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Statement of the Problem

 This report describes clinical and laboratory features of twin brothers who were 
referred to the PID clinic with early-onset inflammatory bowel symptoms.



History

 Two-year-old Iranian twin brothers were referred to “Children’s Medical Center” with a 
history of chronic non-bloody diarrhea. 

 They were born to non-consanguineous parents.

 Their 7-year-old brother and both parents were apparently healthy. 



Hospital Course

 Their first hospital admission was at the age of 2 months following pneumonia.

 Both had experienced recurrent respiratory symptoms and two episodes of otitis 
media. 

 Pancolitis revealed for one of the brothers with more severe gastrointestinal 
symptoms (B1).

 PCR confirmed CMV + EBV colitis > B1 underwent intravenous Gancyclovir.

 They had failure to thrive and several admissions due to severe watery diarrhea. 

 Complementary investigations demonstrated G6PD deficiency in the twins, that was in 
accordance with episodes of jaundice and hemolytic anemia. 



Investigations

B1 B2

WBC  16.4 14.9

Lymph. %40 %60

NEU. 48% %28

Mono. %5 %8

RBC 4.4 4.11

Hb 9.8 11.4

Plt 912000 852000

B1 B2

Birth

Weight
2400 2750

Current

Weight
7500 9000



Investigations

 Pancolitis revealed for one of the brothers with more 
severe gastrointestinal symptoms (B1).

 PCR confirmed CMV + EBV colitis > B1 underwent 
intravenous Gancyclovir.

 Barium swallow, Barium Meal, and Small Bowel 
Follow Through: NL for B1

 Endoscopy: NL for B1 and B2



Investigations

B1 B2

IgG 

(6.58-18.37 g/l)
7.6 9.2

IgA 

(0.8 – 3.5 g/l)
0.52 1.1

IgM 

(0.4 – 2.5 g/l)
0.49 0.9

IgE

(<144 g/l)
33 29

B1 B2

CD3 

(%39-73)
44

72

(upper NL)

CD4

(%22-62)

5

(very low)

4

(very low)

CD20

(%25-50)
14 16

CD8 

(%11-32)
36 64

CD16

(%8-17)   
1.36 4

CD19

(%13-29)
14 15

CD4/CD8

(%1-3)
0.13 0.06

B1 B2

CMV IgM

(<0.85)
0.3 neg.

CMV IgG

(<6)
208 Neg.

EBV VCA 

IgM

(<0.5)

1.89 Neg.

EBV VCA 

IgG

(<0.75)

3.65 Neg.

HIV AB Neg. Neg.
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Conclusion & Significance

 X-linked severe combined immunodeficiency (SCID) is caused by the IL2RG gene which 
encodes a protein called the common gamma chain. 

 Several variations have been identified in the IL2RG gene, which potentially are able to 
prevent the production of proteins or lead to producing nonfunctional versions. 

 In this report, twins with a novel IL2RG gene variant were described. 

 Based on genetic analysis both parents were wild type and symptom-free.

HOW THIS COULD BE POSSIBLE?



Conclusion & Significance

 Bowel inflammatory symptoms were the very early disease manifestations.

 X-linked SCID was established as the final diagnosis. 

 The IL2RG gene variant was the only responsible change in the patients’ genome and 
in spite of other patients reported with X-linked SCID, the early clinical presentations 
were significantly different.

Various SCID manifestations could be a result of different mutation 
sites, 

even in the same gene defect. 



Questions?


