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Abstract

Backgroud: A huge amount of data about psychosocial issues of people with
haemophilia (PwH) are available; however, these materials are fragmentary and largely
outdated, failing to reflect the impact of current treatment strategies.

Aim: Describing the influence of illness on psychosocial aspects of adult PwH (>18
years) and caregivers of children with haemophilia (CPwH) without inhibitors, in Italy.
Methods: Surveys (for adult PwH, CPwH and haemophilia specialists) were developed
by a multidisciplinary working group and conducted from November 2019 to June
2020.

Results: A total of 120 PwH without inhibitors and 79 CPwH completed the survey.
Adult patients reported a significant impairment in many psychosocial aspects, includ-
ing working activities, relations with family members and social relations. Caregivers
generally reported better scores in all aspects of the survey. Mobility, Pain and Men-
tal health domains of EQ-5D were the most frequently impaired in both patients and
caregivers, reducing the perceived quality of life. Genetic counselling was an impor-
tant issue, 53% of CPwH declaring unawareness of their carrier status, as well as the
psychological support offered by the reference center, 67.0% of respondents reporting
that no psychological support was provided at the time of diagnosis communication.
Conclusion: This study provides information about PwH'’s and CPwH’s point of view in
the current scenario of continuous innovations in haemophilia treatment and manage-
ment furthermore, updated insights on psychosocial problems faced by patients and

caregivers are reported.
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1 | INTRODUCTION

Haemophilia is an inherited bleeding disorder caused by the defi-
ciency of clotting factor VIII (FVIII; haemophilia A, HA) or Factor
IX (FIX; Haempohilia B, HB).! Beyond the medical condition, indi-
viduals with a chronic disease such as haemophilia can commonly
face several social, psychological and economic challenges. The social
and psychological aspects can be summarized under the word ‘Psy-
chosocial, an umbrella term that unites both aspects of behaviour.?
Psychosocial support is an important part of comprehensive care for
people with haemophilia (PwH), helping to adapt and cope with a
new reality, given that the medical treatment alone does not auto-
matically translate into better quality of life.> Recently, the World
Federation of Hemophilia (WFH) published an updated guidance on
haemophilia management in which health professionals were rec-
ommended to involve patients in decision-making process, make a
psychosocial assessment and give support as needed.* A previous sur-
vey investigated the situation about haemophilia care in Europe and
showed that 58% of countries surveyed did not offer psychosocial
support, highlighting an important lack.> Psychosocial interventions,
when products for treatment, in particular for regular prophylaxis of
bleeding and the related joint deterioration (currently the standard
of care for PwH with severe disease or phenotype?) are available,
are essential to optimize outcomes and improve the quality of life. In
countries in which the treatment is not available or easy to access,
psychosocial support plays an important role helping to activate cop-
ing strategies and to minimize the impact of the disease and related
disabilities.2® Several studies provided information about living with
haemophilia and the issues related to disease¢”-? but, unfortunately,
these studies were conducted in the first decade of 2000s, therefore
the reported data does not reflect the current evolution of clini-
cal scenario.267=? Indeed, in the last years, new treatment options
and management approaches have been adopted, including diffusion
of prophylaxis at all ages and comprehensive care and the availabil-
ity of products reducing treatment burden and facilitating adherence
(FVIIl and FIX concentrates with extended half-life, EHL; the first
non-replacement agent, the FVIII-mimetic bispecific monoclonal anti-
body emicizumab, administered s.c).* These innovations enabled to
address clinical, pharmacological, genetic and psychological issues. To
ensure continuing improvements in haemophilia care it is important
to recognize how these changes can impact daily life of PwH and
caregivers.

