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1 SDLInterpretation

There is normal activation of CD4 T cells with CD69 expression.
There is complete absence of CD40L (CD154) expression on
activated T cells and also there is no function of the ligand
(absent binding of ligand to soluble receptor - CD40-mulg) as the
protein is absent from the cell surface. The result is consistent
with a diagnosis of X-linked Hyper IgM syndrome (CD40L
deficiency) for this male patient. Recommend genetic testing for
identification of the pathogenic mutation in the CD40LG gene.
Also, recommend carrier testing for mother and other female
relatives as appropriate. Carrier testing may be performed with
this flow cytometry assay.

XHIM
X-Linked Hyper IgM Syndrome, Blood

Laboratory Notes

1 Analyte Specific Reagent: This test was developed and its performance characteristics determined by Mayo Clinic. It has not been cleared or approved by the U.S. Food and
Drug Administration.
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Hyper IgM Functional                                     SDL

Absent 

                                    Reference Value: Present
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CD40muIg (Function)                                      SDL

Absent 

                                    Reference Value: Present

                                           >>> Flag: ABN <<<



............................................................

Interpretation                                           SDL



See note [1] below.



There is normal activation of CD4 T cells with CD69

expression.

There is complete absence of CD40L (CD154) expression on

activated T cells and also there is no function of the

ligand (absent binding of ligand to soluble receptor -

CD40-mulg) as the protein is absent from the cell surface.

The result is consistent with a diagnosis of X-linked Hyper

IgM syndrome (CD40L deficiency) for this male patient.

Recommend genetic testing for identification of the

pathogenic mutation in the CD40LG gene. Also, recommend

carrier testing for mother and other female relatives as

appropriate. Carrier testing may be performed with this flow

cytometry assay.











Laboratory Notes:



1. Analyte Specific Reagent: This test was developed and its

performance characteristics determined by Mayo Clinic. It

has not been cleared or approved by the U.S. Food and Drug

Administration.
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