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Abstract

Background Epidermolysis bullosa (EB) is an inherited genodermatosis that results in

mucocutaneous fragility. There is a lack of data on the impact of this disease on parents.

There are no studies on the impact on siblings and few on healthcare professionals in

dealing with this devastating disease.

Methods A scoping review was performed using the Arksey and O’Malley and PRISMA-

ScR framework. Twenty-seven articles were reviewed, and a data-charting sheet was

formulated.

Results Parents make great sacrifices and are resilient in caring for their sick children but

are at risk of depression. Siblings play a vital role in caring for their siblings, but their

needs may be overlooked because the main focus is on the sibling with EB. Healthcare

professionals may suffer burnout and compassion fatigue in caring for patients and their

families with EB.

Conclusion Comprehensive care of the family and the awareness of the challenges

experienced by healthcare professionals is essential to the holistic care of a patient with

EB.

Introduction

Epidermolysis bullosa (EB) is a genodermatosis resulting in

mucocutaneous fragility classified as a rare disease, affecting

less than 1:2000 with an incidence and prevalence of 19.57 and

11.07 per 1 million live births, respectively.1,2 It is a heteroge-

neous group of disorders that are classified into four major

groups with over 30 subtypes: simplex, junctional, dystrophic,

and Kindler syndrome based on the defective protein at the der-

mal–epidermal junction. To date, 21 genes have been identified,

with over 1000 mutations noted.3

The clinical presentation and complications vary from very

limited vesicles or nail involvement to extensive disease result-

ing in skeletal deformity, systemic manifestations, and malig-

nancy. Life expectancy varies depending on the subtype.

The focus of research has been around diagnostics and ther-

apeutics with very little regarding the psychosocial well-being of

the patient, their caregivers, and family as a component of

holistic care. Both qualitative and quantitative studies have

investigated the quality of life of patients with EB and the bur-

den of care of parents/caregivers and families caring for a

patient with EB. Very few studies concentrate on the impact of

EB on healthcare professionals caring for these families, and

none evaluate the siblings of a child with EB.

In summary, EB is a rare genodermatosis, with a shortage of

studies focusing on the family and healthcare professionals car-

ing for these patients and their families. A better understanding

of the impact on and needs of those close to the patient is

essential for comprehensive care of the patient. Therefore, this

scoping review aims to highlight the impact of EB on parents,

siblings, and healthcare professionals caring for affected fami-

lies and to determine the needs of the family in the context of

EB.

Review question/objective

The objective of this scoping review is to review the global liter-

ature with regard to:
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1 The psychological impact on parents or caregivers caring for

children with EB

2 The impact of EB on the siblings of patients with EB

3 The impact on healthcare professionals (HCP) caring for

patients with EB

Methodology

The scoping review was performed using Arksey and

O’Malley4 and PRISMA-ScR framework.5 The studies included

in this study were peer-reviewed qualitative, quantitative,

mixed methods studies and a case report published between

1986 and 2020. Databases searched included PubMed;

EBSCO host including Academic Search Complete, APA

PsycArticles, APA PsycInfo, CINAHL, MEDLINE; Clinical Key;

Science Direct; and Web of Science. The inclusion criteria

were English full-text, peer-reviewed articles in humans,

focused globally, articles in a foreign language, and animal

studies were excluded.

Two reviewers, AC and CA, screened the articles found

independently between January 4, 2021, and January 27, 2021,

and the screening was verified by a third reviewer, DB. The last

search was exported into the EndNote reference manager.

A complete search strategy for the PUBMED database is

noted in Figure 1.

Boolean phrases with AND, OR, NOT, and parentheses were

used with the following terms: Epidermolysis bullosa, coping,

impact, the burden of disease, psychological, caregivers,

parents, family, siblings, healthcare professionals, nurses, and

doctors. A data-charting sheet was developed and included the

author, year, country of origin, study design, the aim of the

study, and key findings (Table 1).

Extracting and charting results

A total of 171 articles were identified, with 110 excluded as they

were not relevant to the topic, and 30 were duplicated, resulting

in 31 full-text articles being assessed for eligibility. Four further

articles were excluded as they were not in English, and two

could not be retrieved. Twenty-seven peer-reviewed articles

were included in the study, which included qualitative, quantita-

tive, mixed-methods studies, and a case report (Fig. 2).

