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Malignant Neoplasms
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4
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2. 26 Chronic Renal Diseases
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6,260
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0
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Chronic Respiratory Diseases
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1,641
1,367
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0 0
3,008
1 2 5




4, 26 Chronic Heart Diseases
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5
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5 26 Endocrine Diseases

26,744
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160

22,905

64

296

12,451
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2 0 0
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4 (GH) 0 (GH) 0
5 0 (ACTH) 0
(ACTH)
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(PRL) 0
7 568 « ) 370
198
1 0
8 5 5
2 0
9 (Cushing) 8 8
10 (TSH) ( 38 (TSH) « ) 38
)
11 (ADH) 3 3
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12 « ) 63 ( ) 63
3 0
4 0
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13 (Simmonds) 1
14 467 71
396
15 ( 107 107
)
16 (GH) « )
17 11,229 11,229
( 0
18 18
19 ( ( 298 262
) 29
7
20 3
21 (ACTH) 20 (ACTH) ( 20
« )
22 (PRL) « ) 1 (PRL) « ) 1
23 2
24 (Laron) 2 (Laron) 2
25 6
26 4,945 1,697
3,248
6 0
7 0
27 ( 3,016 949
(Basedow) ) 2.067
0
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33
8 0
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31 15 15
32 15 15
33 8
34 9
35 959 445
9 514
36 (Verner-
Morrison, WDHA) 10
37 0] 0
10 0
11 0
(VIP) 0
12
38 0] 0
39 ( 0 ( 0
)
40 (Zollinger-
Ellison) 11
41 119 48
70
1
13 0
42 13
43 VIP(Vasoactive-Intestinal-
Polypeptide) 12
44 (Kallmann) 4
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46 (Klinefelter) 13 13
47 0 0]
48 1 1
0]
14
15 0]
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57 40 | ( ) 40
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(Stein-Leventhal)
)
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65 ( 0 0
)
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71 | XX 0 | XX 0
72 XY 6 | XY 3
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74 (Sipple) 21
75 (Schmidt) 0 0
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20 0
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22 0
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82 9 8
1
83
(hypoparathyroidism-Addison-
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84 7 7
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1
( ) 23 0
0
24
86 (Addison) 36 33
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3
87 6 6
88 (Cushing) 7 7
89
25
90 ( (Conn)
) 26
91 2 2
0
25
92 169 148
( 12
(Prader) )
2
7
93 ACTH 42 ACTH 42
94 19
95 83 83
96 15
97 2 2
(  (Conn) 0
) 26
98 89 ( ) 89
99 0 0
100 2 2
101 (ACTH) 27 (ACTH) 27
102 | 3B 2| 3B 2
( (Bongiovanni)
)
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104 | 17a 3| 17a 3
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109 (Liddle) 0 0
110 8 8
(
111 (McCune- 31 31
Albright)
112 0 0
0 0
26,744
1. 13 7
2. 23 8
3. 20 12 (
4. a4 12 ¢ )
5. 16 (GH) ( ) 17
6 25 26
7. 29 26
8. 33 28
9 34 35
10. 36 37
11. 40 37
12. 43 (VIP) 37
13. 42 41
14. 62 / 48
15. 96 48
16. 53 49
17. 54 49
18. 18 57
19. 94 66
20. 73 76 (MEA MEN)
21. 74 76 (MEA MEN)
22. 78 79
23. 80 ) 85
24. 83 85
25. 89 91
26. 90 ( (Conn) ) 97
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6. 26 Collagen Diseases

2,950
437
15
2,437
11
50
1,292
1,658
0
1
(Wissler-Fanconi)
2 ( 858 234
)( ( ) 609
) ( ) 12
( ) 3
/ 0
3 (Sjogren) 128 128
4 53 53
5 7 7
6 1,873 J1A) 1,869
(JRA) 0
4
7 (Stevens- 17
17
Johnson)
8 (still) 0 0
9 14 14
2,950
1 / 6
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Diabetes Mellitus

5,725

684

1 |1 ( ) 4,757 | 1

4,757

2 |2 ( ) 849 | 2

849

3 ( ) 119

MODY1(HNF-4a

MODY2(Glucokinase

)

MODY3(HNF-1a

MODY4(IPF-1

MODY5(HNF-1p

B

MODY

19
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26

Inborn Errors of Metabolism

4,017

329
17
3,605

1 0 0]
2 0] 0]
3 4 4
4 41 41
5 (Hermansky- 4 4
Pudlak)
6 (Ehlers-Danlos) 70 70
7 (Osteogenesis 484 484
imperfecta)
8 ( ) 913 478
435
9 1 0] 0]
10 0] 0]
11 0] 0]
12 0] 0]
13 0] 0]
14 C- 4 C- 4




