Immunogenomics MDT Pro Forma

Basic Information

	Age
	

	Sex
	

	NHS number
	

	100KGP participant ID if known
	

	Clinical immunology centre
	

	Clinical immunologist name
	

	Other info
	




Pedigree information & suspected IUIS category if known

	Pedigree:
	


	Suspected inborn error type(s):
	Unknown
	☐
	
	Combined immunodeficiency
	☐
	
	Predominantly antibody deficiency
	☐
	
	Immune dysregulation
	☐
	
	Phagocyte defect
	☐
	
	Defect of intrinsic/innate immunity
	☐
	
	Autoinflammatory disorder
	☐
	
	Complement disorder
	☐
	Consanguinity?
	


	Relevant family history?
	




Clinical Phenotype

	Abnormal infection history?
(mark box with “x” if feature present)
	Site, organism 
(if known)

	Recurrent &/or severe bacterial infection
	☐	

	Sepsis
	☐	

	Recurrent &/or severe viral infection
	☐	

	Chronic mucocutaneous candidiasis
	☐	

	Opportunistic infection
	☐	

	Susceptibility to mycobacterial disease
	☐	

	Other infection (please specify)


	



	Autoinflammatory/autoimmune features?

	Fever
	☐	Aphthous ulcers
	☐	SLE
	☐
	Haemophagocytosis
	☐	Elevated ESR
	☐	Urticaria
	☐
	Cytopenias
	☐	Amyloidosis
	☐	Vasculitis
	☐
	Intracranial calcification
	☐	Arthritis
	☐	Atypical HUS
	☐
	CNS symptoms
	☐	Hypothyroidism
	☐	Dermatitis
	☐
	GLILD
	☐	Other (please specify)



	Other granuloma
	☐	

	
Organomegaly, lympho-proliferation, neoplasia?

	Hepatomegaly
	☐
	Splenomegaly
	☐
	Lymphadenopathy
	☐
	Lymphoma
Specify:
	☐
	Other
Specify:
	☐


	Impaired growth & nutrition?

	Failure to thrive
	☐
	Diarrhoea
	☐
	Enteropathy / enterocolitis
Specify age at onset (yr): 
Small bowel/large bowel [delete]
Histology:
	☐
	Microcephaly
	☐
	Dysmorphic features
Specify:
	☐


Laboratory values: core

	Immunoglobulin levels g/L (required)
	Specific antibody production (required)

	IgG*
	
	
	Pre-booster
	(Post-booster)

	IgA
	
	Tetanus
	
	

	IgM
	
	HiB
	
	

	IgE (IU/L)
	
	Pneumococcus
	
	

	*Please state if on Ig replacement: Y/N
	Other (specify)
	
	



	Haematology (required)

	Hb (g/L)
	

	WBC
	

	Neutrophils
	

	Lymphocytes
	

	Platelets
	

	Mean platelet vol (if available)  
	☐machine, fL
☐film
	

	Monocytes
	

	Blood film
	



	Lymphocyte subsets (cells/µl)

	CD3
	

	CD4
	

	CD8
	

	B cells
	☐CD19 or
☐CD20?

	NK cells
	





Laboratory values: if relevant/available

	
Complement (if relevant)

	C3
	

	C4
	

	CH100
	

	AP100
	



	Autoantibodies (if relevant)

	DAT (Coomb’s)
	

	ANA
	

	Other autoantibody (please specify)
	



	HLH lab parameters (if relevant)

	Ferritin
	

	Triglycerides
	

	Fibrinogen
	

	sCD25
	

	Other
	



	Additional immunophenotype data, if available

	Class-switched memory B cells %
	


	Neonatal TREC count
	☐normal
☐abnormal

	Naïve CD4 (specify units)
	


	Naïve CD8 (specify units)
	


	TCRγδ%
	


	TCRαβ+CD4-CD8- (DNT) %
	


	HLA-DR+ T %
	


	TCR Vβ usage
	☐normal
☐abnormal

	T cell proliferation to PHA
	☐normal
☐abnormal

	Neutrophil oxidative burst
	☐normal
☐abnormal

	Any other diagnostic information (please detail):

	







Genetic testing results

	Type:
	single gene/targeted panel/WES/WGS

	Strategy:
	singleton/trio/other (specify)


	Source:
	


	Reported variants of interest:

	



	  Query:
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