Measuring tools for quality of LIFE and burden

of disease studies

Over the years, significant progress has been made in develop-

ing assessment tools to determine the quality of life (QOL) of

patients with EB; before this, generic QOL questionnaires were

adapted for these patients.6,7 Frew et al. formulated and vali-

dated the first tool to assess the QOL of patients with EB

through the development of the QOLEB questionnaire.8 Partici-

pants included are patients with EB, parents, siblings, and

healthcare workers. Interviews were conducted, and the devel-

opment of a questionnaire was subsequently refined and then

validated for reliability. This QOL measurement tool took into

account the various subtypes of EB and the different age

groups of patients. As a consequence, the application of the

QOLEB demonstrated that anxiety and depression responses

were similar in patients with mild and severe diseases. This

might have been because the presence of the disease was

more related to depression and anxiety than its severity.

Developed and validated by Dufresne et al., the EB fam-

ily/parental burden score determines disability by taking into

account the psychological, social, physical, and economic

aspects of the family. This burden of disease (BOD) score

showed a significant difference between parents of children with

a mild form, EB simplex, and those with the extensive form,

recessive dystrophic EB. Complications were noted more in

children older than 7 years of age.9 This observation is opposed

to the view by Tabolli et al., who noted family burden due to

epidermolysis bullosa is very high independent of disease

type/subtype.10 Although both QOLEB and BOD are very impor-

tant tools in EB studies, Frew and colleagues purported that the

QOLEB questionnaire needs to be adapted and validated within

different countries concerning the cultural setting, language, and

other psychosocial aspects;8 and Dufresne et al. also high-

lighted that cross-cultural validation is important for international

use.9

Impact of EB on the parents

There is a paucity of studies that focus on the impact of EB on

the parents. Having a child with a potentially life-limiting dis-

ease, depending on the subtype, can be devastating for the

Epidermolysis bullosa

AND

Parents

(coping OR burden of 

disease OR psychosocial 

OR needs OR impact

Siblings 

(coping) OR (impact) OR 

(percep�on) AND (chronic 

illness) AND (sibling(s))

Healthcare professionals 

Impact AND pa�ents AND 

healthcare professionals 

AND nurses AND doctors
Figure 1 PubMed search
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parents and the family as a whole. Strong family relations and a

sturdy support structure are essential for the well-being of the

patient and the family.

Parental interpersonal relationship

Constantly caring for a child with EB can place considerable

strain on a couple’s relationship.11,12 Parents can be so con-

sumed with caring for their child that they spend little time

together.11,13,14 EB has been shown to have a negative impact

on the sexual relationships of couples, and this negative impact

is correlated with the severity of their children’s illness.11,15 A

couple’s decision to have more children was inversely propor-

tional to their children’s illness severity.11,16 Raising a child with

EB is both physically and mentally challenging. The burden of

care takes time away from doing things as a couple to focus on

their child’s needs, which can strain the marital relationship.13,17

A 22% divorce rate among parents of children with EB is noted in

a study by Fine et al.11 The other reasons for marital strain and

divorce included lack of support from a spouse in understanding

the disease process or caring for their affected child.11,14,16

Mothers were primarily responsible for caring for the child,

and fathers were more removed and thus less affected. It is

therefore encouraged that fathers of children with EB be more

involved in providing care.18 It was suggested that it was impor-

tant for the family to factor in leisure, recreation, vacations, and

social life to prevent the breakdown of the family unit.19

Emotional impact

Parents experience a wide array of emotions at the birth of their

baby with EB and throughout their child’s life. There is initial

Records iden�fied through database 
search  
                   (n=171) 

Records iden�fied through other 
sources 
                 (n=0) 

171 Records Iden�fied 

Records screened 
                   (n=141) 

Records excluded 
Not relevant 
 (n=110) 

Full-text ar�cles assessed 
for eligibility  
                   (n=31) 

Full-text ar�cles 
excluded: 
 
-not in English (2) 
-unable to retrieve (2) 

30 records excluded as 

duplicates (n=30) 

