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We present a patient that has a 3p12.3 – 3p14.1 deletion. This large of a deletion is 

significant for several reasons, chief among them is that there is a gene known as FOXP1 which 

codes for a transcription factor known as forkhead box protein 1 (FOXP1) that has been 

implicated in numerous basic science reports of delayed immunological development of B and T 

cells but fewer clinical reports have shown its role in psychological and behavioral development. 

The purpose of this manuscript will be to highlight the significant features of this patient which 

are clearly related to the large chromosomal deletion as a whole but to also detail which 

characteristics are associated with the deletion of FOXP1 such as the low memory B cell count, 

IFN-gamma expression in T cells, and FOXP1 expression in T cells. This report will summarize 

the effects of this deletion on the patient’s immune system, psychological and mental changes, 

and maladaptive behaviors. This will be the first detailed immunologic analysis of FOXP1 in a 

human with FOXP1 deletion. 

 


