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ABSTRACT 

A series of hereditary illnesses known as epidermolysis bullosa (EB) are characterised by 

deteriorated dermo-epidermal integrity, blistering, and skin erosions caused by gene COL7A1 

mutations. EBD-causing mutations can either be recessive or dominant. Mutations of type 

VII collagen, the main component of the anchoring fibrils, have been reported in recessive 

variants of epidermolysis bullosa dystrophica. mucous membranes following minor injury. In 

decreasing order of occurrence, EBD is distinguished by flat, pink, scar-producing bullae on 

the ankles, knees, hands, elbows, and feet. Only a few case reports of EBD have been 

documented in the literature. In this case report, the use of a symptoms healing treatment was 

evaluated in a 56 year old male patient. These disease relatively accounting as a rare 

disorders (incidence:1/50000 live births to 1/500000 live births).There is currently no 

effective treatment available; instead, operations are used to manage side effects and 

symptomatic relief. 

Keywords: Epidermolysis bullosa dystrophica, Skin lesion, Erosions, Hyperpigmentation, 
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INTRODUCTION: 

EBD is a heterogenous is an inherited 

disease characterized by blister formation 

and erosions with hyperpigmentation all 

over the skin and mucous membrane.  The 

signs and symptoms of dystrophic 

epidermolysis bullosa vary widely among 

Received 26th July 2022; Revised 19th Sept. 2022; Accepted 11th Jan. 2023; Available online 1st Sept. 2023 



Chaniyara H et al                                                                                                                                          Case Report
 

 
4216 

IJBPAS, September, 2023, 12(9) 

affected individuals. Currently EB is 

classified into four major types according 

to the location of the lesions: epidermolysis 

bullosa simplex in the epidermis, junctional 

EB within lamina lucida of the skin base 

membrane, dystrophic EB in the uppermost 

dermis, and Klinder syndrome in multiple 

layers of the skin [1]. A Uncommon 

hereditary skin condition called 

EPIDERMOLYSIS BULLOSA 

DYSTROPHICA (EBD) is brought on by 

mutations in the gene COL7A1, which 

codes for collagen type VII. Clinical signs 

of COL7A1 mutation include nail 

dystrophy, minor localised blistering, and 

extensive skin blistering [2]. Mutations in 

the COL7A1 gene, which is found in the 

short arm of the third chromosome and 

codes for a chain of VII type collagen, a 

component of the anchoring fibrils at the 

dermal-epidermal junction, are the primary 

cause of epidermolysis bullosa dystrophica. 

Scar tissue after wound healing is 

frequently visible since the lesion lies 

below the cutaneous basement membrane 

[3]. 

EBD subdivided into mainly other two type 

dominant dystrophic epidermolysis bullosa 

(DDEB)and recessive dystrophic 

epidermolysis bullosa (RDEB) which also 

known as the "Cockayne-Touraine 

disease”and "Hallopeau–Siemens disease 

The current course of treatment for 

recessive dystrophic epidermolysis bullosa 

includes supportive care for the skin and 

other organ systems, including wound 

management, infection support for chronic 

wounds, surgical management as necessary, 

nutritional support, and preventative 

screening for squamous cell carcinoma. In 

the literature, there have been 21 recorded 

cases; we are adding additional cases and 

providing more background on one of those 

cases. 

Case Report: 

56 year of male patient reported complaint 

of the skin lesion over B/L lower limb, 

upper limb, since last one month he also 

present with multiple designed erosions 

over chest, neck, back. Clinical 

examination revealed on elaboration of 

origin, duration and progression patient was 

relatively alright before one month then 

patient begin to developed skin lesions 

characterized by thickening of skin, later 

increasing in a size in over a limb F/B 

peeling of skin over upper and lower limb 

seeing behind raw areas that showed later 

tendency to heal. B/L upper limb and lower 

limb lesion developed bleeding point.as per 

the cutaneous examination showing 

erosions with hyperpigmented rim present 

in all over neck, chest, B/L LL, B/L UL, 

back, buttocks. Development of itching of 

these lesion has mild to moderate and 

informetent. By increasing severity in night 

these lesion were associated with mild to 

moderate pain. The patient was diagnosed 
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with epidermolysis bullosa dystrophica. 

inversa due to his clinical and histological 

findings, absence of specific immune 

accumulation. He had no any family history 

with similar compalaints.his past medical 

history showed similar complaint of B/L 

upper and lower limb skin lesion developed 

severe bleeding with untolerable pain. due 

to blood loss PCV blood transfusion was 

done. His finger and toenails were absent. 

EBD (epidermolysis bullosa dystrophica) is 

incurable and the treatment is palliative and 

non-specific. PRP (platlate rich plasma) 

two sitting has been done using injection of 

patient on plasma at the injuries site of the 

skin lesion. Symptomatic treatment of 

intertriginous lesons included local 

application of 0.01% betamethasone cream 

and white soft paraffin which can be 

reliefable. Oral treatment was started with 

capsule thalidomide 100 mg BD and tab 

prednisolone 5mg with milk in the 

morning. 

 

 
Figure 1: Skin lesions on foot 

  
DISCUSSION: 

We are present the case of patient with 

EBD characterized by blister formation and 

erosions with hyperpigmentesion all over 

the skin and mucous 

membrane.  Dystrophic epidermolysis 

bullosa which was identified by Gedde and 

Dahl for the first time in 1971 [4]. This 

group is classified in to four types of EB: 

EB simplex, junctional EB, DEB, and 

Klinder syndrome. The gene COL7A1, 

which codes for 𝛼 chain of VII type 

collagen, a component of the anchoring 

fibrils at the dermal-epidermal junction, 

and is situated in the short arm of the third 

chromosome, is the primary genetic cause 

of EBD-epidermolysis bullosa dystrophica. 

