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Exploring for the causative gene of Kenny-Caffey syndrome type 2
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The major features of Kenny-Caffey syndrome (KCS) are proportionate short stature
, cortical thickening and medullary stenosis of the tubular bones, eye abnormalities, and transient hypoca
Icemia. This syndrome is classified to two types by their inheritance patterns. The recessive type is KCS
type 1,and the dominant type is type 2.
We explored for the causative gene for KCS type 2. We gathered all Japanese patients reported in the lite
ratures, and collected 13 peripheral lymphocyte samples of all four patients and their family members, and
obtained genome DNA with informed consent. We performed exome sequences of these samples,and found only o
ne possible responsible gene, FAM111A with the newly established pipeline for detectiong de novo causative
genes. Around the same time, another independent research group from Switzerland reported similar finding
s. These two independent studies confirmed that a recurrent de novo mutation of FAM111A causes KCS type 2.
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