15 ( 2 ( 1
(HDL) (Tangier) (HDL) )
) - - 1
16 (Wolman) 3 1
2
17 163 ( 13
( 150
)
18 0] 0]
19 (VLDL) 0 / VLDL 0
20 (LDL) 4 / LDL 4
21 20 20
22 0] 0]
23 0] 0]
24 0] 0]
25 ) ( 6 () ( 6
(Bassen-Kornzweig) (Bassen-Kornzweig)
) )
26 (Refsum) 0 ( ) 0
27 2 2
28 63 63
29 17 17
30 ( (Lignac) 6 6
)
31 51 51
32 3 3
33 (Hartnup) 1 1
34 (Fanconi) 20 20
35 3 3
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36 26 26

37 47 47

38 6 6

39 13 13

40 D ( 168 56

) 33

79

41 (Wilson) ( 232 232

)
42 (Menkes) (kinky- 16 16
(steely)hair )

43 ( ) 30 18

12

44 0] 0]

45 66 66

46 1 1

47 ( 65 14

16

7

1

( 27

48 ( (Herlitz) 2 2

)

49 (Lowe) ( ) 30 (Lowe ) 30

50 1 109 1,429
( )
548 31
0]
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16

18

16
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74
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85

CoA
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21

CoA

16

CoA

17

CoA

3- CoA

37

212 -1,6-
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Xl

31

13

12

1 GLUT1

16

328

99

13

GM1-

GM2-

14

14

28

46

(-

13
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72

18

16

11

11

40

Alexander

13

Crigler-Najjar

Pelizaeus-Merzbacher

27

4,017
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9. 26

Blood Diseases and Immunodeficiencies Including Haemophiliae

3,481

406

23

2,995

8

49

2,575

906

0

[\[e]
1 1 1
2 0 0
3 8 8
4 1 1
5 15 15
6 0 0
7 1 1
8 ) 11 11
9 ) 4 4
10 ) 9 9
11 18 18
12 A) 1,200 A) 1,200
13 B) 259 B) 259
14 ( 2 2
(Stuart-Prower) )
15 X1 7 X1 7
16 X (Hageman) 1 X ) 1
)
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17 X ( 11 ( 11
18 (von Willebrand) 239 239
19 0] 0
20 C (protein C) 16 (protein C) 16
21 S (protein S) 4 (protein S) 4
22 ( 59 11
(Kasabach-Merritt) ) 48
23 ( 40 ( 9
1 2
2 29
3 0
24 8 8
25 2
26 3
27 29 29
28 2 2
29 5 5
)
30 (strage pool ) 0 (strage pool ) 0
31 6 5
1
32 0] 0
33
(Bernard-Soulier)
34 0] 0
("Aspirin-like' defect)
35 0 ( 0
( )
36 509 325
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91

93
37

38 45 4,5 45

39 0 0

40 1 1

41 5 5

42 0 ( 0

43 2 ( 2
44

45 0 0

46 0 0

47 62 ( ) 1

6 0

7 0

8 0

10 2

c 11 0

D 12 0

E 13 0

59

48 125 125

49 0 F 0

50 4 4

51 0 ( ) 0

52 4 4

53 5 ) 5

0

54 0 0
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55 2 2

56

57 0 0

58 1 1

59 -6- (G-6- 11 -6- (G-6-PD) 11

PD)

60 0 0

61 0 0

62 0 0

63 ( ) 7 3
0
4

64 0 0

65 7

66 0 0

67

68 2 M 0
2

NADH 0
69 NADH
9

70 5 - 0 5 - 0

71 3 2
1

72 10

73 0 0

74 C 11

75 D 12
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76 E 13
77 S 0 S 0
78 2 2
79 0 0
80 0 0
81 |2 4- 0 4- 0
82 0 0
83 0 0
0
B6 0
14
15 0
84 B6
14
85 15
86 (Alder) 0 0
87 90 38
( ) 1
3
4
16
17 37
7
88 23 23
89 10 10
90 30 ( 1
IgE 26
1
2
91 0 0
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92 0 0
(Pelger-Huet)
93
(Spat-Damashek)
16
94 17 16 16
0
95 0 0
96 (May-Hegglin) 2 2
97 0 0
98 (Wiskott- 33 33
Aldrich)
99 0 0
100 (Good) 0 0
101 0 0
102 12 | HIV 12
(AIDS HIV )
103 (Chediak-Higashi) 3 ) 3
( )
104 ( 58 52
) 4
18 0
1
X 1
105 18
106 19
107 11 7
() 4
108 136 29
2
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65

