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History and physical symptoms 
are consistent with HLH

HLH Panel by NGS
(AP3B1, BLOC1S6, CD27, ITK,

LYST, MAGT1, PRF1, RAB27A, SH2D1A, 
SLC7A7, STX11, STXBP2, UNC13D 

(MUNC13-4), XIAP (BIRC4))

If negative, other 
tests as required

Flow Cytometry Testing
(perforin, NK function, CD107A) PRF1

SAP/XIAP

SH2D1A

BIRC4

1. MUNC13-4
2. STXBP2
3. RAB27A
4. STX11
5. PRF1

Female Male

• If absolute lymphocyte count <300cells/μL, proceed to sequencing in lieu of flow cytometry testing.
• Saliva is preferred method of sample collection in patients with white blood cell counts <2000 cells/μL.  

For more information, please visit our website cincinnatichildrens.org/dchi 
or call the Diagnostic Center for Heritable Immunodeficiencies at 513-636-4474.

BRV276760 
4-18

Perforin and 
NK Function
abnormal/ 
decreased

Perforin
normal/ 

increased

abnormal SAP
abnormal XIAPnormal

normal


