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Down syndrome (trisomy 21) is the most common chromosomal 
abnormality. The incidence is approximately 1/8001. 

Individuals with Down syndrome have a high incidence of 
developing malignancy, especially leukemia. Down syndrome 
is a high risk of developing acute myeloid leukemia  (AML), 
especially in those who are under the age of 5 years compared 
to a lesser risk of developing acute lymphoblastic leukemia 
(ALL)2.

The most common type of AML in Down syndrome is acute 
megakaryoblastic leukemia FAB-M7 (70%)2; other types are 
rarely seen in Down syndrome3. It was noticed that AML-DS 
has proceeded with transient abnormal myelopoiesis (TAM) 
that is resolved spontaneously in most of the cases; however, 
10% of these cases will progress to AML-DS.  Thirty percent 
of Down syndrome are found to have a special mutation called 
GATA 1 that is responsible for developing AML. DS neonate 
with this mutation has a silent clinical and hematological 
presentation4. This makes AML in Down syndrome unique 
because TAM is uncommon in AML without Down syndrome5.  

Cytomegalovirus infection is the most common congenital 
viral infection worldwide; it is a human-specific DNA virus, 
belonging to the Herpesviridae family6. The majority of 
Cytomegalovirus cases are asymptomatic, however, this virus 
causes many complications in immunocompromised patients 
and in the fetus6.
 
A primary CMV infection has a high transmission rate, 30–
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Hyperbilirubinemia could be a part of Down syndrome; some will develop Transient Abnormal 
Myelopoiesis (TAM), which present with hepatosplenomegaly. TORCH screening is a group of 
blood tests which include testing for congenital cytomegalovirus (cCMV) infection, toxoplasma, 
rubella, cytomegalovirus, and herpes simplex virus. 

We present a case of Down syndrome  who had symmetrical intrauterine growth retardation, 
intrauterine growth restriction (IUGR), anemia, leukocytosis, thrombocytopenia, 
hepatosplenomegaly and blast cells in the peripheral smear. A diagnosis of TAM was confirmed 
initially. TAM had resolved spontaneously in a month and the patient developed direct 
hyperbilirubinemia and progressive hepatosplenomegaly with elevated liver enzymes and 
persistent thrombocytopenia with no blast cells. A diagnosis of cCMV infection was confirmed. 
Congenital infection in Down syndrome may mimic leukemia. It is important for cCMV to be 
diagnosed and treated early to avoid the complications. 
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35%; a non-primary infection has a lower transmission rate, 
1.1–1.7%6. 
 
The aim of this presentation is to report a case of a Trisomy 
21 neonate with CMV infection mimicking Acute Myeloid 
Leukemia FAB-M5

THE CASE

A term baby boy was born from a non-consanguineous marriage 
(the mother is from Indonesia and the father is from Turkey), 
at full term 37 weeks, 37 weeks plus 4 days of gestation. The 
mother is a 40-year-old G3P3L3 who delivered by spontaneous 
vaginal delivery. The antenatal course had no complications. At 
birth, Apgar score was 9, 10 at 1 and 5 minutes, respectively. 
According to the growth chart for boys with Down syndrome, 
he showed symmetrical intrauterine growth retardation (IUGR) 
with all parameters below the 5th centile. 
 
The patient was transferred to the neonatal intensive care 
unit (NICU) at the age of 6 hours due to reduced activity, 
respiratory distress and hypoglycemia. On physical 
examination, he was showing a phenotype of Down syndrome, 
confirmed by karyotype, male 47, XY, +21. In addition, he had 
hepatosplenomegaly. 
 
Laboratory evaluation at birth showed leukocytosis with WBC 
count of 45.37x109/L. The  peripheral blood smear revealed 
blast cells 24.0%, metamyelocytes 5%, myelocytes 2%, 
lymphocytes 27%, see figure 1 (A and B).
 


