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ABSTRACT

Epidermolysis bullosa simplex is a genetic condition that is typically characterized by an autosomal dominant mode of
transmission. There are various clinical subtypes of EBS, ranging from clinically moderate to very severe and even fatal, but in
each case, trauma-induced lysis of the epidermal basal layer is the main lesion that causes blistering. This case was first
discovered in 1981. Epidermolysis bullosa may present at any stage from birth to 2 years of age. The incidence is equal in both
males and females. The architecture of the large cytoplasmic network of filaments formed of keratins K5 and K14 that is normally
present in epidermal basal cells is frequently disrupted in the epidermis of EBS patients. In our case, the patient developed skin
lesions at  6 months by examining blisters and lesions all over the body, it may be caused due to either injury or friction. Early
diagnosis is important since these patients can have severe mucosal and systemic involvement with potentially life-threatening
consequences. Here, the treatment was given to relieve the patient’s symptoms. Standard diagnosis and treatment procedures were
not followed.
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INTRODUCTION

Epidermolysis bullosa simplex (EBS) is a series of genetic disorders that make the skin extremely brittle and prone to blistering.
One of the main types of epidermolysis bullosa is epidermolysis bullosa simplex (EBS)1.
Blistering lesions on the skin and mucous membranes are the hallmark of the genetic illnesses known as epidermolysis bullosa
(EB)2. These may appear anywhere on the body, but the feet and hands are most frequently affected because of friction and small
trauma3. Blisters may develop inside the body in extreme circumstances, such as on the stomach or the lining of the mouth.
The majority of epidermolysis bullosa types run in families. The disease typically manifests in early childhood or infancy. For
other people, signs and symptoms don't appear until puberty or the beginning of adulthood4.

Skin fragility in epidermolysis bullosa simplex (EBS) leads to non-scarring blisters and erosion brought on by moderate
mechanical damage. In some cases, this fragility also affects mucosal epithelia.
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TYPES

Epidermolysis bullosa (EB) is currently divided into two major categories and 17 smaller subtypes, all of which, at the
ultrastructural level, exhibit blistering above the dermal-epidermal junction. There are four EBS subtypes that are most prevalent:

● Localized EBS (EBS-loc; previously known as Weber-Cockayne type)
● generic intermediate, EBS (EBS-gen intermed; previously known as Koebner type)
● EBS-with splotchy pigment (EBS-MP)
● EBS, severe generalized (EBS-gen sev; previously known as Dowling-Meara type)5

CAUSES

Missense mutations in the keratins KRT5 and KRT14, which are mostly expressed in the epidermal basal layer, are typically the
root cause of EBS. The core alpha-helical region of most KRT5 and KRT14 mutations has been  disrupted, which compromises
the structure and functionality of the cell cytoskeleton and renders it incapable of accommodating even minute amounts of
mechanical stress. Failure of the keratin cytoskeleton leads to the fragility of the basal cell layer6.

PATHOPHYSIOLOGY

Since skin blisters in EBS-Migr exhibit characteristic belt-like erythema and migrate even in trauma-free skin, this raises the
possibility that inflammation may be involved. There are conflicting studies regarding whether the K14 Arg125Cys mutation,
which produces EBS-DM, increases TNF-secretion and human keratinocyte vulnerability to TNF-induced apoptosis. The
hallmark of EBS-DM is the development of cytoplasmic aggregates of mis-polymerized mutant keratin proteins, which may
exacerbate the effects of dominant-negative mutations. If the misfolded protein response cannot remove these aggregates, they
may overwhelm the cell's system for maintaining protein homeostasis. Cellular stress may result from this, which may alter the in
vivo phenotypes of the cells and tissues.7
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COMPLICATIONS

These blisters and lesions may lead to various complications such as anemia, constipation, dehydration, eye problems, hair loss,
infection, itch, motility problems, sores, nail loss, hardening and shortening of muscles, tendons, and other tissues8.

DIAGNOSIS

We may examine a skin biopsy using immunofluorescence microscopy and transmission electron microscopy, but these methods
may have limitations in the diagnosis of epidermolysis bullosa simplex (EBS). The diagnosis of EBS is established in a proband
by the identification of biallelic pathogenic variants in EXPH5 or TGM5 or heterozygous (or rarely biallelic) pathogenic variants
in or KRT14 by molecular genetic testing1.

