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Congenital Autosomal recessive ichthyosis is a heterogenous group of disorders that are present at birth with generalized involvement of skin 
and lack of other organ systems. This case report presents involvement of respiratory system and its management with outcome in a rather 
uncommon presentation of lamellar icthyosis. 
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Introduction 

 
Lamellar ichthyosis is a severe form of icthyosis. Mostly it 
is autosomal recessive. Its incidence is less than 1 in 3 
lakhs.[1] Other types of icthyosis are Icthyosis vulgaris, 
Epidermolytic hyperkeratosis, Congenital  ecthyosiform 
eryhtroderma,Sjogren Larsson syndrome, Rud’s syndrome, 
Refsum,s disease, Icthyosis linearis circumflexa etc. All 
types of icthyosis presents from or shortly after birth. 
Diagnosis of lamellar ichthyosis is based on the history of 
collodion membrane at birth which is shed soon after birth. 
The characteristic appearance of scales especially on 
shins.[2] Lamellar ichthyosis evolves into large, quadrilateral, 
dark scales that are free at the edges and adherent at the 
center. Scaling is often pronounced and involves the entire 
body surface, including flexural surfaces. The face is often 
markedly involved, including ectropion and small, crumpled 
ears. The palms and soles are generally hyperkeratotic. The 
hair may be sparse and fine, but the teeth and mucosal 
surfaces are normal.[3]  The nails may be stippled, ridged and 
thickened with associated subungual hyperkeratosis. The 
condition is unremitting and persists throughout life. 
 
Case Report  

 
A 14 years old male patient reported in Department of 
Pediatrics, Rajendra Institute of Medical Sciences, Ranchi 
with complaint of difficulty in breathing since 7 days which 
was not associated with any history of fever or cough. 
Breathing difficulty was of sudden onset, slowly 
progressive, affected his daily activities, more in lying down 
position than sitting posture. There was no similar history of 
breathing difficulty in past.  Detailed history revealed 

presence of dry scaly skin all over body since birth. The 
dryness improves in winter and worsens in summers. There 
was history of decreased sweating with mild pruritis. The 
patient was born out of non-consanguinous marriage. His 
growth and development milestones were normal. Her 
parents and siblings are apparently healthy.  History was 
suggestive of colloidon membrane present and premature 
rupture of membrane was present. Earlier patient was 
diagnosed in July, 2012 with lamellar icthyosis at 
dermatology department, CMC Vellore. 
Investigations done at CMC Vellore showed --- 
Parathyroid hormone 249.9 pg/ml 
Serum  chloride 102 mmol/l, Serum sodium 134 mmol/l, 
Serum potassium 4.3 mmol/l, Serum bicarbonate 21 mmol/l 
Total bilirubin 0.5 mg%, direct bilirubin 0.2 % 
Total Protein 7.4 g%, total albumin 4.2% 
SGOT 17 U/L, SGPT 10 U/L, ALP 176 U/L 
Serum Creatinine 0.64mg% 
Total cholesterol 111 mg% , serum triglyceride86 mg%, 
HDL 33 %, LDL 60%  
Hb 10.4 gm%, total WBC 12,600/mm3 
N63%/L22%/E 10%/M 5%/ B 0% with no nucleated RBCs 
He did not report back to CMC Vellore for followup after 
taking isotretinion for 15 days only.  
Currently patient reported at our Hospital with respiratory 
distress present even at rest (orthpnoea) without tachycardia 
and chest was clear. There was absence of organomegaly. 
CNS was within normal limits. Oxygen saturation was 96 
percent at room air with no fever or lymphadenopathy. 
There was presence of dry skin with large scales all over 
body with minimal sparing of the perioral area. 
The scales were dark brown in colour, polygonal in shape, 
large in size, thick and adherent to skin prominently over 
shins. Palmoplantaer keratoderma was present. External 
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Histopathology shows marked hyperkeratosis, 
hypergranulosis and moderate acanthosis with prominent 
rete ridges. Mitotic figures in the epidermis are frequent. A 
mild perivascular infiltrate is noted in the upper dermis. 
The clinical features of lamellar icthyosis are typical & 
easily clinically identifiable. Interprofessional coordinated 
management of dermatologist, paediatrician, geneticist, 
opthamologist and physiotherapist play an important role in 
managing such cases. The management of a typical case is 
aimed at decreasing symptoms and include emollients 
(petrolatum, coconut oil, alpha hydroxyl acetic acid), 
Keratolytics containing salicylates with propylene glycol 
and local and systemic retinoids.[5] 
The present case is unique in having lamellar icthyosis with 
respiratory systemic involvement as evidenced by grade III 
obstruction of airways in Spirometry. Such case should be 
managed with focus on relieving respiratory symptoms with 
supportive treatment followed by regular monitoring of 
respiratory functions. Chest infections should be prevented 
with proper immunization and should be promptly managed 

with antibiotics if occurs.  Nutrional supplements especially 
vitamin A should be provided. Efforts should be made to 
prevent respiratory complications and respiratory failure 
leading to morbidity and mortality. 
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