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[Abstract] Objective To clarify the prevalence, clinical features and molecular characteristics of
germline GATA2 mutations in pediatric primary myelodysplastic syndromes (MDS). Methods Next-
generation sequencing technology was used to detect mutations in GATA2 and other myeloid malignancy
genes in 129 children with primary MDS from Jan. 2007 to Jan. 2018. The relationship between genotypes
and phenotypes was analyzed. Results Germline GATA2 mutations accounted for 8.5% (11/129) of all
primary MDS cases, and 14.0% (11/50) of MDS with excess blasts (MDS-EB) and acute myeloid
leukaemia with myelodysplasia-related changes (AML-MRC). Compared with GATA2 wild-type patients,
GATA2 mutated patients were older at diagnosis [8 (1-16) years old vs 6 years old (range: 1 month old-
18 years old), P=0.035] and higher risk of monosomy 7 (72.7% vs 5.2%, P <0.001) and classified into
MDS-EB and AML-MRC compared with refractory cytopenia of childhood (RCC) (63.6% vs 36.4%, P =
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0.111). The multivariate analysis showed SETBP1 mutation (P=0.041, OR=9.003, 95% CI 1.098-
73.787) and isolated monosomy 7 (P =0.002, OR =24.835, 95% CI 3.305-186.620) were significantly
associated with germline mutated GATA2. Overall survival (OS) and outcomes of hematopoietic stem cell
transplantation (HSCT) were not influenced by GATA2 mutational status. Conelusions Our data identify
germline GATA2 mutations have a high prevalence in older pediatric patients with monosomy 7, and high
risk of progression into advanced MDS subtypes. GATA2 mutation status does not affect OS in pediatric
primary MDS.
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