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A 22-year-old male, born of non-consanguineous marriage presented to us with hoarseness of 
voice with multiple papules over both eyelids since childhood. The eyelid lesions began as skin 
coloured tiny asymptomatic swellings, progressing to a beading all along the margins of the 
eye lashes. Dermatological examination revealed multiple, skin coloured, linearly arranged, 
closely aggregated 1–2 mm sized papules predominantly along the eyelid margins (moniliform 
blepharosis) [Figure  1a]. There were round to linear atrophic scars over the face. Oral 
examination showed a coarse, thickened and scarred mucosa of the palate, uvula and buccal 
mucosa [Figure 1b]. Genetic analysis confirmed a homozygous non-sense mutation in exon 
3 of the extracellular matrix protein 1 (ECM1) gene (c.157 C>T). Based on the clinical and 
genetic testing, the patient was diagnosed as a case of lipoid proteinosis (LP). He was started 
on tab acitretin at a dose of 25  mg/day. Three months after the initiation of therapy, there was 
some regression and softening of lesions on the eyelids but no improvement in the hoarseness 
of voice. 

Lipoid proteinosis (LP) is a rare autosomal recessive genodermatosis characterized by deposition 
of Periodic Acid-Schiff (PAS)-positive hyaline material in skin, mucosa, and other tissues.[1] It 
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Figure  1: (a) There is involvement of eyelids in form of multiple, 
skin coloured, linearly arranged, closely aggregated 1–2 mm sized 
papules (moniliform blepharosis). The face also shows atrophic 
scars. (b) Oral examination shows a coarse, thickened and scarred 
mucosa of the palate and uvula.
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is caused by loss-of-function mutation in the ECM1 gene 
coding extracellular matrix protein 1.[2] The eyelids and 
mucosae are mainly affected with beading and scarring 
respectively. The mucosal disease also affects the vocal cords 
which causes hoarseness of voice at an early age. Moniliform 
blepharosis is pathognomic of LP.
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