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molecular basis and a new genetic cause of primary aderenal insufficiency

Amano, Naoko

2,600,000
@ 63 54
STAR 19 NROB1 20 SAMD9 8 AAAS 3 NNT 2 MC2R 1 CDK N1C 1
@) 3 A A in vitro
B
Wnt-
Wnt-3

We enrolled 63 Japanese children (59 families) with biochemically
uncharacterized PAl, and sequenced 12 PAl-associated genes. We calculated the proportion of
mutation-carrying patients according to demographic characteristics. We identified genetic defects
in 50 (85%) families: STAR in 19, NROB1 in 18, SAMD9 in seven, AAAS in two, NNT in two, MC2R in one
and CDKN1C in one. This work was published in the peer-reviewed academic journal‘ European journal
of endocrinology.’

We identified submicroscopic deletions in the gene A in three patients with adrenal hypoplasia. The
in vitro study using the HEK293 cells having stable expression of gene A revealed that (B -catenin
producing-capacity would decrease in the identified gene A-deleted cells.
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Replacement therapy and

Legal sex (n) Karyotype (n) External genitalia (n) nonendocrine features (n) Genetic defects (n)
59 probands  Male (35) Normal (30) GC+MC (22) NROB1 (18)
NNT (1)
Unknown (1)
GC alone (5) STAR (2)
MC2R (1)

Unknown (2)
Nonendocrine features (3)  AAAS (1)
Unknown (2)

Underdeveloped (5) GC+MC (1) STAR (1)
Nonendocrine features (4) SAMDS (4)
Female (24) GC+MC (10) STAR (9)
Unknown (1)
GC alone (5) STAR (3)
AAAS (1)
NNT (1)
Nonendocrine features (4) SAMDS (2)
CDKN1C(1)
Unknown (1)
46,XY (5) GC+MC (4) STAR (4)

Nonendocrine features (1) ~ SAMDS9 (1)

GC, glucocorticoid; MC, mineralocorticoid.
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