2
20 38
109 (DiGeorge) 8 8
110 21
111 (Nezelof) 22
112 42 (CvID ) 40
(variable immunodeficiency) 5
113 11 Ig 11
22 0
114 (Bruton)
20
115 0] 0
116 C ) ( 13 12
(Louis-Bar) ) 1
117 EB 55 EB 55
118 63 63
119 GVHD(Graft Versus Host 52 GVHD( ) 52
disease )
120 23 10
19 5
21 2
190G 5
1
121 0 0
C < IM— ) ( IM— )
122 | 1gA 2 | 1gA 2
123 | IgM 0| IgM 0
124 ( 9 9

(Rendu-Osler-
Weber) )
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125 1 1
) 0
126 1 1
127 22 22
128 5 5
4 4
3,481
1. 33 23 ( )
2. 25 23 )
3. 26 23 ( )
4. 37 38
5. 44 38
6. 56 47 ( )
7. 65 47 )
8. 67 47 ( )
9. 69 NADH 68
10. 72 47 )
11. 74 C 47 ( )
12. 75 47 ( )
13. 76 E 47 ( )
14. 84 B6 83
15. 85 83
16. 93 (Spat-Damashek)
87 ( )
17. 94 87 (
18. 105 104 (
19. 106 120
20. 114 108
21. 110 120
22. 111 (Nezelof) 113
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Neuromuscular Diseases

4,853
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33
4,241

1 (West) ( ) 2,710 (West) ( ) 2,710

2 459 459

3 255 255

4 (SSPE) 14 (SSPE) 14

5 139 122

0

2

11

4

6 ( 279 ( 279
) )

7 ( 211 ( 211

)

8 0 0

9 50 50

10 (Leigh) 78 (Leigh) 78

11 (Rett) 154 (Rett) 154

12 (Lennox-Gastaut) 504 (Lennox-Gastaut) 504

4,853
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Digestive Diseases

2,595

203
12
2,343

1 (Alagille) ( 79 (Alagille) ( 79
arterio hepatic dysplasia) arterio hepatic dysplasia)
2 45 45
3 4 4
4 8 8
S ( ) 9 ( ) 9
6 2 2
7 32 32
8 (Gilbert) 0 (Gilbert) 0
9 33 33
10 25 25
11 ( 328 272
) 22
34
12 ( ) 1,950 ( ) 1,950
13 (Dubin-Johnson) 1 (Dubin-Johnson) 1
14 52 52
15 (Rotor) ( 0 (Rotor) ( (Rotor) 0
(Rotor) ) )
16 7 7
17 20 20
2,595
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1,405 ( 1,405
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GH () 0 0

28 18

10

127 127

50 50

73 73

24 14

3

2

() 0

0

0

0

2

1

2

0

0

1 1

1,708
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6,798
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9,346 ( 9,346
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GH) ¢ ) 0 0

202 147

55

735 735

410 410

460 460

73 34

IgA 1

7

7

() 1

1

0

1

1

0

1

1

0
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0

3

1

1
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2 569
325 56.9
47
33.3%
91.7%
89.2%
31.0%
24 8%

20.2%
85%

35.7%
70.8% 25.2%

4.0%
24 3%
1.5-4.9%
4.6%
4.3%
62.8%

11.7%
1 3,000-
4,000 2,000-

3,000 5,000-6,000

2,000-3,000
500-750
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18

31

14

No.

17
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23
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25
26
27

28
29
30
31

32

15
13
50
18

No.

10
11
12
13
14
15
16

91.7%

298

8.3%

27

2-1.

89.2%

290

2.5%

8
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2-2.

43 11.6%
115 31.0%
92 24.8%
75 20.2%
46 12.4%
52 16.0%
225 69.2%
41 12.6%
2 0.6%
5 1.5%
120 22.8%
82 15.6%
http://www.shouman.jp
188 35.7%
78 14.8%
26 4.9%
33 6.3%
230 70.8%
13 4.0%
82 25.2%
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5-1. 5

147 45.2%
147 45.2%
105 32.3%
95 29.2%
56 17.2%
4 1.2%
5-2. 5
79 24.3%
16 1.8%
23 1.5%
16 4.9%
11 3.4%
54 9 2.8%
52
10 3.1%
28 8.6%
2.2%
1.8%
15 4.6%
14 4.3%
1.5%
1.2%
2.5%
12 3.7%

-80 -



204
38
20
42
21

62.8%
11.7%
6.2%
12.9%
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80 71
70
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40 36
29
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10.