Studies included 
                   (n=27) 

Figure 2 PRISMA flowchart of scoping literature
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shock, anxiety, denial, helplessness, feeling overwhelmed, and

fear at the birth of the baby, which may have been much antici-

pated.13,20 Some parents share feelings of loneliness, isolation,

disconnection, and avoidance of social situations due to public

embarrassment and humiliation.17 Parents have expressed feel-

ing physically and emotionally exhausted, sleep-deprived, and

frustrated that they are never off duty in caring for their child,

with symptoms of loss of appetite and weight and headaches in

need of respite.13,14,19,2117 Physical and emotional exhaustion

exacerbated by underlying depression and anxiety were associ-

ated with physical mistreatment of the child and parental suici-

dality.1318 Lansdown et al. had noted that a parent had thoughts

of initially rejecting their baby, but these thoughts gave way to

affection and deep love.20

Parents of ill children have a higher level of existential vac-

uum, a lower level of control, and life purpose and satisfaction.

The greatest difficulties identified were the unpredictable nature

of the illness, its impact on daily living, and the inability to make

long-term plans.12 Females were found to experience more

depressive symptoms and used three coping strategies:

problem-focused, emotional-focused, and dysfunctional coping,

as well as having higher parenting stress levels that had a neg-

ative correlation with self-esteem.22 Physical dependency and

the physical scars of EB cause an increased burden of disease

on caregivers, while parents receiving assistance with caring

had a lower burden score.

