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Introduction

Severe combined immunodeficiency
(SCID) is a primary genetic
Immunodeficiency disorder that typically
manifests in early childhood.

Common symptoms: diarrhea,
pneumonia, otitis media, sepsis, and
skin infections.

Early recurrence of opportunistic
ections with lymphopenia requires
ological investigation.



Bacte
infections in SCID
patients can
include
pneumonia
caused by
encapsulated
organisms.

Opportunistic Pathogens

A
e
3

\[‘

Viral infections

such as
cytomegalovirus
(CMV) are
common due to
the lack of T-cell
mediated
immunity.

Fungal infections:
Fungal pathogens
like Pneumocystis
jirovecii can
cause severe
pneumoniain
these patients.

Protozoal
infections:
Infections such as
toxoplasmosis
can also occur in
patients with
SCID.



OBJECTIVES:

Consider an underlying cause of
recurrent infections in infants and
Investigate immunodeficiency if any
subtle indicators are present.

We report the case of a 4-year-old
boy who presented to the pediatric
department with recurrent infections,
but had an underlying SCID.
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A A : 4-year-old boy,
the third child of a
second-degree

consanguineous
couple Presented with:

- Severe malnutrition
- Mucositis
- Bloody diarrhea.
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Fiche de renseignements cliniques (PCR-MULTIPLEX)
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- At 9 months: severe
respiratory distress, fever,
rhinopharyngitis, oral

| thrush.

- At 10
months:

| mucositis +
necrotic

— Admitted to ICU

for 28 days. | lymphadenopa
— Sputum: thy.
Klebsiella

pneumoniae,
| Enterococcus sp.

\ &

Dosage pondéral des immunoglobulines : 15/10/2020 (Technique : nephelemetrie laser)
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Measurement of immunoglobulin levels

Analyse par cytomeétrie en flux :

Phénotypage lymphocytaire T-B-NK :

Cellules % VALEUR NORMES/AGE
ABSOLUE

1-CD3+ 42.5% 3520 1900-5900
T1-CD4+ 31.5% 2609 1400-4300
T-CD8+ 9% 745 500-1700
NK 1% @) 160-950
leucocytes |/ 25100 6400-13000
n.Neutrophiles | 64% 16064 2300-6400
Lymphocytes | 33% 8283 3400-9000
Monocytes 3% 753 300-2000
Rapport 3.5 15-29
(D4+/CD8+
BCD19+ 56.5% 4680 610-2600

lymphocyte phenotyping

— Immunodeficiency
workup confirmed SCID.
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Recurrent infections continued..
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Malnutrition due to

02/01/2023
To 11/01/2023

Widespread thrush

with Teeding difficulty



QOutcome

Recurrent infections
continued (Respiratory
distress, mucositis,
onychomycosis...)

01/03/2024
To 28/03/2024

Fortum: 200 mg/kg/day
Colistin: 100 mg/kg/day
Gentamicin: 5 mg/kg/day

Favorable outcome
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QOutcome

Recurrent infections continued Nasopharyngoscopy: Oropharyngeal
(Respiratory distress, mucositis, mucositis
onychomycosis...)




Outcome

Despite antibiotics and
IVIG, due to malnutrition
and poor response...

the child passed away..







Discussion

SCID is a rare disorder with severe
T, B, NK cell deficiency.

¢

Case Report

A case report of severe combined immunodeficiency: Masquerading as sepsis

Asymptomatic at birth,

I Subhranshu Sekhar Dhal’, Hiremath Sagar®, Rajiv Aggarwal’, Anil Kumar Sapare®, Minal Kekatpure®
symptoms in early . gar’, Rajiv Aggarwal’, pare’ tp

From !Resident, *Padiatric Intensivist, ‘Head, *Pediatric Pulmonologist,  Pediatric Newrologist, Department of Pediartrics, NH Health City, Bengalur,

. Kamataka, India
Infancy. e
I u

evere combined mmmunodeficiency (SCIDY) 1s usually an
S autosomally recessive inherited primary imunmunodeficiency

disease which typically occurs in infancy [1]. Howewver,
B0%% of cases are sporadic i occurrence [2]. Infants with SCID are
highly susceptible to severe mnfections [3]. Diarrhea. poneumonia,
otitis media, sepsis, and cutaneous infections are the common
manifestation. Opportunistic mmfections such as poneumocystis
carinii, candida. and cytomegalovirus are potential threats. Itis a true

pediatnic emergency as death usually occurs by 2 vears if untreated.
Hematopoietic stem cell transplant and gene therapy are life-saving
[4]. A newbom screening test helps to find out the disease even
before the symptoms appear ensurnng the affected mmfants receive
life-saving treatments [5]. Here, we report a 5-month-old boy who
presented with sepsis but had underlying SCID .



Discussion

Alun J, Itaha K, Gupta M, Daln A, Bavdekar A, Madkakar M. Low T
cell receptor excision circles (TEECs) in a case of ZAP 70 deficient severe
combmed mmunedeficiency (SCID) with a novel mutation from India.
Blood Cells Mol Dhs 2017;63:93-6.

According to a study by -

Aluri et al. (2017)
I a study by Aluri et al. [16], the majorty of patients of SCID
presented at 6 months of age similar fo our patient. However, m

thetr study recurrent pnenmonia (66%), fatlure fo thrive (60%),
chrontc diarrhea (35%), gastromtestmal mfection (21%), and

otal candidiasts (21%) were the common presentations, while the




Discussion

Mousa H. Al-Dakheel G, Jabr A, Elbadaowm F_,lhhcuuelhﬂ-da M, Baig M,
Antibiotic prophy| axis aims to prevent ef al. High meidence of severe combmned mmunodeficiency disease m
th t of ifi tunisti sandi arabia detected through combined T cell receptor excision circle and
. € Or_lse O SpecIfic opportunistic next generation sequencing of newbom dned blood spots. Front Immunel
Infections 2018:9:782.
Stem cell transplantation remains
the only curative treatment available.

Gene therapy is considered if stem The bes treatment for SCID 1 stem cell transplantation from
cell transplantation is not possible. fhe matched rlated donor and it should be done by 3 months of

age. Agaressivetreatment of mfctons s very esseatal to prevent

mortalty. Gene therapy 1f abone marrow transplant 1 ot possible
splantaton of stem cell s he only cure currenly [ 4}




Conclusion

Early diagnosis and timely
Interventions can improve
outcomes.

Monitoring and individualized
antibiotic therapy are crucial.

Molecular diagnostics=fast and
accurate pathogen identification,
guiding optimal therpy.

Stem cell transplantation is
the only curative option.
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