The aim of this study is to provide an updated picture of the impact
of haemophilia in Italy, through surveys carried out in adult PwH and
caregivers of children with haemophilia (CPwH) without inhibitors
and physicians of specialist centres. A previous paper, recently pub-
lished by Cortesi and collegues, reported the results of these surveys
about the perceived disease control, treatment approaches, treat-
ment satisfaction, and access to care in Italy.!% The present paper
focuses on the psychosocial aspects including quality of life, working
activities, sport activities, social relations, and parenting of PwH and
CPwH.

FORNARI ET AL.

2 | MATERIALS AND METHODS
2.1 | Recruitment and study design

Methods for the present study have been previously described.!?
Briefly, two web-based questionnaires (one for adult patients and one
for parents/caregivers) and an electronic questionnaire (for clinicians)
were designed. The following domains were explored: 1. Demographic;
2. Disease characteristics and symptoms, 3. Disease control, 4. Ther-
apeutic approach and treatment satisfaction, 5. Access to care, 6.
Quality of life, 7. Working activities, 8. Sport activities, 9. Social
relations and 10. Parenting.

Results related to the domain 1—5 have been described in a previuos
publication.’® Our paper focused on domains from 6 to 10. Participants
were recruited through online invitations, sent by the Federation of
Italian Associations of Haemophilia patients (FedEmo) and the regional
associations. The survey was conducted between November 2019 and
June 2020. The study included adult (>18 years) patients with a diag-
nosis of HA or HB, or caregivers of children with HA or HB (< 18 years),
in both cases with or without inhibitors. Only individuals with internet
access and able to understand and complete the questionnaire were
selected. The survey aimed to enrol as many participants as possible
and, despite the Ethics Board review and approval was not required,’

an informed consent was requested before starting the questionnaire.

2.2 | Patient outcome assessment tools

The questionnaire was composed of more than 50 items. Specifically,
it included multiple-choices and open-ended questions, rating scales
and the validated health related quality of life questionnaires EQ-5D-
5L and EQ-5D-Y (EuroQolLGroup) with visual analogue scale (VAS).
EQ-5D-5L measures current overall health status and comprises five
dimensions: ‘Mobility’, ‘Self-care’, ‘Usual activities’, ‘Pain/discomfort’
and ‘Anxiety/Depression’; each dimensions have five levels that range
from ‘no problems’ to ‘extreme problems’. The patients should indicate
his/her health state in the most appropriate box. The EQ-VAS records
the patient’s self-rated health on a vertical visual analogue scale in
which participants should indicate their current health status, ranging
from the ‘worst health you can imagine’ (low scores) to ‘the best health

you can imagine’ (high scores).!!

2.3 | Data analysis

Descriptive analysis was conducted among PwH and CPwH without
inhibitors stratified by subgroups (e.g. haemophilia type, severity of
illness, prophylaxis or on-demand treatment and, among those on pro-
phylaxis, standard vs. extended half-life concentrate treatment). Due
to the highly different impact of the disease and the lower number
of data collected, similarly with the previous study, inhibitor PwH and

CPwH were not included in this analysis. Results were reported by
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PwH (%)

THE CURRENT TREATMENT ALLOWS ME TO WORK IN MOST
SITUATIONS
HAVING HAEMOPHILIA HAD NO IMPACT ON MY CHOICE OF
EMPLOYEMENT
| CHOOSE MY JOB TAKING INTO ACCOUNT THE NEEDS RELATED TO
MY HAEMOPHILIA

I HAVE TO RESTRICT THE AMOUNT OF WORKING HOURS DUE TO

HAEMOPHILIA

I HAVE TO WORK FLEXIBLE HOURS DUE TO MY HAEMOPHILIA

| HAVE TO LEAVE A JOB VOLOUNTARY IN THE PAST DUE TO
HAVING HAEMOPHILIA

10 20 30 40

FIGURE 1 Working life of adult patients [all treatment regimens]. Legend: PWH, adult patients with haemophilia; All types of treatment,

Prophylaxis or On-demand treatment.
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FIGURE 2

Patients’ and caregivers’ quality of life results of EQ-5D-5L and EQ-5D-Y. PwH, adult patients with haemophilia; Caregivers,

parent/caregiver of children with haemophilia. None = no impairment; Slight = low impairment; Moderate = moderate impairment;

Severe = severe impairment; Extreme = extreme impairment.

frequency tables and, where useful, presented graphically. The goal
of analysis reported here was to identify possible trends across the

different groups.