Dressing changes are long and painful procedures that can

provoke negative emotions and lead to anxiety. Parents feel

distressed and guilty that they are responsible for inflicting pain

during dressing changes.14,19,21 Wu et al. mention that a mother

had self-mutilated to identify with her child’s pain.13 Parents

face the difficulty of watching their child’s condition deteriorate

and feel guilty for wishing that their child passed away and also

for passing on the disease to their children.14,15 Dyadic coping

processes affect both the child and the parent. Parents hide

their emotions from their children to protect them and focus on

distraction techniques at difficult dressing changes. Neverthe-

less, children who assisted with the dressing changes felt more

in control of their care.21

Regarding the receiving of the diagnosis, studies revealed

that a parent’s experience influenced their coping ability; that is,

some parents felt that the HCPs did not address their emotional

needs and would appreciate a higher level of knowledge and

support from HCPs.17

Financial impact and sacrifices

Studies have highlighted that parents make great sacrifices

for their families and give up careers and financial security to

care for their children.13,14,16,21,23 Financial burdens are fur-

ther compounded by medical practitioner costs, expensive

medication, and dressings not covered by medical insur-

ance.16 Hospitalization of the child may result in the working

parent needing to take time off work to care for the home

and other children. However, it was observed that parents

who had given up employment found it very difficult to reen-

ter the work market.23 Another question relevant to financial

impacts, and one which raises ethical dilemmas too, is when

the HCP suggests that families relocate to perform proce-

dures such as a tracheostomy. Removing the family from

their support structure and imposing a financial burden on the

family may be detrimental to the patient’s quality of life and

the family.24

Parental concerns regarding their children’s health and

needs and views of healthcare professionals

Parents felt uncertain about their children’s future and the

unpredictable nature of the disease.14 They expressed concerns

about the lack of appropriate clothing and shoes for their chil-

dren.15,20 Moreover, they were also apprehensive and stressed

that others looking after their child in their absence would

require a level of knowledge about the condition.17

In this line of thought, when the correct diagnosis and a

prompt referral to a specialist center were given, there were

challenges for many families. For instance, parents felt that

healthcare practitioners lacked knowledge about the condi-

tion.13-15,25 Additionally, parents were not given appropriate

information about their child’s condition, and thus incorrect

dressings were applied to their child’s painful wounds.14,18,25

Parents felt a high turnover of home-based nursing care and

therefore opted to treat their children themselves with a conse-

quence of feeling that they had to navigate their child’s care on

their own and became the expert healthcare providers.13,14,17,21

They learned about wound dressing by trial and error, from

patient communities and families rather than healthcare provi-

ders, except for specialist units.16

Nevertheless, parents expressed a necessity for rapid referral

to an expert EB center for rapid diagnosis and prompt manage-

ment.25 There was a need for information about the disease,

complications, impact of the disease on the child’s development

and long-term health, dressings, and appropriate clothing.15,17,25

There was a requirement for support groups accessible from

rare disease foundations and online EB support groups.13,17,19

Also, parents felt that religion and traditional medication were a

source of support and assistance.13,17 Mazcik et al. noted that

parents required family support but felt adequately supported by

healthcare providers.12 This was in contrast to what was noted

in other studies.13–15,25

On the positive side, specialist centers offer guidance, educa-

tion, and relief for families, including a sense of empowerment

and control.25 Nurses trained in EB care allow parents the

opportunity to escape the problematic dressing changes and

time for downtime and respite.15,21 Patients require numerous

doctors’ appointments; parents felt that they should be

appointed a care manager and an administrator to facilitate

appointments and organize medical supplies, thereby eliminat-

ing fragmentation of care.14,15
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However, they preferred home-based care for their children

over facility-based care.15,25 On the other hand, some parents felt

that palliative home-based care was burdensome on the family

and opted for a facility during end-of-life care.25 In this sense, par-

ents appreciated when they were informed honestly about their

child’s prognosis and could plan their time appropriately with the

child. They did not want to prolong their child’s pain and suffering

and opted for pain and wound management only with no invasive

procedures to prolong life.25 Some parents in favor of euthanasia

planned the location of death either at home or in a hospital.25

In summary, there is a need for multidisciplinary care, includ-

ing physicians, nurses, physiotherapists, psychologists, and

pharmacists, in order to provide comprehensive and coordi-

nated care.15,19 Although physicians might focus on the biomed-

ical needs of the patient, there should be a holistic

consideration of care, taking into account the physical,

emotional, financial, or other strains on the patient and the

family.11,13 There is a need for genetic analysis and counseling

to assist parents to plan their families.25

Family impact and support

Traditional attitudes and beliefs can cause emotional distress.

Wu et al. noted that Chinese gender bias assigns blame to the

daughter-in-law for genetic conditions, and coupled with the

superstitious belief about sin being a form of punishment, this

has led to emotional distress and strain within families.13 Family

and friends offered support by cleaning, babysitting, and offer-

ing assistance with dressing changes; however, parents were

reluctant to leave their children with family as they felt guilty if

the child’s fragile skin was injured.15

Societal reactions

Patients with EB have numerous vesicles that are covered in ban-

dages and may have alopecia, anonychia, and complications

such as contractures and mitten deformities of their extremities,

necessitating the use of wheelchairs. Parents have reported that

people stare at their child and ask questions if the disease is con-

tagious and if the child has been abused.14,20 Landsdown et al.

noted that teachers in senior school lacked empathy and under-

standing, whereas junior schoolteachers asked for more informa-

tion about the affected child’s condition.20

Impact of EB on the siblings

There have been very few studies that focus on the impact of

EB on siblings. Reports have been within the context of the

family and not solely focusing on their needs. Thus, studies that

focus on the effects of a rare, chronic, and genetic disease on

siblings have been extrapolated and included in this study.

