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10 years old boy
non consanguineous parents
Curitiba- Brazil
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4 hospitalizations to treat 
respiratory infections;
Surgery to remove adenoids;
Rotavirus infection (3x);
Diarrhea (“fungi”).

Low IgG and IgA
IgM 720 mg/dl
Normal leucocyte count
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4 hospitalizations to treat
respiratory infections;
Surgery to remove adenoids;
Rotavirus infection (3x);
Diarrhea (“fungi”).
Hyper IgM Syndrome
IVIg replacement

Hodgkin 
Lymphoma

Infections

PID Clinic- 2014
Increased IVIg
21 days
IgG pre-infusion 946mg/dl
SMZ+TMP
Low CD4 and CD19 cells
Low IgA and IgM

Cervical 
lymphadenomegaly

CMV + EBV



Never free of infections

Hodgkin Lymphoma + CMV/EBV

T and B cell lymphopenia

Normal expression CD40/CD40L

Physical malformation

Acrosyndactyly

Absence of 2 toes on the foot

Chromosomal Abnormality??
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CGH

Exome Sequence

Single nucleotide substitution

PIK3R1 gene

c.1425+1 G>T



Single nucleotide substitution

PIK3R1 gene

Both parents:

no mutations in PIK3R1 



Suggestions for management are very welcome:

HSCT?

mTOR inhibitors?

others?



Thank you!

renanpereirahpp@gmail.com

carolina.prando@fpp.edu.br