3 | RESULTS

The descriptive analysis was performed on 144 (60.5%) PwH and
94 (39.4%) CPwH without inhibitors. For all participants, socio-
demographic and disease characteristics were reported stratifying by
severity of illness and type of haemophilia (Table 1). The mean age (SD)
of PwH was 45.9 (15.4), while the mean age of children with haemopylia
was 11.7 (7.14). The majority of both adults and children had HA (81%
of adults and 78% of children, respectively). Additionally, a significant

proportion of participants had severe disease, with 66.6% of adults and
74.6% of children falling into this category. Regarding treatment, the
majority of patients received regular prophylaxis (70% of PwH and 85%
of children) the remaining were treated on demand than on demand
(28% PwH; 15.1% children). The most reported comorbidity was hep-
atitis B or C infection (50%), followed by Human Immunodeficiency
Virus infection (32%), cardiovascular disease (38%) and psychiatric
disorder (18%). Cardiovascular diseases were present in few chil-
dren (2.5%), while no CPwH reported infectious disease or mental
disorders. Approximately half of PwH participants were married and
more than 50% had completed secondary education (upper secondary
school). Most of respondents were resident in the North of Italy
(Table 1).
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TABLE 1 Characteristics of adult patients (PwH) and caregivers of children with severe haemophilia (CPwH) without inhibitors.

PwH CPwH
Severe HB

HA/HB (N = 120) Severe HA (N=66) (N=14) HA/HB (N=79) Severe HA (N =46) Severe HB (N =13)
Age, years, mean (SD) 45.99(15.49) 44.85(13.86) 47.07 (16.59) 11.7(7.14) 11.37 (6.09) 9.08 (6.56)
Weight, kg, mean (SD) 77.23(14.44) 77.52(16.52) 77.57 (8.4) 45.29(23.88) 44.17 (23.95) 37.46(25.73)
Height, cm, mean (SD) 175.26 (7.89) 175.8(8.87) 174.57 (6.93 147.07 (33.19) 144.75(34.2) 134.85 (37.06)
Marital status—N (%)
Single 36(30) 17 (25.76) 4(28.57) - - -
Common-low partner 16 (13.33) 9(13.64) 4(28.57) - - -
Married 59(49.17) 34(51.52) 5(35.71) - - -
Separated/divorced 5(4.17) 4(6.06) 0(0) - - -
Widow 0(0) 0(0) 0(0) - - -
Prefer not to answer 4(3.33) 2(3.03) 1(7.14) - - -
Haemophilia type - N (%)
A 96 (80.67) 66(100) 0(0) 62 (78.48) 46 (100) 0(0)
B 23(19.33) 0(0) 14 (100) 17 (21.52) 0(0) 13(100)
Haemophilia severity - N (%)
Severe 80 (66.67) 66 (100) 14 (100) 59 (74.68) 46 (100) 13(100)
Moderate 18 (15) 0(0) 0(0) 13(16.46) 0(0) 0(0)
Mild 22(18.33) 0(0) 0(0) 7(8.86) 0(0) 0(0)
Treatment regimens N (%)
On-demand 34(28.8) 5(7.57) 3(21.4) 12(15.1) 1(2.17) 0(0)
Prophylaxis 84(71.1) 60(92.3) 11(78.5) 67(84.8) 45(97.8) 13(100)
Comorbidities—N (%)
Hepatitis 25 (50) 16 (50) 2 (40) 0(0) 0(0) 0(0)
HIV infection 16 (32) 12 (37.50) 2 (40) 0(0) 0(0) 0(0)
Psychiatric disorders? 9(18) 6(18.75) 1(20) 0(0) 0(0) 0(0)
Cardiovascular diseases 19(38) 11(34.38) 1(20) 2(2.53) 1(2.17) 1(7.69)
Others 21(42) 14 (43.75) 2 (40) 12(15.18) 5(10.86) 3(23.07)
Education—N (%)
None/Primary school 3(2.5) 1(1.52) 1(7.14) - - -
Lower secondary school 15(12.5) 5(7.58) 3(21.43) - - -
Upper secondary school 68(56.67) 39 (59.09) 5(35.71) - - -
University degree 29(24.17) 18(27.27) 4(28.57) - - -
Postgraduate degree 4(3.33) 2(3.03) 1(7.14) - - -
Prefer no answer 1(.83) 1(1.52) 0(0) - - -
Residence—N (%)
North of Italy 53(44.16) 24 (36.36) 7 (50) 33(41.77) 21(45.65) 6(46.14)
Centrer of Italy 33(27.50) 17 (25.75) 5(35.71) 12(15.18) 8(17.39) 0(0)
South of Italy 34(28.33) 25(37.87) 2(14.28) 34(43.03) 17 (36.95) 7(53.84)

