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WHO / IUIS classification

1. Combined deficiencies

2. Other well-defined syndromes with immunodeficiency

3. Predominantly antibody deficiencies

4. Diseases of immune dysregulation

5. Disorders of phagocyte number, function or both

6. Defects of innate immunity

7. Autoinflammatory disorders

8. Complement deficiencies





Management and treatment Options

Antibody (Immunoglobulin- Ig) replacement therapy

Effective antibiotic prophylaxis and treatment

Allogeneic haematopoietic stem cell transplant (HSCT)

Autologous HSC gene therapy

Appropriate vaccinations



Intravenous Ig
replacement

Subcutaneous Ig
replacement





MSD 87% (N=31)

MFD 88% (N=8)

Haplo 43% (N=30)

P=0.09 (MSD/MUD)

P=0.53 (MUD/Haplo)

Overall Survival by BMT Type





Gene therapy

Gene therapy avoids
GvHD

For some SCIDs, 
little or no
conditioning



T lymphocyte counts increase after postnatal stem cell gene therapy

SCID X1 ADA SCID

Autologous HSC Stem Cell Gene Therapy

Stem Cell Gene Therapy With Lentiviral Vectors Cures 

Severe Combined Immunodeficiency
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1st child

n=48

Death before

transplant

n=17

35% mortality

Progress to 

transplant

n=31

Deaths after

transplant

n=12

39% 

Overall mortality/survival:

29/48 (60.1%) (39.9%)

Siblings

n=60

Death before

transplant

n=1

1.7% mortality

Progress to 

transplant

n=59

Deaths after

transplant

n=5

8.4% 

Overall mortality/survival: 

6/60 (10%) (90%)

Comparison of outcomes in families with SCID




