
 

2

1. 24

2.
24

15

1.
24 45

48 Diamond Blackfan, DBA
8 101

24 13 24 6
88 4

1

27

26
2

– 105 –



 

2
24

26

DBA

101
7 0 177

0 0 38
88

77
Hb 2

88
29 18 37

4 16
50 56.8

10

2. Glanzmann’s thrombasthenia
41 1

2 1 0 41
15

13
10

9 70
15

3.

6 G6PD
19 PK

4
1
2 26

24 3 21
2

23 20
Hb 9.0 4.0 11.0 g/dl

3.35 2.3 6.2 mg/dl LDH237 144 1,235

23 17 4 1
1 10

3 18 25% 15

24

2 24

26
PRCA

26

– 106 –



 

2
15

26

1.
1) Wang R, Yoshida K, Toki T, Sawada T,

Uechi T, Okuno Y, Sato Otsubo A, Kudo
K, Kamimaki I, Kanezaki R, Shiraishi Y,
Chiba K, Tanaka H, Terui K, Sato T, Iribe
Y, Ohga S, Kuramitsu M, Hamaguchi I,
Ohara A, Hara J, Goi K, Matsubara K,
Koike K, Ishiguro A, Okamoto Y,
Watanabe K, Kanno H, Kojima S, Miyano
S, Kenmochi N, OgawaS, Ito E. Loss of
function mutations in RPL27 and RPS27
identified by whole exomesequencing in
Diamond Blackfan anaemia. Br J
Haematol. 168(6) : 854 864, 2015

2) Ikeda F, Toki T, Kanezaki R, Terui K,
Yoshida K, Kanno H, Ohga S, Ohara A,
Kojima S, Ogawa S, Ito E. ALDH2
polymorphism in patients with Diamond
Blackfananemia in Japan. Int J
Hematol.103 (1): 112 114, 2016.

2.

1. 2. 3.

– 107 –



 

  

– 108 –