Abbreviations: CPwH, caregivers of minor patients with haemophilia; HA, haemophilia A; HB, haemophilia B; HIV, human immunodeficiency virus.;PwH, adult
patients with haemophilia.
2Anxiety, depression, insomnia, chronic fatigue and acute stress.
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PwH

Do you have children or would you like to have
children in the future?

Based on existing treatments, do you think can
ensure a satisfactory life for your child/possible child
with haemophilia?

0%

10%

20% 30% 40% 50% 60% 70%

ENo EYes

FIGURE 3 Parenting pathway of adult patients with severe haemophilia. PWH, adult patients with haemophilia; CPwH, parent/caregiver of

children with haemophilia.

CPwH

DID YOU KNOW THAT THERE WAS A POSSIBILITY
THAT YOU OR YOUR PARTNER MIGHT HAVE
HAEMOPHILIA?

DID YOU RECEIVE PSYCHOLOGICAL SUPPORT AFTER
THE DIAGNOSIS DISCLOSURE?

DID YOU CONTACT A PROFESSIONAL FROM YOUR
REFERENCE CENTER?

0%

10% 20% 30% 40% 50% 60% 70%

ENo BYes

FIGURE 4 Parenting pathway of caregivers of children with severe haemophilia. PWH, adult patients with haemophilia; CPwH,

parent/caregiver of children with haemophilia.

3.1 | Working and scholastic activities

Almost half of PWH (48.3%) have a full-time work and a small per-
centage (15%) is unemployed, however 38.8% of the latter reported
that they do not have a job due to heamophilia. Approximately one-
third of PwH received disability benefits, with higher rates observed
in severe HA (42.4%) patients compared to severe HB (21.4%). About
one out of five (18.8%) of PwH declared that the job was cho-
sen considering the needs related to haemophilia and few patients
reported modifications of working hours (12.2%) or voluntary res-
ignation (2.8%) due to the illness (Figure 1). Most children with
hemophilia attend the middle or high school and 18.9% of CPwH
reported that the choice of school was conditioned by iliness, especially
for HB patients (31%). Caregivers’ satisfactions with the manage-
ment of haemophilia management by school setting was high, reaching
(67.0%) for both type of haemophilia (Table 2). Regarding the impact
on work and school, the number of days lost at school or at work

due to haemophilia was low. However, approximately 40% of adult
patients reported a small or moderate impact on their work due to
the illness and 10% considered to be high. On the other hand, almost
half of CPwH did not report any negative impact on school activities
(Table 2).

