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Case Report: Wiscott-Aldrich Syndrome

IMR is a 6 years old boy (born on 12.06.1999), directed from the hematology service, presenting eczema, low platelet number, with epistaxis and recurrent infections. He has a healthy brother and his parents are not relatives. IMR was hospitalized several times: When he counted 2 months of age, became to present petechiae, purpura and bloody diarrhea and on next moth, epistaxis and gegival bleeding. The following symptomatology included eczema, prolonged bleeding from cuts, pneumonia, impetigo, cellulitis, face abscesses and infectious artritis. His mother doesn't know how many internments he had.  In 2002 an hematologist concluded that he had a idiopathic trombocitopenyc purpura and became to treat with corticosteroids. During an hospitalization, in the same year, immunoglobulin evaluation was indicated, but it remained without an specialized appreciation. Infectologists followed the cases by treating  each infectious manifestation. As the eczema were improving, the child was directed to an allergology ambulatory.

At the first consultation with us, the boy had epistaxis and infected eczema. 

The laboratorial evaluation showed:

· Complete blood cell count:

· Normal Linphocit count (8.100 /cc); differential count was normal

· Trombocytopenia (45.000/cc)

· Qualitative evaluation of platelets: decreased diameter and volume.

· Quantitative serum immunoglobulin levels: 

	                      Immunoglobulin
	August 2002
	January 2005
	November 2005

	IgA
	225 mg/dl
	130,9 mg/dl
	180,5 mg/dl

	IgG
	1.160 mg/dl
	619,0 mg/dl
	561 mg/dl 

	IgM
	31 mg/dl
	< 10,4 mg/dl
	< 3,2 mg/dl

	IgE
	3.330 UI/dl
	374 UI/ml
	383 UI/ml

	
	Nefelometry (HSR)
	
	


· T Linphocits quantification (February 2005):


CD4+ = 478 cells/(l; 

CD8+ = 41 cells/(l;

CD4+ / CD8+ = 11.16; 

· Mantoux reaction: negative.

Wiskott-Aldrich Syndrome (WAS) is an immune deficiency characterized by associated disorders: the production of immunoglobulin M (IgM) is decreased; there is low number of blood platelets (thrombocytopenia), which have an abnormal small size. Eczema is very common. 

Our patient had characteristic findings of Wiskott-Aldrich Syndrome (WAS): Bloody diarrhea, prolonged bleeding from skin or mucosal cut can occur, because of platelets disorders (low numbers and small size); infections are frequently related: pneumonia, celluitis and infectious artritis translate the immune deficiency effects on organism vulnerability; eczema is related around 80% of individuals with WAS, since individuals with the syndrome may be specially atopic. 

Evaluation of blood immunoglobulin confirmed the diagnosis of immune deficiency disorders. A complete blood cell count, with quantitative and qualitative evaluation of platelet, presented low numbers of platelets and small platelets as usually is found in WAS. Our possibilities to proceed specific tests to evaluate the body's overall immune system function are limited. 

Low platelets and bleeding were treated with intravenous immunoglobulin, steroid medication (prednisone), or blood transfusion. Skin moisturizers and creams were used to treat the eczema; sometimes he used pimecrolimus. When infections were present,   appropriate antibiotics were used for control.

With a clinical diagnosis of WAS, this patient was directed to Curitiba on July 13, to try a bone marrow transplant, after genetic tests. 