While junctional and dystrophic varieties of 

epidermolysis bullosa can present with 

severe forms with multiorgan involvement, 

the illness often manifests in milder forms 

in epidermolysis bullosa simplex [5-6]. 
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EBD further subdivided in mainy two type 

Dominant dystrophic epidermolysis 

bullosa (DDEB)Also known as "Cockayne-

Touraine disease", this variant is 

characterized by vesicles and bulle on the 

extensor surfaces of the extremities and 

Recessive dystrophic epidermolysis 

bullosa (RDEB) [7]. Also known as 

"Hallopeau–Siemens variant of 

epidermolysis bullosa" and "Hallopeau–

Siemens disease", this variant results from 

mutations in the gene encoding type VII 

collagen, COL7A1, characterized by 

debilitating oral lesions that produce pain, 

scarring, and microstomia [8]. In 

comparison to other EB forms, Dominant 

Dystrophic Epidermolysis Bullosa (DDEB) 

exhibits less expression of type VII 

collagen. In RDEB, blistering can start 

spontaneously and develop soon after 

delivery. The most common areas affected 

include the eyes, teeth, mouth, and 

oesophagus, as well as skin blistering [9]. 

The RDEB HS subtype has the highest risk 

(26%). As was already established, there is 

currently no effective treatment or cure for 

EB. However, over the past ten years, 

enormous strides have been made in the 

development of novel treatments, including 

gene therapy, protein replacement therapy, 

cell therapies, the culture of revertant 

mosaic keratinocytes, gene engineering, 

and the use of inducible pluripotent stem 

cells in clinical settings [10-11]. Different 

phenotypes of hereditary EBD exist 

depending on which layer of the skin is 

affected by the pathological process. It is 

significant to determine the site of the 

mutation since, even for the same type of 

EBD, the clinical characteristics might 

range widely. This makes it possible to 

predict how the disease will progress and 

carry out sensible precautions before 

problems are identify. 

CONCLUSION:  

EBD causes depend on which genes are 

involved in the process .there is no any 

particular cure available for EBD.however 

certain therapy such as protein replacement 

therapy,gene therapy ,cell therapy has been 

developed for symptomatic treatment. 

CONFLICT OF INTEREST: 

The author declares no conflict of interest. 

REFERENCES: 

[1] Fine JD, Bruckner-Tuderman L, 

Eady RA, et al . Inherited 

epidermolysis bullosa: updated 

recommendations on diagnosis and 

classification. J Am Acad Dermatol 

2014; 70: 1103-26 

[2] Leverkus M, Ambach A, Hoefeld-

Fegeler M, Kohlhase J, Schmidt E, 

Schumann H, Has C, Gollnick H. 

Late-onset inversa recessive 

dystrophic epidermolysis bullosa 

caused by glycine substitutions in 

collagen type VII. The British 



Chaniyara H et al                                                                                                                                          Case Report
 

 
4219 

IJBPAS, September, 2023, 12(9) 

Journal of Dermatology. 

2011;164(5):1104-6. 

[3] Fine JD. Inherited epidermolysis 

bullosa: past, present, and future. 

Ann N Y Acad Sci 2010; 1194: 

213-22. 

[4] Van den Akker PC, Mellerio JE, 

Martinez AE, Liu L, Meijer R, 

Dopping-Hepenstal PJ, Van Essen 

AJ, Scheffer H, Hofstra RM, 

McGrath JA, Jonkman MF. The 

inversa type of recessive dystrophic 

epidermolysis bullosa is caused by 

specific arginine and glycine 

substitutions in type VII collagen. 

Journal of medical genetics. 

2011;48(3):160-7. 

[5] Fine JD, Eady RA, Bauer EA, 

Bauer JW, Bruckner-Tuderman L, 

Heagerty A, Hintner H, Hovnanian 

A, Jonkman MF, Leigh I, McGrath 

JA. The classification of inherited 

epidermolysis bullosa (EB): Report 

of the Third International 

Consensus Meeting on Diagnosis 

and Classification of EB. Journal of 

the American Academy of 

Dermatology. 2008;58(6):931-50. 

[6] Prasanna R, Subash S. A Newborn 

with Epidermolysis Bullosa. 

International Journal of Scientific 

and Research Publications. 

2015;1:384. 

[7] Freedberg, Irwin M.; Eisen, Arthur 

Z.; Wolff, Klauss; Austen, K. 

Frank; Goldsmith, Lowell A.; Katz, 

Stephen I., eds.  Fitzpatrick's 

Dermatology in General 

Medicine (6th ed.). McGraw-Hill. 

2003 

[8]Rapini Ronald P, Bolognia Jean L, 

Jorizzo Joseph L. Dermatology: 2-

Volume Set. St. Louis: Mosby. 

2007;247. 

[9] Frew JW, Martin LK, Nijsten T, 

Murrell DF. Quality of life 

evaluation in epidermolysis bullosa 

(EB) through the development of 

the QOLEB questionnaire: an EB-

specific quality of life instrument. 

Br J Dermatol 2009; 161: 1323-

30     

[10] Hsu CK, Wang SP, Lee JY, 

McGrath JA. Treatment of 

hereditary epidermolysis bullosa: 

updates and future prospects. 

American journal of clinical 

dermatology. 2014;15(1):1-6 

[11] Tolar J, McGrath JA, Xia L, Riddle 

MJ, Lees CJ, Eide C, Keene DR, 

Liu L, Osborn MJ, Lund TC, Blazar 

BR. Patient-specific naturally gene-

reverted induced pluripotent stem 

cells in recessive dystrophic 

epidermolysis bullosa. Journal of 

Investigative Dermatology. 

2014;134(5):1246-54. 


