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A newborn with peeling skin
This	baby’s	cellophane-like	skin	and	the	mother’s	obstetric	
history	left	little	doubt	of	the	diagnosis.	
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E D I t o R

Richard p. Usatine, MD
University of Texas Health  
Science Center at San Antonioo ur patient, a Hispanic baby boy, 

was born at 37 weeks’ gestation 
after induction of labor. He was 

delivered vaginally without complication. 
The newborn’s Apgar scores were 8 and 9, 
and he weighed 2.24 kg. 

The child was born with cracked 
and peeling skin on his face, chest, 
hands, and feet. The skin on his face 
and chest had a taut, cellophane-like 
appearance. He had fine stubble on 
his scalp and no eyebrows or eyelashes  
(FIGURE 1A And 1B). 

The mother’s medical history and 
serology were unremarkable. Her prior 
obstetric history included a female in-
fant who had died at 3 months of age of 
pneumonia, a skin infection, and dehy-
dration. The mother indicated that the 
deceased child had “fish scale disease.”

z What is your diagnosis?

z  How would you manage 
this condition?
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figure 1

The	newborn	had	a	collodion	membrane	on	his	face,	fine	stubble	on	his	scalp,	and	no	eyebrows	or	eyelashes	(A).	he	also	had	cracked	and	peeling	skin	(B).

Cracked skin, absence of eyebrows and eyelashes
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z  diagnosis:  
Congenital ichthyosis

Our patient had the congenital form of 
ichthyosis—a disorder that is sometimes 
referred to as fish scale disease. Congeni-
tal ichthyosis is a phenotypic expression 
of several different genotypes, and pre-
sents with varying degrees of severity. It 
is fairly common, occurring in 1 in 250 to 
300 people.1,2 An extremely rare acquired 
form of ichthyosis may appear in adults, 
usually as a result of systemic disease or a 
medication reaction. 

The diagnosis of congenital ichthyo-
sis is made based on skin findings. Skin 
biopsy and genetic testing are typically 
not necessary for diagnosis. 

Congenital ichthyosis is suspected 
in newborns who are either collodion 
babies (as was our patient) or who have 
harlequin ichthyosis.3 

collodion babies appear to be encased 
in a cellophane-like membrane at birth. 
The surface of the skin of the collodion 
baby usually appears taut and shiny. An 
absence of eyebrows, eyelashes, and scalp 
hair is common in these newborns; scar-
ring alopecia can occur.4 

The skin undergoes a variable de-
gree of cracking and fissuring. Affected 
newborns may demonstrate ectropion 
(everted eyelids), eclabium (mouth held 
open by taut skin), and contracture of 
the fingers and joints.4,5 Degree of skin 
involvement at birth does not necessarily 
correlate with later disease severity.6 

The collodion baby usually has 
a transglutaminase 1 gene mutation, 
which can cause either lamellar ich-
thyosis or congenital ichthyosiform 
erythroderma.7 (Absence of transglu-
taminase causes failed cross-linking of 
the proteins in the keratinocyte cellular 
envelope.)

harlequin ichthyosis is a severe and 
usually lethal form of congenital ichthyo-
sis, caused by a mutation in the ABCA12 
gene. The product of this gene acts as a 
lipid transporter in epidermal keratino-
cytes. It is crucial for the correct forma-
tion of intercellular lipid layers in the 

stratum corneum, and its absence causes 
defective lipid transport and a loss of the 
skin lipid barrier.8 

Affected infants have thick, armor-
like plates of skin with deep moist fis-
sures, along with severe ectropion and 
eclabium.4,5 Scaling and fissuring occur 
on the scalp, but hair is usually present.5

differential diagnosis includes 
scalded skin syndrome 
The differential for an infant with peeling 
skin includes staphylococcal scalded skin 
syndrome, physiologic desquamation, 
and infantile seborrheic dermatitis.

Staphylococcal scalded skin syndrome 
is a blistering skin disease induced by ex-
foliative toxins of Staphylococcus aureus. 
Toxins enter the skin, most often from 
the circulation, and disrupt intercellular 
linkages in the epidermis.9 Patients have 
generalized erythema, fever, and skin 
tenderness followed by the formation of 
large bullae, which rupture with slight 
pressure (Nikolsky sign). Rupture of 
these bullae results in extensive areas of 
denuded skin. These lesions do not scar 
because epidermal disruption occurs su-
perficially.10 There is no hair loss. 

Diagnosis is primarily clinical, but 
is supported by bacterial culture results. 
Sepsis can be a comorbid condition.

Physiologic desquamation is a com-
mon benign condition of full-term and 
post-date neonatal skin. Fine, diffuse 
scaling and peeling typically begin on the 
second day of life and last a few days. 
There is no hair loss or shiny membrane 
formation.11 

infantile seborrheic dermatitis, or 
“cradle cap,” is a common condition 
characterized by erythema and greasy 
white-to-yellowish scales on the scalp, 
forehead, eyebrows, cheeks, parana-
sal and nasolabial folds, retroauricular 
area, chest, and axillae.12 This condition 
usually develops in the first 3 to 4 weeks 
of life, but immunocompromised neo-
nates often have generalized scaling and 
desquamation at birth.13 While hair loss 
is not caused by the primary process, 

Infants born with 
congenital  
ichthyosis will 
require adequate 
pulmonary support, 
humidified  
incubators, fluid 
replacement, and 
wet compresses.
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aggressive scale removal during treat-
ment can cause secondary hair loss. The 
etiology is unknown, but some evidence 
points to an abnormal host response to 
the yeast Malassezia.12 

Management focuses  
on fluids and emollients
Management of congenital ichthyosis in-
volves adequate pulmonary support, as 
the scaling and/or plate formation may 
cause a restrictive ventilatory defect; the 
use of humidified incubators; fluid and 
electrolyte replacement; emollients and 
wet compresses to maintain skin mois-
ture and prevent further scaling or taut-
ness of the membrane; ophthalmologic 
consultation to manage ectropion; and 
the treatment of infection.4,5 Oral reti-
noids are used in select cases.14 

The prognosis varies with disease 
severity, but complications include in-
fection, temperature instability, and 
dehydration secondary to skin barrier 
dysfunction. Most collodion babies sur-
vive to adulthood while few, if any, ba-
bies affected with harlequin ichthyosis 
survive the neonatal period. Ongoing 
research in corrective gene transfer pro-
vides hope for future therapy.15 

Our patient required 
a humidified incubator
Following a consult with our hospital 
neonatologist, we closely monitored our 
patient’s volume status and electrolytes, 
placed him in a humidified incubator, and 
ensured that he was treated with emol-
lient creams. Our patient was also treated 
for neonatal jaundice. 

We obtained a consultation with a 
genetics counselor, who agreed with our 
diagnosis and ordered appropriate ge-
netic testing. The patient has since been 
lost to follow-up. n 
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To learn more 
about ichthyosis, 
go to the  
Foundation for  
Ichthyosis &  
Related Skin Types 
(FIRST) Web site at  
www.scalyskin.org. 

You’ve enjoyed reading Photo Rounds—and testing your diagnostic skills—each month.  
Now you can take the challenge every week with Photo Rounds Friday.

                 Test your diagnostic skills every Friday @ www.jfponline.com

Each Friday, we'll post a new photo with a brief description and challenge you to make the diagnosis.  
Check it out at www.jfponline.com.
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