3.2 | Sport and leisure activities

Physical activities were practiced by 42.5% of adult PwH and 64.5%
of children; higher rates were found in adult patients with severe HB
(57.1%) and children with severe HA (63%). Overall, more than half
of PwH and children engaged in sport activities one or two time a
week. Swimming was the most practiced physical activity. Many adult
patients reported regular participation in walking, jogging and foot-
ball. A high percentage of PwH (61.6%) and children (40.5%) expressed
the desidere to engage in activities that were restricted due to their
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(Continued)

TABLE 2

p (PwH vs. CPwH)

CPwH
HA/HB

ALL (N

PwH

Severe HB

Severe HA

Severe HB
(N

Severe HA

(N

=79)

Severe HB
(N=14)

Severe HA

(N

=120)

All (N

13)

46)

66)

5(38.46)
3(23.07)

17 (36.95)
15(32.60)

1(2.17)

29(36.70)
25(31.64)
5(6.32)
3(3.79)
1(1.26)
1(1.26)

1(7.69)

2(4.34)
1(2.17)

0(0)

()

1(7.69)

15(22.72)
20(30.30)
3(4.54)

37(30.83)
27(22.5)

1-5

6-10

3(4.54)

5(4.16)
3(2.5)

11-15

2(3.03)
2(3.03)

16-20
>20

4(3.33)

Abbreviations: CPwH, caregivers of minor patients with haemophilia; HA, haemophilia A; HB, haemophilia B.;PwH, adult patients with haemophilia.
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disease. Some PwH refrained from participating in certain activities
due to concerns about treatment coverage, accounting for 21.6% of
cases.

CPwH reported that sports were not practiced due to children’s or
caregivers’ conditioning by illness in 26.5% and 31.2% of cases, respec-
tively. As regards the leisure activities, such as travel or class trip,
approximately 22% of caregivers and 28% of adult patients reported
a moderate or high negative impact of haemophilia on such activities
(Table 3).

3.3 | Quality of life

Overall, the majority of PwH and CPwH reported no problems in
most domains of EQ-5D. More than half of participants reported no
issues with taking in take care of themselves (PwH - 68%; caregivers
- 85%), carrying out their usual activities (PwH - 64%; caregivers -
76%) and experienced no problems related to Anxiety or Depres-
sion (PwH - 56%; caregivers - 58%). However, 36% of PwH reported
slight problems in ‘Mobility’ and 48% in ‘Pain/Discomfort’ domains,
at variance with most caregivers, who reported no problems in these
domains (Figure 2). The EQ-VAS showed a higher perceived health sta-
tus among caregivers (mean 83.39) compared to PwH (mean 73.34).
When analysing the results in adult patients and caregivers, strat-
ified by treatment regimen, significant impairments were observed
(Supplementary figure 1 and 2). PwH treatment reported the most
critical issues in ‘Mobility’ and ‘Pain/Discomfort’ domains, with over
50% reporting mild to moderate problems. Moreover, more than half
of those treated on demand reported mild or moderate problems in the
‘Depression/Anxiety’ domain. Overall, CPwH reported no difficulties
in most domains, regardless of treatment regimens. However, care-
givers of children receiving regular prophylaxis reported mild problems
in ‘Anxiety or Depression’ (35%) and ‘Pain/Discomfort’ (21%) domains.
Among CPwH treated on-demand, 33% reported mild problems in the
‘Pain/Discomfort’ domain (Supplementary figure 1 and 2).

3.4 | Social participation

Regarding social relations, most patients reported only disclosing their
diagnosis to a small group of people. PwH preferred to share their diag-
nosis with partner (68%), relatives (65%) and friends (51%). Similarly,
CPwH preferred to share the diagnosis with relatives (86%), friends
(75%) and siblings (67%). However, CPwH also disclosed the diagno-
sis to their children’s teachers (75%) and schoolmates (57%). Negative
impact of haemophilia on establishing social relations was reported by
33% of adult patients and 13% of caregivers.

