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ABSTRACT 
 

Lipoid proteinosis is an autosomal recessive disorder and caused by the mutations of ECM1 
(extracellular matrix protein 1) gene on chromosome 1q21. It is an autosomal recessive disorder that 
results in deposition of hyaline material under the skin, connective tissue and mucous membranes. 
Hoarseness of voice occurs in infancy or early childhood. There is also thickening of the tongue and 
pharynx. In this case report, we present a case of 27 years old female who was presented first for  
emergency Lower Segment Caesarean section (LSCS) and after five months of first operation for  
cholecystectomy.  
This report is of interest for gynaecologists, anaesthesiologists and general surgeons regarding  
management of this rare entity patient.  
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INTRODUCTION 

Lipoid proteinosis also known as Urbach-Wiethe  

disease named on the name of Urbach and Wiethe, 

who first reported this rate disease in 19291. It is an 

autosomal recessive disorder that results in deposition 

of hyaline material under the skin, connective tissue 

and mucous membranes, resulting in formation of 

scars, papules and nodules over the skin; papules on 

eyelid margins and hoarseness of voice in infancy or 

early childhood2,3. There is also thickening of the 

tongue and pharynx. It has been found that mutation 

of ECM1 gene on chromosome 1q21 at D14985  

position is a cause of lipoid proteinosis4. 

CASE REPORT 

A 27 years female patient presented for emergency 

Lower Segment Caesarean section (LSCS) due to 

obstructed labour. She was having hoarseness of 

voice since infancy and typical skin lesions that  

developed at approximately seven years of age. In the 

following years, she had no history of seizures, visual 

disturbances, photosensitivity, or respiratory obstruc-

tion. She had bloated tongue with asymmetrical pearly 

white infiltrations.There were indiscriminate acneiform 

scars over the face and beaded papules on the  

thickened margins of the eyelids. There was no history 

of consanguinity. Patient although could hear but she 

had hearing aid at approximately 16 years of age.  

Patient didn’t inform anaesthetist about this rare  

disease though she was diagnosed at 7 years of age 

by Dermatologist. 

General Anaesthesia was given to patient and she 

had difficult intubation due to diffuse infiltration of 

pharynx and larynx. She was intubated with 5.5 mm 

cuffed endotracheal tube (ETT) although the exact 

size of ETT for patient was 7.0mm. Everything went 

uneventful but patient was unable to speak upto 2 

months after LSCS. She gradually started producing 

incoherent voices and complete return of speech was 

there by 3 months with hoarseness as such persisting. 

This case was operated on January 05, 2017. 

After 5 months:  June 02, 2017, patient diagnosed to 

have cholelithiasis and was referred by surgeon to 

Anaesthesiologist for pre-operative evaluation  

regarding the patient concern for type of anaesthesia. 

It was planned that open cholecystectomy be done 

under regional Anaesthesia due to the difficulty of air-

way and loss of phonation due to GA. Both of these 

procedures were done in Nishtar Hospital Multan.  

After Sterile skin preparation, inj. xylocaine 2 % 3 ml 

was locally infiltrated in skin. Using 27-gauge needle 

inj. bupivacaine 0.75% and injection buprenorphine 

100 microgram was given in L3–L4 interspace.  

Desired level was T6 and was achieved. Surgery went 

uneventful and she could speak after surgery.  

DISCUSSION 

Urbach-Weithe disease was first time described in 

1908 by Seibenmann and first case was reported in 

1929 by Urbach and Weithe, these authors used the 

name “Lipoid proteinosis” for this disease1,5.  

Historically it was a disease of European ancestry” but 
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now has spread worldwide. Up till now, about 300 or 

more cases have been reported worldwide6. 

Lipoid proteinosis is an autosomal recessive disorder 

and caused by the mutations of ECM1 (extracellular 

matrix protein 1) gene on chromosome 1q214. The 

basic function of this gene 1 is still unclear. This  

mutation results in deposition of hyaline like material 

(periodic acid-Schiff positive (PAS-positive) hyaline 

material) in skin, connective tissue and sometimes in 

internal organs, resulting in formation of plaques,  

papules or ulcerated lesions over the skin and mucous 

membranes7. 

There are no specific laboratory investigations to rule 

out lipoid proteinosis. On X-rays examination, we can 

see bilateral, para-cellular, constant calcifications2. On 

histological examination, we can see hyperkeratosis 

and asymmetrical acanthosis on epidermis8. Otolaryn-

geal manifestations of the disease were described by 

Savage et al. and they found that about two third of 

patients present with hoarseness of voice either at 

birth or in infancy period. Hoarseness of voice is the 

early and most common manifestation of laryngeal 

involvement in lipoid proteinosis. Sometimes  

thickening of the vocal cords and adjacent tissues is 

also seen. Many patients are unable to open full 

mouth and laryngoscopy is not possible9. In present 

case report there was also difficulty in opening the 

mouth and intubation was very difficult that why we 

used only 5.5 mm ETT for intubation. 

There is no specific treatment available for lipoid  

proteinosis. Kaya TI et al10, reported improvement in 

clinical and histological findings with D-penicillamine 

treatment. Some reports have suggested that  

Dimethyl Sulfoxide is effective for treating the  

symptoms of lipoid proteinosis11. A report suggested 

that Acitretin improves voice and laryngeal lesions12. A 

recent case report from Egypt has also confirmed the 

role of Acitretin in treatment of lipoid proteinosis and 

these authors successfully treated two children with 

diminution of all symptoms of the disease13. Surgical 

treatments with excision of the laryngeal lesions have 

been shown to be effective in improving the quality of 

life. In severe cases of lipoid proteinosis,  

tracheostomy can be done to save life1,2. All of these 

treatments can cure only a smaller portion of disease 

and no treatment is available to cure the disease in 

the whole body.  

CONCLUSION 

Patients having difficulty in opening of mouth and  

difficult intubation due to diffuse infiltration of pharynx 

and larynx should be evaluated for Lipoid Proteinosis. 

If significant evidence of the disease is found then 

general anesthesia should be avoided.  

Disclosure: Consent was taken from the patient for 

publication of this case report. 
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