©
2017 2021

ACTH

Exploration of novel causative genes for adrenal hypoplasia congenital and
familial isolated glucocorticoid deficiency
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We hypothesized that abnormalities in the mitochondrial glutathione system
might cause adrenal hypoplasia congenital (AHC) or familial isolated glucocorticoid deficiency
(FIGD), and analyzed the GSR and GPX4 genes in AHC and FIGD patients with unknown etiology. However,

we found no pathological variants in these genes. Then, we performed RNA-Seq analyses in
lymphoblastoid cells from a patient with FIGD caused by the NNT gene mutations and her mother, and
identified the CLPP gene at upstream of NTT. We considered CLPP a novel candidate gene causing AHC
or FIGD, and analyzed it in AHC and FIGD patients with unknown etiology. However, we found no
pathological variants in the gene.
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