congenital neutropenia, CN
absolute neutrophil count, ANC 200/ul

2015 International Union of Immunological Societies Expert Committee
17

1990
granulocyte colony-stimulating factor G-CSF

severe chronic

neutropenia international registry, SCNIR G-CSF
myelodysplastic syndromes/acute myeloid leukemia,
MDS/AML G-CSF
MDS/AML

congenital neutropenia,

CN absolute neutrophil
count, ANC 200/ul
100 1-2
CN 80
ELANE SCN1 HAX1 SCN3
ANC G6PC3 SCN4
200/ul
SCN1 ELANE
3 ANC 150/ul 75~80%
HAX1 SCN3 Kostmann
HAX1
15% CN

-59 -



5
1) SCN1
NE
30kD
NE
ELANE
SCN1 NE mislocalization
NE NE
adaptor protein complex 3 (AP3)
NE NE
NE
BiP mRNA
wild type 2 6
NE
EIF2AK3
Wolcott-Raillison
BiP mRNA
SCN C/EBP-a LEF-1
MRNA
LEF1 SCN
SCN
G-CSF
STATS LEF-1
Bortezomib LEF-1 mRNA

NE secretory
leukocyte protease inhibitor (SLPI)

SLPI
24) NE
ELANE
2) SCN2 GF1
2003 GFl1 DNA
zinc finger
CD4 T B
G-CSF
T B
Cell line in vitro
GFI1 dominant negative
ELANE
GFI1 ELANE
GFI1
GFlI1 ELANE
NE
3) SCN3 HAX1 Kostmann

hematopoietic cell-specific Lyn substrate 1
(HCLS1)-associated protein X-1 HAX1
1997

HAX1
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36

LEF1
HAX1 HCLS1 -6-
LEF1 G-CSF UDP-
nicotinamide adenine dinucleotide
17 HAX1 phosphate oxidase gp91phox
HAX1
a
a b
a 5) SCN5 VPS45
VPS45
a b
68
VPS45
VPS45
4) SCN4 G6PC3
-6-
Glucose-6-Phosphatase; G6Pase
Glucose-6-Phosphatase protein 3 G6PC3
Glucose-6-Phosphatase-8; G6Pase-8
CN
G6Pase -6- MDS/AML
SCN
G6Pase G6PCI1, G6PC2, G6PC3 SCN3 Kostmann
G6PC1
la
-6-
-6- SCN4
glucose-6-phosphatase translocase; G6PT
SLC37A4 G6PTI1 Ib SCN5
G6PC3 SCN
G6PC3 ANC
Ib G6PC3
G-CSF MDS/AML
G6PC3
QOL

RRNA-dependent protein kinase-like ER kinase
pathway
Glycogen synthase kinase
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1)
Sulfamethoxazole-
trimethoprim ST

G-CSF 90%
G-CSF 8ng/kg
MDS/AML
SCN
G-CSF
G-CSF
CSF3R
SCN
AML
CSF3R-T618l 1.
G-CSF 1)
RUNX1 ASXL1
AML
G-CSF
2)
MDS/
AML
2)
MDS/AML
G-CSF
G-CSF
10 8pglkg
4% MDS/AML 11%
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14% MDS/AML 40%
SCN MDS/AML
QoL
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