TREATMENT

Treatment for EBS may involve wound care, pain management, preventing recent injuries, and watching out for other
complications. Other complications include anemia, oral problems, dehydration, constipation, dry skin, excess sweating, eye
problems, ear issues, malnutrition, infection, skin cancer, and many others.11 Limited success has been achieved in attempts to
restore the production of the normal proteins in affected patients via bone marrow transplantation, local fibroblast transplantation,
or including stem cells. Only through taking part in investigational research are such therapies available.12

CASE HISTORY

A six months old female baby with a weight of 5kgs was admitted to the hospital with chief complaints of cold, dry cough for 3
days associated with nasal discharge and congestion moderate on and off increased work of breathing associated with nasal flares,
subcostal reactions, and fever since 2 days insidious on set subsiding with medication. On examination, the child was dull and
irritable and had blisters and eveling lesions all over the body. On examination, the body temperature was 100, pulse rate was
112b/m; Rs: BAE+expiratory, wheeze +, subcostal retraction +, per abdomen soft, central nervous system - no abnormality was
noticed.

The patient had a chief complaint of painful raw areas over the body for three days. The patient was apparently asymptomatic
three days ago, after which she developed fluid-filled lesions over the body, which increased in size and ruptured to leave the raw
areas which heal with pigment. A history of similar complaints was present since birth. On examination multiple erosions were
present all over the body predominantly over the skull with erushing over a few lesions with mottler pigmentation over a few
nails, dystrophy positive with loss of hasle over two fingers, oral mucosa has few ulcerations, Sole has single erosion with crusing
positive this has seen in the right sole, Scalp, and palms were normal. Based on these observations, the physician confirmed she
was suffering from EBS. Generalized past medical history shows similar complaints.
Her Complete blood picture reports showed decreased hemoglobin levels, which were 6.8g/dl, WBC decreased to 19340
cells/cubic mm, platelets were found to be 4 lakhs/cubic mm, and RBC levels were 3.33*106. Her urea levels are 20.95 mg/dl,
creatine is 0.28 mg/dl, ALT is 18.6U//L, AST is 31.1U/L, Alkaline phosphatase is decreased to 134.2U/L, Albumin is 2.74g/dl,
total protein is 6.85g/dl, total bilirubin is 01.4 mg/dl, globulin is 4.11g/dl, blood urea nitrogen is 9.8 and electrolytes were normal.
Treatment on the day of admission when she had chief complaints of fever, cold, and cough, the physician prescribed medications
like IVF ½ DNS@ 20ml/hr, Oxygen inhalation @2 liters/hr, Injection paracetamol 5ml IV QID, Nasoclear saline drops 2 drops
QID, Syrup Ambroxyl 2.5ml PO TID, Nebuliser with 3% normal saline 2cc at 6 hourly and monitored the vitals. On day 2 the
same treatment was continued but added a few medications like Liquid paraffin for dry areas, Fusidic cream over erosion. On day
3 the patient has chief complaints of loose stools of 8 episodes, the same treatment was continued for loose stools. The physician
prescribed injection of Amoxiclav 250 mg, IV BD, ORS Sachet mix in 1 liter of water, Syrup zinc 2.5ml PO OD, Sporolac ½
sachet mix in 1 liter water for 2 times. The same treatment was continued for 3 days and on day 6 they added the medication
Tonoferon drops 1ml PO BD, and this medication is stopped from the next day. From day -7 to till discharge, the same treatment
was continued.

DISCUSSION:
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Epidermolysis bullosa is a rare group of inherited connective tissue diseases, characterized by multiple blisters which affect the
skin and mucous membrane. This case was first discovered in 1981. Epidermolysis bullosa may present at any stage from birth to
2 years of age. The incidence is equal in both males and females. EB is characterized by blisters lesions involving the skin and
mucous membrane and these blisters most commonly appear at the site of friction and minor trauma such as feet and hands but
may appear in any other part of the body involving internal organs such as the esophagus, stomach and respiratory tract. In our
case a patient developed skin lesions at  6 months by examining blisters and lesions all over the body; it may be caused due to
either injury or friction. These lesions involved different parts of the body like nails, fingers, palms, feet, and skull, similarly,
these symptoms were observed in our case. For these blisters, ointment fusidic cream for erosion, and liquid paraffin were used
for dry areas. In this case, we highlight that pneumonia infections can also present with blistering skin lesions in children. While
pneumococcal infections have been reported to result in extrapulmonary manifestation in 25%-35% of cases, reports of bullous
skin lesions are rare. While skin and mucous manifestations are one of the most common extrapulmonary features of pneumonia,
the majority of lesions are exanthematous and non-bullous in nature.10 In this case the patient also had cough, cold and nasal
discomfort, upon these symptoms physician diagnosed this case as bronchopneumonia, and they prescribed some medications like
Oxygen inhalation @2liters/hr, Injection Amoxiclav 250 mg IV, BD, Nasoclear saline drops 2 drops QID, Nebulizer 3% normal
saline 2cc QID, Syrup Ambroxol 3ml PO TID. In our case, standard diagnostic procedures were not followed. Here the treatment
was given for relieving the patient's symptoms. It was not the standard treatment for EBS.

