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Case presentation

 A 3-year-old boy presented at age 18 months with bilateral multiple cervical lymphadenopathy
 Lymphadenopathy: insidious onset, painless and progressively increasing in size
 No history of weight loss, high fever, night sweat and cough
 The rest of systemic exam are unremarkable
 All lab data, imaging and immunologic assessment normal
 Lymph node biopsy: Kaposi sarcoma, IHC: HHV8 positive, HIV serology and PCR neg
 Fourth child of a consanguine marriage ( first cousins)
 Vaccination up-to-date without any complications 
 No history of serious illness or hospitalization before current illness
 No history of similar disease in parents and siblings



Case presentation

 Antiviral therapy with Gancyclovir and 6 session of chemotherapy with by weekly IVIG
 Response to treatment satisfactory, cervical lymphadenopathy subsided, viral load 

declined from 1000000 to 10000
 Antiviral treatment continued
 After 2 months presented with high fever, pallor, pancytopenia and hepatosplenomegaly
 Clinical and lab data fulfilled HLH criteria
 Viral load: HHV8 ( load: 5000000) accompanied by EBV (load: 6000)  
 HLH 2004 protocol plus Rituximab
 Clinical condition worsened by widespread nodular skin lesions and bilateral pleural 

effusion, massive ascites, scrotal effusion 
 Biopsy of skin nodule: Relapsed Kaposi sarcoma



Case presentation

 Pleural sample investigation not possible due to critical status of the patient
 R- CHOP, Gancyclovir, IVIG and low dose prednisolone 
 The patient died in another hospital  



Case presentation

 Whole Exome sequencing: TNFRSF4 or OX40 deficiency
 Inheritance: Autosomal Recessive 
 Impaired memory CD4+ T Cell response to recall antigens
 Juvenile onset disseminated HHV8 associated Kaposi Sarcoma
 One patient has been reported ( June  2016)
 Familial and functional study underway 


