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Analysis of germline predisposition and clinical features of childhood and AYA
myelodysplastic syndrome
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The purpose of this study is to identify the germline predisposition and to
elucidate the clinical features of myelodysplastic syndrome (MDS) in children and young adults in
Japan. Pearson syndrome is important as a differential disease of inherited bone marrow failure
syndrome in infants. It is a rare disease, and it was known that cytopenia spontaneously recovers.
Although GATA2 abnormalities are important as a germline predisposition to MDS, synonymous
substitution mutations that were classified as no significance have been shown to affect RNA
dysfunction and have pathogenic significance. As an international research, we cooperated analysis
on GATA2 and SAMD9/9L abnormalities in pediatric MDS.
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Exonic

Chr Start End Ref Alt Gene function Amino acid change VAF_tumor VAF_normal
21 36259192 36259192 G A RUNX1 Missense NM_001754:exon4:c.C299T:p.S100F 0.086 (o]

SNV
1 151774970 151774970 G A LINGO4  Missense NM_001004432:exon2:c.C211T:p.R71C  0.032 (]

SNV

Abbreviation: VAF, variant allele frequency.
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