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RESUMEN

Introduccion: el sindrome hemofagocitico es una entidad nosoldgica heterogénea de etiologia aln
desconocida relacionada con un descontrol y respuesta exagerada del sistema inmunoldgico. Tiene una
incidencia de 1-2 por cada milldn de nifios sin predominio de edad o sexo.

Presentacion de caso: lactante masculino de 7 meses de edad que luego de presentar varias infecciones,
ingresa con una sepsis grave por neumonia, los complementarios revelaron deplecion de las tres lineas
hematopoyéticas por lo que se diagnostico erroneamente una hemofagocitosis secundaria. Se extrajo
sangre para estudios genéticos y se actudé en consecuencia, el paciente no responde al tratamiento y
fallece dias después, arribando postmortem el diagnodstico genético de linfohistiocitosis hemofagocitica
familiar.

Conclusiones: las manifestacionesclinicas incluyen la presenciade sindrome febril, hepatoesplenomegalia,
alteraciones de la coagulacion, disfuncion hepatica, trastornos neurologicos y falla organica multiple.
En los estudios paraclinicos se demuestra pancitopenia y especialmente en el mielograma una franca
hemofagocitosis.
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ABSTRACT

Introduction: hemophagocytic syndrome is a heterogeneous nosological entity of still unknown etiology;
which is related to an uncontrolled and exaggerated response of the immune system. It has an incidence
of 1-2 per million children without age or sex predominance.

Case report: 7-month-old male infant who, after presenting several infections, was admitted with severe
sepsis due to pneumonia. Complementary studies revealed depletion of the three hematopoietic lines; as
a result secondary hemophagocytosis was misdiagnosed. Blood was drawn for genetic studies and acted
upon. The patient did not respond to treatment and died after some days; at postmortem the genetic
diagnosis of Familial Hemophagocytic Lymphohistiocytosis was confirmed.

Conclusions: clinical manifestations include the presence of febrile syndrome, Hepatosplenomegaly
(HPM), coagulation alterations, hepatic dysfunction, neurological disorders and multiple organ failure.
In paraclinical studies, the presence of pancytopenia was confirmed and especially in the myelogram a
frank hemophagocytosis.
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