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ABSTRACT

L8 eIt B e o) 9512 Primary immunodeficiency (Pl) diseases are those occur because of a primary
disorder in the immune system.

Received: 21 Nov 2021 S SER G E This retrospective study was conducted on 70 children with Pl diseases referred to
Accepted: 26 Jan 2022 ¢ the allergy and immunology department of Abuzar Children Hospital in Ahvaz, Iran from 2015 to 2018.
saifable Online: 01 Mar ¢ [HME The most common Pl diseases in the majority of male children (56.92%) were severe combined

immunodeficiency disease (21.42%) and chronic granulomatous disease (8.57%). Parents in most of
patients (83%) were blood relatives. About 66.67% of all death cases (9.23%) was due to severe com-
bined immunodeficiency disease; hypogammaglobulinemia and Griscelli syndrome accounted for about
16.67% of deaths. The most common manifestations were pneumonia, fever, diarrhea, and sepsis.
Based on the family history, 33 children had allergies, 9 had malignancy, one had autoimmune disease,

Keywords: and 39 had mothers with a history of abortion. Most of children were under treatment with intravenous
Immune immunoglobulin and prophylactic antibiotics, (99.88% and 88.99%, respectively), while 2.81% were un-
deficiencies, Children, der interferon-gamma therapy and transplantation, and 1.40% were receiving corticosteroids and granu-
severe combined : locyte colony-stimulating factor therapy.

immunodeficiency [T The severe combined immunodeficiency disease, chronic granulomatous disease, and Bru-
disease, Ahvaz i ton disease are the most common P! diseases in children living in Ahvaz.
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Extended Abstract

Introduction

rimary immunodeficiency (PI) diseases in-

clude a group of disorders that occur due to

a primary disorder in the immune system.

The deficiency in different parts of the im-

mune system make affected people prone
to infections, autoimmune diseases, allergies, increased
sensitivity, and various cancers. The cause of these dis-
eases has been explained by various mutations in more
than 130 genes [8-10].

Insufficient knowledge of PI disorders is the main rea-
son for delayed diagnosis and back of proper treatment,
which leads to high morbidity and mortality in the pa-
tients [4¢ 12]. Early diagnosis of these disorders has a
vital importance in increasing the survival rate and re-
ducing the complications. Considering the lack of stud-
ies on the prevalence of PI diseases in south of Iran, this
study aims to investigate the prevalence of PI diseases
in children living in Ahvaz, Iran and related risk factors.

Methods

This is a retrospective study. After obtaining ethics ap-
proval from the ethics Committee of Ahvaz Jundishapur
University of Medical Sciences, all medical records of
patients with PI diseases admitted to the Allergy and
Immunology Department of Abuzar Hospital in Ahvaz,
Iran between 2015 and 2018 were examined. One of the
inclusion criteria was the existence of accurate data in
patients who were hospitalized due to treatment, disease
complications, and other reasons related to the immune
system disorder. Diagnosis of diseases was based on the
tests with high sensitivity (<90%) and high specificity
(<85%)

Demographic information (age, gender, height and
weight), epidemiological data, personal and family his-
tory (parents’ relationship, and history of PI disorders
in the family), maternal factors, clinical symptoms, lab-
oratory data (Nitroblue Tetrazolium test, immunoglobu-
lin test, complement activity, flow cytometry, sputum
smear, PPD, etc.), and the reasons led to death (misdi-
agnosis, delayed diagnosis, and insufficient knowledge/
unwillingness of physicians to perform differential diag-
nostic tests) were extracted from the medical records us-
ing a researcher-made checklist. The type of PI disorder
and factors related to the disease were determined by an
expert and approved by an immunologist. The research-

Jundishapur

Journal of Medical Sciences

er recalled the patients and invited them to confirm and
complete the information.

Results

Seventy patients were included in the study. Their age
ranged from 2 to 240 months and 92.56% were male.
The mean age of male and female children was 47.17
and 42.10 months, respectively, but there was no sig-
nificant difference. The mean age of disease onset was
60.76 months (29.88 in males and 31.9 in females). The
highest mean age of diagnosis was related to Hyper IgE
(90.4 months). The mean interval between the onset and
diagnosis of the disease was 14.66 months. The most
common complaint was fever (42.11%), followed by
cough (18.42%). Regarding clinical symptoms, 30%
had pneumonia. The prevalence of severe combined
immunodeficiency (SCID) and chronic granulomatous
disease (CGD) was 21.42%. The mortality rate was
9.23%, of which 66.67% was related to SCID. More-
over, 77.78% of patients had Arab ethnicity. Most of pa-
tients were the first child in the family and 88.33% had
parents who were blood relatives. In 41.42% of patients,
there was a family history of PI diseases, and 14.91%
had a history of previous death with unknown cause in
family members. Furthermore, 30.98% had a previous
history of allergies in family members. About 10.89%
of participants had abnormal appearances, such as fa-
cial anomaly. In terms of treatment methods, the most
common method was intravenous immunoglobulin
(99.88%), followed by antibiotics (88.99%).

Discussion

The results of this study showed the high prevalence of
SCID and CGD in children living southwestern Iran.
The relative prevalence of PI disease is 1 in 10,000 live
births, which causes high costs for the family and so-
ciety. Awareness and early diagnosis of these disorders
can reduce the cost and mortality rate. In our study, the
prevalence was higher in males (maybe because most
of PI diseases are X-linked disorders), and no evidence
of malignancy was found in children compared to gen-
eral population which may be related to the sample size.
In half of patient, the age of diagnosis was about 3-10
years, which indicates the delay in diagnosis. The most
involved organ was the lung. In the majority of cases,
parents were blood relatives, which requires to aware
the society about it.
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Some of the limitations of the study were being retro-
spective, lack of some information, and the death of
some patients. It seems that accurate data and increas-
ing the public knowledge of PI diseases, its symptoms,
the risks of consanguineous marriages, and the screen-
ing tests can lead to reduction in the prevalence of PI
diseases and their financial burden on the health system
and families.
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8. Hypogammaglobinemia
9. Severe combined immunodeficiency (SCID)
10. Griscelli Syndrome
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