Constitutional SAMD9L mutations cause familial myelodysplastic syndrome and transient monosomy 7

From 4 unrelated pedigrees with myelodysplastic syndrome and loss of 7/7q
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MDS development Benign outcome and
normal hematopoiesis
Description of the somatic landscape likely contributing to MDS progression
Observation of transient monosomy 7
Occurrence of non random revertant mosaicism leading to complete hematological recovery
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