No negative impact on partner’s life (58%) was reported by PwH,
while a low (29%) or moderate (20%) impact of illness was reported
on family members. Generally, CPwH expressed satisfaction with the
support received from their partner (72%), family members (57%) and
other contacts related to their children (56%) (Table 4). In Supplemen-

tary figure 3, the results stratified by treatment regimens showed that
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(Continued)

TABLE 3

p (PwH vs. CPwH)

CPwH
HA/HB

ALL (N

PwH

Severe HB

Severe HA

Severe HB
(N

Severe HA

(N

=79)

Severe HB
(N

Severe HA
(N

=120)

ALL (N

=13)

46)

14)

=66)

20(30.3) 4(28.57) 28(35.44) 16 (34.78) 5(38.46)

35(29.16)

No negative

impact

Activities not practiced, but desired

10(71.42) 32(40.50) 16 (34.78) 7(53.84) .0020 .0005 4110

74 (61.66) 44 (66.66)

Yes

Activities not practiced due to feel conditioned by coverage of treatment

16(21.62) 11(25)

Yes

Activities not practiced by children due to caregivers’ conditioning caused by haemophilia

1(14.28)

6(37.5)

10(31.25)

Yes

Activities not practiced by children due to conditioning by haemophilia

Yes

1(14.28)

11(68.75)

21(26.58)

Abbreviations: CPwH, caregivers of minor patients with haemophilia; HA, haemophilia A; HB, haemophilia B.;PwH, adult patients with haemophilia.
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40% of adult patients treated on demand reported a mild impact of ill-
ness on their partners’lives and other family members. Adult PwH on
regular prophylaxis reported a mild impact on family members in 30%
of cases and no negative impact on their partners’ life in 73% of cases.

3.5 | Parenting pathway

Approximately 63.0% of adult patients reported having children or
expressed a desire to have children in the future. Among them, 57.0%
believe that the available treatments could ensure a satisfactory life for
their children in the future. Around half of the mothers (53%) declared
that they were not aware about their haemophilia carrier status, and
67.0% did not receive psychological support when the diagnosis was
communicated to them. However, some adult PwH reported receiv-
ing support from a mental health professional, although only 38.0% of

them provided by the haemophilia treatment center (Figures 3 and 4).

3.6 | Type of prophylaxis

As shown in in Table 1 in the supplementary material, among PwH,
42 patients received prophylaxis with extended half-life concentrates
while 40 were on prophylaxis with standard half-life products. The
majority of patients in both groups were full-time employed, 55%
and 61%, respectively.The results did not show significant difference
between the studied groups in terms of the impact of prophylaxis
type on work status. Among CPwH, over 80% of subjects in both
groups reported that the disease has a small or no negative impact
on their scholastic activities. Once again, the results were not sta-
tistically significant. Additionally, in both groups, patients lost from
0 to 5 work days due to the disease, with no significant difference
observed. PwH on extended half-life prophylaxis were more likely to
be engaged in physical activities (p = .03). Among CPwH, five indi-
viduals using extended half-life prophylaxis reported a high impact
on travel or class trips (Table 2 supplemental material). As reported
in Table 3 in the supplemental material, PwH individuals under stan-
dard prophylaxis reported a negative impact of the disease on their
social relations compared to those under extended half-life prophy-
laxis. As reported in Table 4 in the supplemental material, the use
of the different types of prophylaxis regimens did not show signifi-
cant difference between studied groups across the different EQ-5D-5L
domains except for ‘Depression/Anxiety. Among PwH, those treated
with extended half-life prophylaxis reported higher frequency of the

absence of anxiety compared to the other regimen.