CONCLUSION:

Epidermolysis bullosa is a rare disease, and respiratory tract infections most commonly occur. Early diagnosis is important since
these patients can have severe mucosal and systemic involvement with potentially life-threatening consequences. So, early
detection may help the physician to know the cause and can treat the patient effectively, and can provide better care to the patient.

Abbreviations:
LRTI-lower respiratory tract infection.
EBS- Epidermolysis bullosa simplex.
KRT- keratin
EBS-DM: Epidermolysis bullosa simplex Dowling-Meara type
EXPH5: Exophilin gene 5
TGM5: transglutaminase gene 5

REFERENCES

1. Epidermolysis bullosa simplex - About the Disease - Genetic and Rare Diseases Information Center National institute of
Health
1. Jane Widdowson et al, DEBRA New Zealand, February 2016. Epidermolysis bullosa simplex
2. Epidermolysis bullosa simplex: MedlinePlus Genetics
3. Epidermolysis bullosa - Symptoms and causes - Mayo Clinic
4. Ellen G Pfendner, Anna L Bruckner Margaret P Adam, Ghayda M Mirzaa, Roberta A Pagon, Stephanie E Wallace, Lora JH

Bean, Karen W Gripp, Anne Amemiya. Epidermolysis Bullosa Simplex
5. Department of Dermatology, Tel Aviv Sourasky Medical Center, 6 Weizmann Street, Tel Aviv 64239, Israel. Epidermolysis

Bullosa Simplex
6. Pierre A. Coulombe,1,2,3 Michelle L. Kerns,2 and Elaine Fuchs4,5 Epidermolysis bullosa simplex: a paradigm for disorders

of tissue fragility
7. Epidermolysis bullosa: Signs and symptoms (aad.org)
8. Amal Faisal Al Abdulla, Mohamaed Hassan Bella, Shilpa Prabhu. A Rare case of epidermolysis bullosa with sudden airway

obstruction. International journal of clinical peadiatrics 2016; vol5(1): 9-12.
9. Sentil Velan Bhoopalan etal. Bullous skin manifestation of mycoplasma pneumonia infection: A Case series. Journal of

investigative medicine high impact case reports.2017; 1-4.
11. Epidermolysis bullosa simplex- diagnosis and treatment - American Acdemy of Dermatological Association
12. Epidermolysis Bullosa (EB) Medical Author: Gary W. Cole, MD, FAAD Medical Editor: William C. Shiel Jr., MD, FACP,

FACR

IJCSP22C1105 International Journal of Current Science (IJCSPUB) www.ijcspub.org 876

https://rarediseases.info.nih.gov/diseases/10752/epidermolysis-bullosa-simplex
https://dermnetnz.org/topics/epidermolysis-bullosa-simplex
https://pubmed.ncbi.nlm.nih.gov/?term=Pfendner+EG&cauthor_id=20301543
https://pubmed.ncbi.nlm.nih.gov/?term=Bruckner+AL&cauthor_id=20301543
https://pubmed.ncbi.nlm.nih.gov/?term=Mirzaa+GM%5BEditor%5D
https://pubmed.ncbi.nlm.nih.gov/?term=Pagon+RA%5BEditor%5D
https://pubmed.ncbi.nlm.nih.gov/?term=Wallace+SE%5BEditor%5D
https://pubmed.ncbi.nlm.nih.gov/?term=Bean+LJH%5BEditor%5D
https://pubmed.ncbi.nlm.nih.gov/?term=Bean+LJH%5BEditor%5D
https://pubmed.ncbi.nlm.nih.gov/?term=Gripp+KW%5BEditor%5D
https://pubmed.ncbi.nlm.nih.gov/?term=Amemiya+A%5BEditor%5D
https://pubmed.ncbi.nlm.nih.gov/20301543/
https://www.sciencedirect.com/science/article/abs/pii/S0733863509000771?via%3Dihub
https://www.sciencedirect.com/science/article/abs/pii/S0733863509000771?via%3Dihub
http://www.ijcrt.org