11.

9 2.8%
234 72.0%
80  24.6%
2 0.6%
31 9.5%
286  88.0%
8 2.5%
28 8.6%
292 89.8%
5 1.5%
252 77.5%
53  16.3%
19 5.8%
1 0.3%
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12.

61 18.8%
119 36.6%
189 58.2%
83 25.5%
23 7.1%

207 63.7%

85 26.2%

76 23.4%

89 27.4%

127 39.1%

59 18.2%

72 22.2%

116 35.7%

33 10.2%
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2 15

2 16

2 17

2 18 Nail-Patella
2 19

2 20

2 21 7 20

3 22

4 23

5 24

6 25

7 26

8 27

9 28
10 29
11 30
12 Gitelman 31 Gitelman
13 Bartter 32 Bartter
14 33
15 34
15 35
16 36
16 37
16 38
16 39 Potter
16 40
16 41
16 42 36 41
17 43
17 44

)

17 45 43 44
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18 46
19 Fanconi 47 Fanconi
20 Lowe 48 Lowe
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1 1

2 Mobitz 2 2 Mobitz 2
3 3

4 4

5 5

6 6 WPW
6 7

6 8 6 7

7 9

7 10

7 11 9 10

8 12

9 13

10 14

11 |QT 15 |QT

12 16

13 17

14 18

15 19

16 20

17 21

18 22

19 23

20 24

21 25

22 26

23 27

24 28

25 29

25 30

25 31 |29 30

26 32

27 33

28 34

28 35

29 36

30 37

31 38

32 39

32 40

33 Fallot 41 Fallot
34 42 Taussig-Bing
34 43 Taussig-Bing
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36 45

37 46

38 Ebstein 47 Ebstein
39 48

40 49

41 50

42 51

43 52

43 53

43 54

43 55

44 56

45 57

46 58

46 59

47 60

48 61

49 62

50 63

51 64

52 65

52 66

53 67

54 68

55 69

56 70

56 71

56 72

56 73 Williams
56 74 70 73
57 75

57 76

58 77

58 78

58 79 77 78
59 80 Valsalva
59 81 Valsalva
60 82

60 83
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63 91
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63 93
63 94
64 95
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65 97
66 Fontan 98 Fontan
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De Morsier
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Joubert
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Rett
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6 15 Gorlin
6 16 von Hippel-Lindau
6 17
7 18 Werner
7 19 Cockayne
7 20 Hutchinson-Gilford
8 21 Canavan
8 22 Alexander
8 23
8 24
8 25
9 |ATR-X 26 ATR-X
10 27
11 GPI 28 GPI
12 29
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13 30

13 31 (Apert)

13 32 (Crouzon)
13 33 |30 32

14 34

15 35

16 36

16 37

17 38 Duchenne
17 39 Emery-Dreifuss
17 40

17 41

17 42
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17 43

17 a4 Ullrich

17 45 |38 44

18 46

18 47

18 48

18 49

18 50

18 51

18 52 46 51
Schwartz-Jampel

19 53 Schwartz-Jampel

20 54
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20 55 West

20 56 Lennox-Gastaut
21 57 Unverricht-Lundborg
21 58 Lafora

22 59

23 60

24 61

24 62

25 63

25 64

26 65

27 66

27 67

27 68
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28 Alcardi-Goutieres 70 Aicardi-Goutieres
29 71

30 Rasmussen 72 Rasmussen

31 73

32 74

33 75
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35 77

36 78
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1 4

1 5

1 6

2 7

3 8

4 9

4 10

4 11

4 12
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6 14

6 15 Crohn

6 16

7 IPEX 17 IPEX

8 18

9 19
10 20

11 21

12 22

12 23 Alagille
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12 26 Caroli
12 27

13 28
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16 31

17 32

18 Crigler-Najjar 33 Crigler-Najjar
19 34

19 35
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21 Hirschsprung 37 Hirschsprung
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21 Hirschsprung 39
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1 1
1 2011-2013
2011 0.359 2012 0.342
2013 0.311
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IgA 2
3 2011 :0.344 2012
0.316 2013 :0.290 1
3
3 2011 :0.384 2012
0.336 2013 :0.324 0.35
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8.5% 45.2% 35.8% 2.6%
16.5%, 0.001