4 | DISCUSSION

This study provides an updated picture of the impact of haemophilia
on psychosocial aspects (quality of life, working activities, sports,
social relations and parenting), investigated in a recent Italian sur-

vey. The results showed that many psychosocial factors, affected by
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haemophilia, contribute to influence the patients’ daily life. In our
study the median age of PwH population was 46 years and most of
the respondents had moderate or severe haemophilia. Educational
level was high for both PwH and children, in line with previous
rersearch.’21% Olny a small number of PWH do not have a job but,
among these, a relevant propotion mentions illness as the cause of
unemployment and received disability benefits. This result is in line
with other international studies that report an important impact of
iliness on working area. It is possible that the severe arthropathy
developed by patients, born before the ‘90, or the restriction in their
job performance may contribute to limit the access to the working
palce.213 Some CPwH reported the influence of disease on school
choice, while scholastic activities were not negatively affected and the
satisfaction with management of haemophilia was high.

Despite the PWH practice less sport activities than children, either
report engaging in low-risk sports in line with the recommendation
by the US National Hemophilia Foundation and the World Foundation
of Hemophilia.2>1¢ Furthermore, physical activity is often associated
with positive effects on physical well-being, on self-esteem and social
interactions.’” Swimming was the most practiced both in adults and
children, but some higher risk activities were also reported, in partic-
ular soccer (by adults and children), basketball and volleyball (by chil-
dren). Adults and children, even with severe haemophila, are currently
able to play many hours of physical activity thanks to the available
treatment regimens of regular and personalized prophylaxis*; indeed,
some studies reported that in developing countries, where prophylaxis
is unfeasible, the sport participation remains poor.*81? PwH and chil-
dren reported a strong desire to practice some physical activities not
allowed due to haemophilia because both report the fear of having a
new bleed. These findings are related to the higher risk of activities
desired and for fear of injuries and complications.?° In our survey for
few patients, travel represents an issue. Generally, the frequently infu-
sion and storage condition of treatment might represent an issue for
patients.2! However, it should be noted that the new therapies require
less infusion and therefore have lower impact on patietns ability to
travel. Furthermore, patients on prophylaxis with Emicizumab might
take more advantage by this therapy due to peculiar administration
schedule (long time intervals: 1, 2 or 4 weeks).* New studies should
be performed to deeply investigate how patients manage their therapy
during a travel and potential issues related to travel.

The daily challenges faced by people with haemophilia and their
caregivers can have major repercussions on well-being.” Previous
research reported that the participants generally had a lower QoL com-
pared with people who do not have haemophilia.2223 In our study,
the EQ-5D showed that most adult patients with severe haemophilia
reported slight problems in Mobility and Pain/Discomfort domains and
the severity of impairment increased when patients were stratified
by treatment regimen. Especially for patients treated ‘on demand’, the
problems of Anxiety or Depression add to the Mobility and Pain dif-
ficulties. Previous studies provided similar results, highlighting how in
moderate or severe patients the reduced mobility is often associated
with perceived pain, discomfort, and mental health problems.2425

Some authors reported that lowest scores in PwH at the EQ-5D ques-

FORNARI ET AL.

tionnaire were due to the presence of comorbidity, like HIV infection
or arthropathy,2427 and this finding was confirmed in our survey, espe-
cially for PwH. Parents of children with haemophilia generally reported
no problems in most domain of EQ-5D and only a small proportion
had mild problems in Pain/Discomfort or Anxiety/Depression domains.
Such overall better quality of life is likely to reflect the psycho-physical
benefits of primary prophylaxis, started since the first years of life, that
allow children to grow without joint problems and hyper-protection,
thus with the habit to practice regularly physical activity and sports,
which contribute to improve their joint health and well-being.}” The
presence of pain and psychological problems reported by some CPwH
can reflect difficulties related to the age of children. Indeed, entry into
adolescence can lead to increased social stigma and difficulties with
adherence to treatment, worsening the perceived quality of life and
health state.28-30 Furthermore, the parents’ vision may differ from
children perception, falling to report the real health-related quality of
life.31

