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Unusually slow growth in children!

Activated PI3K Delta Syndrome (APDS) is a rare inborn error of immunity
caused by pathogenic variants in the PIK3CD or PIK3R1 genes. It presents with
recurrent infections, lymphoproliferation, autoimmunity, and an increased
risk of malignancy. Without prompt diagnosis and treatment, APDS can result
in severe complications and high mortality.
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levels.
Imaging studies, including ultrasound and CT, revealed hepatomegaly,
splenomegaly, and an abdominal tumor of unknown etiology. MRI
findings were pending at the time of this report.

Biopsy of the ileum and colon demonstrated malakoplakia, an unusual
histopathological finding that may suggest underlying immune
dysregulation.

Veritas Primary Immunodeficiency Gene Panel revealed...* revealed a
heterozygous pathogenic variant, c.3061G>A (p.Glu1021Lys), in the
PIK3CD gene, confirming the diagnosis of APDS.

Based on the clinical and genetic findings, treatment included monthly
(IVIG),

lymphoproliferation, and antibiotic prophylaxis. The patient is under

intravenous  immunoglobulin everolimus to  control

evaluation for hematopoietic stem cell transplantation (HSCT), a
potentially curative option.

GENETIC EVALUATION

Primary Immunodeficiency gene panel (Veritas, Spain):
Heterozygous pathogenic variant c.3061G>A (p.Glul1021Lys) in
PIK3CD, VUSin ARHGEF1, ARPC1B, BRCA2, CSF2RB, DNAH11,
DSG1, KLHDCB8B, KMT2A, LCK, PRKDC, PUS1, RANBP2, RNF31,
TCF3,TTIC37,ZNF341
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The use of everolimus reflects an evidence-based approach to
managing lymphoproliferation, as supported by emerging literature.
HSCT remains the only curative therapy for APDS, but it is associated
with significant risks.

Early initiation of supportive treatments, such as IVIG and prophylactic
antibiotics, is crucial while evaluating candidates for transplantation.
Our team at Hospital Nacional Edgardo Rebagliati Martins remains
committed to improving the diagnosis and management of inborn
errors of immunity.
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