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WHIM (Warts, Hypogammaglobulinemia Infections,

Mylokathexis syndrome)

 - 0.23 cases per million live births

 - Autosomal dominant

 - Pathogenic variant in CXCR4









Clinical Presentation

 - Severe neutropenia

 - Recurrent bacterial infections

 - HPV skin infections (Squamous Cell Cancers)

 - Tetralogy of Fallot (10%)



Management and Treatment

- HPV Vaccination

- IV IG

- Prophylactic Clotrimazole or Azithromycin

- Gcsf

- CXCR4 receptor antagonists













(CHS) chediak – Higashi Syndrome

 - Fewer than 500 cases worldwide

 - Autosomal recessive

 - Abnormal organelle protein trafficking

 - Neutropenia and impaired bactericidal activity

 - Giant Azurorophilic granules in neutrophils

 - Abnormal plt aggrigation







Clinical Presentation

 - Variable oculocutaneous albinism

 - Progressive neurologic deterioration



Management and Treatment

 - HSCT

 - Supportive care (antimicrobials – Gcsf)

 - Standard HLH therapy (accelerated phase)



CGD (chronic granulomatous disease)

 - 1 in 200/000 live births

 - Genetically heterogeneous disorder

 - Defects in the phagocyte NADPH oxidase













Clinical Presentation

 - Recurrent, serious infection with catalase-pos

bacteria (Staph aureus), Fungi (Aspergillus)

 - Inflammatory bowel disease and SLE

 - Skin, lungs, liver, GI, lymph node involved from 

both infectious and inflammatory pathology



Management and Treatment

 - Avoiding from BCG, and live bacterial vaccines

 - Life time prophylactic antibiotics (Co-

trimoxasol) and antifungals (Itraconazole)

 - Interfron – gamma therapy – HSCT and Gene 

therapy