Haemophilia can have a huge impact not only on personal life of
patients but also on parents, siblings and relatives.32-34 In our sur-
vey, most patients reported to communicate the diagnosis only with
a small group of people, in line with previous studies.32-3% A negative
impact of haemophilia on family members and on establishing social
relations was reported by non-negligible proportions of PwH. These
findings can be explained with a gap of knowledge about haemophilia
amongst general public and/or with difficulties to access to prophylac-
tic treatment in early life, which may have contributed to create a social
stigma.2> Another explanation can be given by the lack of attention to
psychosocial aspects within the families from the beginning of disease
manifestation, which may cause a lack of ‘normalization’ in themselves,
making difficulties their communication with the external. However,
also the burden of lifelong prophylaxis can have an impact on family
members and on social relations.332-3°

If the treatment regimen is considered, PwH treated on demand
reported lower score of satisfaction with support than those on pro-
phylaxis regimen. Indeed, on-demand treatment is not effective in
reducing the risk of bleeding and arthropathy, the major cause of
morbidity in severe haemophilia, therefore possibly increasing the bur-
den of illness not only in patients, but also in family members and

32-35 (Supplementary figure 3).

partner

Data on parenting pathway showed that most CPwH were unaware
of their genetic carrier condition. This finding can be due, at least in
part, to the high and increasing proportion of sporadic newly diagnosed
haemophilia patients.®> However, the importance of genetic coun-
selling was highlighted in most studies, especially for women intending
to become pregnant, to make an informed decision, or for parents with
a daughter.23> Overall, our results showed a positive perception of
parenting conditions; indeed, most PwH declares to have children or
would like to have children in the future and more than half believe that
available treatment could guarantee a satisfactory life for their son. In
the challenging phase of the diagnosis communications most respon-
dents report that they did not receive psychological support. Such an
intervention is important for the emotional wellbeing of patients and

their caregivers, not only at the moment of diagnosis disclosure but
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through the entire life cycle.%¢%7 In particular, mental health support
aims to avoid the rejection of haemophilia, like fear of reporting bleed-
ings and non-compliance,®3%3? improving health state and quality of
life. A high number of programs to provide emotional support was pro-
posed by different health professionals, however the lack of awarenees
on psychosocial care and high heterogeneity of the available literature
does not allow to determine the best approaches to the comprehensive
patient care.® Haemophilia is a chronic condition affecting each person
and undermining mental health, beyond the physical problems, and it is
necessary, for treatment centers, to provide psychosocial care as part
of an integrated multidisciplinary approach, as clearly highlighted by
the recent WFH guidelines.*®

Our study presents some limitations: first, the use of online survey
may have contributed to collect the data by a single perspective, of
the caregivers, falling to capture the perceptions of all family members.
Second, the children’s perception may differ from that of their parents,
giving partial information. Third, the results can be difficult to extend
to a larger population. On the other hand, our study provides detailed
information about a relatively small number of individual and can be
useful for capture the point of view of people with haemophilia in
the current scenario of innovations in the treatment and management

approaches.

5 | CONCLUSION

This study provides a recent picture of people living with haemophilia
in Italy, highlighting the psychosocial aspects that are impaired and
to be addressed in the comprehensive care. Our findings confirm and
extend the notion that haemophilia affects many aspects of an indi-
vidual’s life and that psychosocial factors have a central role in quality
of life, working activities, sports, travelling and interpersonal relation-
ships of people with haemophilia and their caregivers. However, it is
probably still early to detect a significant impact of innovations and
long-term studies are needed. The descriptive analysis used in this
study can be useful to generate hypotheses for further investigation
and may help increase awareness on psychosocial issues and ensure
their consideration in the global care of people with haemophilia.
Finally, the information from this paper combined with those from the
first paper reporting the results of this survey can provide a complete
and updated picture of patients’ caregivers’ and clinicians’ percep-
tions of disease control, treatment approaches, treatment satisfaction,

access to care and psychosocial burden in Italy.
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