2 OF LIFE 
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DISCUSSION: 

HI is an inherited autosomal recessive disorder that is  characterized by congenital epidermis 

abnormality(3,4). It affects males, females in equal numbers.Mutations in the ABCA12 gene 

have been reported in the majority of HI patient(4,5).This gene plays a major role in 

transporting lipids to cells that form the epidermis and the normal development of the 

skin(2).Babies with this disorder are born prematurely with thick, rigid skin that covers most 

of their bodies. The skin is divided into enormous diamond-shaped plates by deep cracks 

(fissures). There is limitation to movement of the arms and legs (2). Skin tightens around the 

eyes and mouth, pushing the eyelids and lips to turn inside out and display the red inner 

linings. It causes skin defects making it difficult for affected newborns to regulate their body 

temperature, control water loss, and fight infections. In the first few weeks of birth, they lose 

too much fluid (dehydration) and suffer life-threatening infections,they might have 

microcephaly, ectropion, and eclabium (4). External auditory meatus and nostrils appear 

rudimentary and immature(6). Due to limited chest expansion and physical abnormalities, 

people with HI experience respiratory failure. There would be a lot of temperature instability 

and illness. 

The first step in detecting the condition early would be a gathering family history, 

consanguinity, pre-natal diagnosis, the existence of additional skin problems in offspring (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(7,8). 

Features in anomaly or growth scans indicating HI are eversion of the eyelids (ectropion), 

eversion of lips (eclabium), short foot length, incurved toes, clenched fist, poor delineation of 

nostrils and polyhydramnios. Though ultrasonography can be useful in some cases, but it may 

not be applicable due to delayed phenotypic expression and the rarity of the disease .Skin 

biopsy at 24 weeks of gestation, especially among the families with a history of HI(3) and 

sequence analysis of BCA12 should be done first for the individuals with HI history(4).In the 

current case, almost all of these clinical characteristics were present. 

CONCLUSION: 

Harlequin icthyosis is a rare disorder ,most babies are born in parents with absolutely no risk 

factor making it difficult to diagnose in antenatal period by USG .Being vigilant during 

Ultrasonographic evaluation at each visit to detect the minor signs,persistent breech needs to 

be evaluated for anomalies mostly neurological, Never rely only on anomaly scan alone to 

rule out anomalies as few conditions were missed and have delayed presentation,diagnosing 

it would avoid the plight on the mother and attenders ,reduce the need for Cesarean section 

,as the new born have high mortality rates saving her future reproductive performance    

Harlequin babies must be taken to the newborn intensive care unit right away. As they 

have high mortality rate,majority of babies die within a few weeks after birth due to 

secondary problems like infection and dehydration. Obstetrician might face challenges during 

management of late gestations like malpositions, malpresentations, obstruction, labor 

dystocia. 
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Incidence of HI is not so common that its diagnosis cannot be done in routine 

screening protocols unless there is a positive family history or symptomatic previous child 

birth. If a case is suspected of HI then early screening with cell free fetal DNA and 

confirmation with Amniocentesis and CVS can be done if in delayed presentations serial 

ultrasound are needed for follow up. Its the choice of the obstetrician and the parents to opt 

for the mode of delivery after analysing the risk benefit ratio. 
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