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PLENARY SESSION 2: CASE STUDIES 

 
SECONDARY IMMUNODEFICIENCY DUE TO ANTI -CYTOKINE AUTOANTIBODIES  

Vijaya Knight, M.D.,   Ph.D., (D)ABMLI  

University of Colorado School of Medicine and Childrenôs Hospital, Colorado 

 

The association of autoantibodies to cytokines with immune deficiency, autoimmunity and/or immune 

dysregulation is increasingly being recognized. Presence of these 

autoantibodies in an otherwise healthy individual may result in a unique phenotype, similar to individuals 

with inherited defects of these cytokine pathways that are typically characterized by predisposition to 

infection with specific organisms. For example, autoantibodies to interferon gamma have been found to 

be associated with chronic, treatment refractory infections with intracellular organisms such as 

mycobacteria, autoantibodies to interleukin 17 with chronic mucocutaneous candidiasis, and anti-

interferon alpha autoantibodies with systemic lupus erythematosus. While low titer autoantibodies to 

these and other cytokines may be detected in normal individuals, patients with infectious or autoimmune 

manifestations tend to have high titer autoantibodies that may block or potentiate the function of the 

respective cytokine. Recognition of these autoantibodies is important because it may direct treatment 

toward a combination of adjunctive immunotherapy to modulate the autoantibody level while continuing 

with appropriate anti-microbial therapy.  

 
 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



 
 

 

 

 

 

 

 

 



Tuesday, August 11, 2020, 3:00-3:45 PM EDT 

PLENARY SESSION 2:  CASE STUDIES 

A CASE OF COVID-19?  TO BE DETERMINED BY SEROLOGY é 

Caleb Cornaby, Ph.D., MB(ASCP)cm 

UNC Health 

SARS-CoV-2 serology testing of patient sera is important in identifying and confirming convalescent 

plasma donors and performing epidemiological studies.  It may contribute in diagnostically challenging 

cases such as acutely infected but PCR negative patients or patients presenting with late complications. A 

short, but growing, list of serological assays has been given Food and Drug Administration emergency 

use authorization, leaving accredited laboratories a narrow choice of diagnostic tests that have limited 

data on assay performance. Here we present a case of a 69 year old female with comorbidities that would 

put her at higher risk for COVID-19. We will describe her clinical presentation, hospital stay, and SARS-

CoV-2 serological status which provide an example for the importance of using serology in the testing of 

COVID-19 convalescent plasma. 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 



 
 

 

 



 
 

 

 



 
 

 

 



 
 

 

 



 
 

 

 



 
 

 

 



 
 

 

 



 
 

 

 



 

 

 



 
 

 



 
 

 



 

 
 



 
 

 



Wednesday, August 12, 2020, 2:00-2:45 PM EDT 

PLENARY SESSION 2:  CASE STUDIES 

A CASE OF ABERRANT CD8 T CELL -RESTRICTED IL -7 SIGNALING WITH A JANUS 

KINASE 3 DEFECT-ASSOCIATED ATYPICAL SEVERE COMBINED IMMUNODEFICIENCY  

Aaruni Khanolkar, MBBS, Ph.D., D(ABMLI) 

 Feinberg School of Medicine at Northwestern University 

Severe combined immunodeficiency (SCID) disorders compromise lymphocyte numbers and/or function. 

One subset of SCID typically affects T cell and Natural Killer (NK) cell development in tandem (T- 

B+NK-) due to mutations arising in the genes encoding the common ɔ chain or Janus Kinase 3 (JAK3).  

In rare circumstances, mutations in the JAK3 gene have been reported to cause atypical SCID that 

selectively affects T cells (T-B+NK+).  Here we describe a case involving a female infant who was 

referred to our institution on day nine of life following an abnormal newborn screen result for T-SCID. 

Immunological assessments revealed a T-B+NK+ phenotype, and molecular analyses, including whole 

exome sequencing, identified compound heterozygous JAK3 variants (R117C and E658).  Pre-transplant 

phosflow analyses revealed a persistent IL-7 signaling defect, based on phospho-STAT5 measurements, 

only in CD8 but not CD4 T cells. Intriguingly, phospho-STAT5 signals in response to IL-2 stimulation 

were not affected in either CD4 or CD8 T cells.  The pre-transplant clinical course was unremarkable due 

to prompt and stringent anti-microbial prophylaxis, and the patient received an unrelated cord-blood stem 

cell transplant on day 716 of life (matched at 7 out of 8 HLA loci based on high resolution typing).  Post- 

transplant monitoring revealed that despite normalization of lymphocyte counts, the CD8 T cell restricted 

IL -7 signaling defect was still evident at day 627 post-transplant (phospho-STAT5 signal in CD8 T cells 

was >60% reduced compared to CD4 T cells).  The post-transplant clinical course has also been 

complicated by identification of autoimmune responses and likely GVHD-induced ichthyosis.  To the best 

of our knowledge this study represents only the third case of JAK3-associated atypical SCID reported in 

the literature. 

 

 



 



 