Emotional experience/encounter

Siblings may experience a vast array of emotions, including

sadness, helplessness, and fear, that they may get the

disease, guilt that they do not have the disease, embarrass-

ment, resentment, and anger.26,27 Due to lengthy hospital

stays, siblings are unable to develop relationships with their

siblings.26 Therefore, the impact of a debilitating, noncurable

disease on siblings of children with EB should not be underes-

timated. The death of a sibling may result in separation anxi-

ety; it is, therefore, essential that healthcare providers be

aware of this and offer support.25

Personal impact

Having a faith-based system can also function as a means of

support for siblings of children with EB,26 helping their sick sib-

lings and being included in the treatment and care was impor-

tant to them.26 Studies showed that siblings were supportive,

protective, and helpful, provided physical comfort, and took on a

caregiver role in caring for their brother or sister.28 Also, they

play a social role as they kept their sick sibling in touch with the

outside world through technology and social media; some were

more active and lobbied and raised funds for their sibling’s

care.28

However, the constant focus on the sick sibling makes the

sibling “invisible” to the family,26 with probably an unequal divi-

sion of time and care of nonaffected siblings which, on the

other hand, makes parents feel guilty and experience an

increased burden of care.14,1727 Due to the burden and focus of

care, siblings may miss out on events associated with a parent,

such as Mother’s Day. This feeling of exclusion may contribute

to further adjustment difficulties.26 There may be changes in

their daily routine, and they may miss out on school life and

extracurricular activities.23,26 Another constraint is that parents

may not explain the condition to the sibling or prepare them

adequately for what they may encounter when they visit their

sibling in the hospital; this may have a further negative

impact.26 Studies also demonstrate that parents did not explain

the genetic implications of the disease, with some thinking it

was only appropriate to discuss this when the sibling was age-

appropriate and needed to make reproductive choices.27 Par-

ents who do explain the condition to the sibling might ask that

they keep this a secret from their sick sibling, which may be

additionally burdensome.27

Impact of EB on healthcare providers

There is a paucity of studies that focus on the impact of EB on

healthcare practitioners and providers (HCPs).

Emotional impact

Healthcare professionals felt the emotional toll and difficulty

switching off after walking the long road with patients and fami-

lies. They expressed feelings of sorrow during the palliative care

process. There was frustration, self-criticism, guilt, powerless-

ness, and inadequacy that there was no cure and that the eas-

ing of pain was transitory.29
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Challenges

Epidermolysis is a rare disease with few trained specialists.

Consultations are time-consuming, resources are limited, and

working with service providers who do not understand the com-

plexity of the disease and the needs of the patient/family can be

taxing.29 There are no boundaries to care; moreover, HCPs

operate outside their area of expertise, such as being a coun-

selor to the family.29 There is a need for HCPs to be trained to

care for the physical and psychosocial needs of the patient and

their family.19

Personal needs

To cope, HCP requires self-care strategies, debriefing, and

being part of support groups.29 They should not work in isola-

tion but rather in a multidisciplinary team, having access to psy-

chological support, and reducing compassion fatigue and

burnout.19

Attitude toward treatment

Healthcare professionals stated that they would refrain from life-

prolonging treatment, they would provide life-shortening pain

relief, and that a few would perform infanticide. Faith-based

convictions influenced these choices.30

Doctor–patient relationship

A good physician–patient relationship is essential to effective

communication and a good therapeutic relationship. The physi-

cian may not be au fait with rare diseases, and thus patients may

take on the role as the “expert patient.” Many physicians encour-

age a patient–physician partnership, while a minority oppose the

assertive proactive patient behavior.31 Patients want to play an

active role in their management, and the physician should

acknowledge this and promote a collaborative relationship.19

Physicians’ responsibilities

Healthcare professionals should identify the psychosocial needs

of the patients and their families. They should adopt a multidis-

ciplinary approach to ease referrals and comprehensive, coordi-

nated care of patients and their families.29 Physicians should

empower their patients to understand their disease, encourage

self-reliance, and promote patient participation.31

Discussion

EB is a rare heterogeneous disease that varies in severity

based on the subtype. Basra and Findley proposed the term the

“Greater Patient” to describe the primary support system

affected by a patient having a skin disease.32 Caring for a child

with EB requires great care, love, and sacrifice from parents

and their siblings and dedication, expertise, and empathy from

the healthcare team.

Research thus far has largely been focused on diagnostics,

classification of the disease, and therapeutics.3 There is a

paucity of research that focuses on the family and the health-

care team caring for patients with EB. This paucity ultimately

impacts patients with EB. There is a lack of specialist centers

that cater to the holistic management of these patients and their

families. Many HCPs have little knowledge of the condition,

resulting in a delay in diagnosis, appropriate referral, and

essential management of these patients. Diagnostic delay is of

great distress to the parents of these children.14 Healthcare pro-

fessionals in the primary setting should be empowered with con-

tinued medical information in the form of courses and seminars

with access to treatment guidelines to timeously diagnose,

counsel, manage, and refer these patients and their families to

specialist centers. COVID-19 has impacted meetings for contin-

ued medical information; in low-income countries, this informa-

tion could be disseminated via online platforms such as Zoom�
or Microsoft Teams�, for example. This could be offered by

specialists within those countries or invited specialists from

other countries. Treatment guidelines should be formulated tak-

ing into account the resource limitations within their setting.