B.
p value
27.2% 79.0% 0.001
23 26 25,920 16.8% 51.9% 0.001
4,240 30.0% 65.0% 0.001
11.7% 20.5% 0.001
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1 2001 2014
2001 1,091 62 4,117 76 5,346
2002 937 37 4,099 313 5,386
2003 1,014 52 3,981 52 5,099
2004 993 62 3,892 54 5,001
2005 918 73 4,715 264 5,970
2006 788 74 5,046 108 6,016
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2008 787 26 5,708 135 6,056
2009 819 38 5,362 78 6,297
2010 767 41 5,555 68 6,431
2011 817 45 5,330 66 6,258
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2013 949 38 5,763 69 6,819
2014 684 30 4,891 121 5,726
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2 1998 2014
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2010 2,791 44.0 3,505 55.3 135 6,341
2011 2,668 42.6 3,454 55.2 136 6,258
2012 2,925 43.3 3,831 56.7 0 6,756
2013 2,979 43.7 3,840 56.3 0 6,819
2014 2,510 43.8 3,216 56.2 0 5,726

42,125 43.2 54,065 55.4 1,509 97,609
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E14.9 505 471 397 464 28 6 2 2 4 5 5 1 7 32
9.4 9.0 78 9.3 0.5 0.1 0.0 0.0 0.1 0.1 0.1 0.0 0.1 0.6
75 25 43 27 121 110 109 100 121 138 116 122 117 91
15 0.4 0.8 0.6 2.0 18 17 17 1.9 2.1 1.9 18 17 1.6
5346 | 5246 | 5099 | 5001 | 5970 | 6016 | 6366 | 6056 | 6297 | 6431 | 6258 | 6756 | 6819 | 5726
2012-2014 6,000 82 5,000
16 1,000 110 2 2
*2005 2014 2005 2006 2007 2008 2009 2010 2011 2012 2013 2014
[}
E119A 20 (034 |19 | 032 |16 | 025 |13 | 021 |12 (049 [11 (017 (6 [010 [ 3 | 004 | 3 | 004 | 3 | 005
E119B 7 (01210 | 017 | 7 |011| 4 | 007 |5 [008 |6 (0093 (0054 |006| 8 |012|38 |014
E119C |Leprechaunism 0 [000 |1 0021 |002]1 |[002|0 {0002 (0032 0031 |001| 1 |001|0 |000
E119E 2 |003|2 |003|2 |003|2 |003|2 [003|2 (0030 (0000 |000| O |000]|0 |000
E119F 41 | 069 |42 | 070 |42 | 066 |40 | 066 |45 | 071 |52 | 0.81 (39 | 062 (53 | 0.78 | 46 | 0.67 |30 | 052
E119G | B 0 [000|2 |003|1 |002|1 0020 {0001 (0021 (0021 |001| 1 |001]|2 |003
E118H 16 | 027 |11 [ 018 (2 [ 003 |1 (002 |1 (0022 |003|6 |010|5 |007 | 3 |004(1 [002
E11.9] 6 [010| 4 |007 |4 |006|0 [000|1 |002|5 (0085 (0083 |004| 1 |001]|2 |003
E11.9J 2 |003|1 |002|1 |002|6 [010|6 {010 |7 (011 (6 010 |7 |010| 20 |045| 2 | 003
E119L 2 [003|1 |002|1 |002|1 [002|4 [006|4 (0063 0053 |004| 4 |006]|3 |005
E11.9M 2 [003|2 |003|2 |003|4 [007 |1 0022 (0034 (0062 |003| 2 |003|3 |005
E119N 1 /002|121 (0025 0086 (0105 (008 |5 |008|5 |008|5 |007| 6 |0093 |005
E119P 13 | 022 | 9 | 045 (15 | 024 |14 (023 |24 | 038 (29 | 045 |21 | 034 |18 | 027 | 22 | 032 |19 | 033
E119Q 2 [003|1 |002|1 |002]|0 [000|3 [005|2 (0034 (0067 |010| 5 |007]|6 |010
E119R 4 |007 |2 |003|2 |003|7 |012|8 {043 |7 (011 (10 [016 (10 |015| 4 | 006 | 2 | 003
6 | 010
2005 MODY
2007 2012-2013 5-6 MODY3 MODY2
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2012 2013 2014 2012 2013 2014