The cultural setting of the family and the community and

myths are often overlooked. Families need to be educated to

dispel these myths, which may result in undue stress.13 Parents

need to be educated about the disease process, potential com-

plications, pathogenesis, and genetic counseling. They may

require emotional and psychological support in the form of sup-

port groups, psychotherapy, and assistance of a palliative care

team. Social support may refer to social work to assist with

grants and funding for families at risk.

Siblings take on a caregiver role and show bravery to their

families while navigating a wide array of emotions. Siblings

make great sacrifices in missing out on social activities, with

time away from school and friends. They may spend little qual-

ity time with their parents who care for their siblings at home or

the hospital. They have to deal with a wide variety of emotions

compounded by the societal reaction when their siblings are

stared at and teased by peers. Poor school performance may

be a result of coping difficulties. Awareness of a sibling’s chal-

lenges and effective holistic intervention is essential, and sup-

port groups using technology may be helpful.

Patients and families of children with EB are psychologically,

socially, and financially at risk. Multidisciplinary management

and patient education programs are essential.23 Care should be

holistic by assessing disease burden, identifying families at risk

of dysfunctional coping strategies and depression, and providing

psychosocial interventions. Healthcare professionals should pro-

vide information, encourage supportive networks, coping strate-

gies, and provide psychosocial interventions and problem-

solving techniques.18,22

Healthcare practitioners providing palliative end-of-life care

are vulnerable to compassion fatigue and burnout, affecting the

well-being of the clinician and the care that they provide to their

patients.33,34 Healthcare professionals should be aware of their

needs and access professional support.19 This assistance could
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be sought from the employee assistance programs (EAP), psy-

chologists, and psychiatrists at the healthcare professionals’

place of work or in the private sector. The cost is usually free of

charge at the healthcare professionals place of employment or

covered by their health insurance.

Conclusions and implications for research

practice

The patient suffering from EB impacts the parents, siblings,

extended family, close communities, and healthcare providers.

It is vital to be cognizant of these dynamics and be holistic and

comprehensive in addressing the family’s challenges, difficul-

ties, and needs. There is a need for more specialist centers that

holistically manage patients with EB and their families. Health-

care providers need to be aware of the impact of caring for

these families and their need for self-care. Further research is

required to address the gaps in knowledge regarding the impact

of EB on siblings and healthcare practitioners. Further research

should take into account the cultural context of the patients and

their families.

Recommendations

There is a need for support groups for parents, siblings, and the

family within the community. The use of technology is a power-

ful tool to aid communication, especially during the current

COVID-19 pandemic. However, this may not be possible in a

resource-limited environment in South Africa, where data and

technology may not be accessible to our patients.

Healthcare professionals may benefit from debriefing ses-

sions and the acquisition of coping skills. Sharing knowledge in

continuing medical education seminars and outreach to general

practitioners or primary care physicians will help the doctors

who will initially diagnose and manage these patients before

referral to a specialist center to improve care and prevent com-

plications.

South Africa is faced with a significant burden of both com-

municable and noncommunicable diseases; healthcare policies

do not recognize rare diseases as a public concern, and

resources are directed to more common conditions. A utopian

ideal would be for health policymakers, physicians, families, and

patient associations to work together to address and manage

patients with rare diseases. It would be advantageous for

healthcare practitioners to partner with organizations such as

Rare Diseases South Africa and DEBRA South Africa (Dys-

trophic Epidermolysis Bullosa Research Association) by partak-

ing in research and forming patient and family support groups

within various hospitals with annual meetings and sharing of

ideas. This collaboration between these organizations/patient

advocacy groups, healthcare practitioners, patients, and families

could encourage engagement with policymakers to improve the

lives of patients with rare diseases such as EB.

Funding should be made available for both qualitative and

quantitative research in rare diseases such as EB. The man-

agement of EB requires a comprehensive approach that

includes a rapid, accurate diagnosis. Following diagnosis, a

multidisciplinary biopsychosocial treatment plan for the patient

and the family needs to be implemented within the cultural con-

text and with cognizance of resource limitations in our setting.
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