1 12 6 7 8 1 0 0 0 0

1 34 27 22 28 1 1 0 0 0

2 52 55 43 50 2 2 0 0 1

3 77 77 63 72 3 1 1 0 1

4 112 111 91 105 4 0 0 0 0

5 122 128 117 122 5 2 0 0 1

6 165 161 131 152 6 1 3 0 1

7 165 183 153 167 7 2 1 3 2

8 214 203 176 198 8 2 7 3 4

9 247 252 212 237 9 4 7 7 6
10 289 299 239 276 10 22 15 13 17
11 347 343 289 326 11 35 39 26 33
12 392 408 331 377 12 49 59 48 52
13 439 449 354 414 13 89 70 68 76
14 467 477 407 450 14 123 115 66 101
15 481 521 419 474 15 157 158 119 145
16 508 496 465 490 16 148 162 135 148
17 532 550 455 512 17 185 166 156 169
18 519 520 463 501 18 137 168 119 141
19 380 355 319 351 19 116 103 83 101
5554 5621 4757 5311 1076 1074 846 999

12 17 18-19
2014 1 13
6 2001 2014 1 2
2001 | 2002 |2003 2004 (2005 |2006 |2007 |2008 2009 |2010 |2011 (2012 (2013 (2014
582 537 598 575 648 539 625 531 589 541 570 651 694 504 585
319 245 269 261 242 228 233 235 207 198 223 192 239 156 232
2001 2011 2012-2013 2014
2001 2014
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2005 | 2006 | 2007 | 2008 | 2009 | 2010 | 2011 | 2012 | 2013
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" ] (200) | (200) | (200) | (200) | (200) | (100) | (200) | (100) | (100) | (100)
2 GAD
1.5 3 11 5 5 4 7 7 8 8 6.4
a6) | 5|l enlen|@2| 3 |66 | (5.0 | 4.2 ] @36)
1.5 78 69 | 57 78 77 73 | 81 74 | o1 | 76
42.6)(35.6)[ (31.3)| (41.9) | (42.8) [ (45.1) | (41.8) | (46.3) [ (47.4)| (41.5)
102 | 114 | 120 | 103 | 99 [ 82 | 106 | 78 [ 93 | 100
(55.7)| (58.8) | (65.9) | (55.4) | (55.0) | (50.6) | (54.6) | (48.8) | (48.4) | (54.9)
1 1 3 1 2 2 2 3 4 2
GAD 0.5 | 05 | @6 |5 ]| a@ay]| a2 aol @yl 1| @2
8 2 0 15
2005 | 2006 | 2007 | 2008 | 2009 | 2010 | 2011 | 2012 | 2013
() 364 380 382 352 392 353 362 338 339 362
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7-15 2005-13

0,
( ( ( (*)
58 30 13 57.4
44 12 25 54.3
43 12 13 63.2
39 12 9 65.0
38 16 5 64.4
40 11 5 714
31 14 10 56.4
27 17 6 54.0
26 8 11 57.8
24 9 6 615
22 8 8 57.9
15 11 9 429
18 9 6 54,5
13 13 7 394
18 7 8 545
11 11 9 355
16 11 4 51.6
21 9 1 67.7
15 7 7 51.7
16 7 3 61.5
12 10 4 46.2
16 5 3 66.7
9 9 5 39.1
10 9 4 43.5
8 5 5 44.4
11 6 1 61.1
11 4 2 64.7
5 4 7 31.3
7 8 1 43.8
9 3 4 56.3
9 2 4 60.0
10 4 1 66.7
6 5 3 429
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6 5 2 46.2
4 5 3 33.3
7 2 2 63.6
6 2 3 545
6 3 2 545
8 4 1 3 50.0
7 2 3 2 28.6
7 2 3 2 28.6
6 3 1 2 50.0
6 0 3 3 0.0
5 3 0 2 60.0
5 4 1 0 80.0
1 1 0 0 100.0
29 713 344 235 55.2

- 160 -




1 2 2005-2013
/10

3.00

2.50 o

2.00

1.50

1.00

0.50

0.00 —— T T —— T
0 1 2 3 4 5 6 7 8 9 10 11 12 13 14 15

-161 -




2- . 2005-2011 7-12 2
(%)

40.0

30.0

20.0

10.0

0.0

2-2. 2005-2011 13-15 2

40.0

30.0

20.0

10.0

0.0

-162 -




29

JA

JIA
RF
10

(H27-28)

519 473

91.3
JIA 10
10 55

https://drive._google.com/open?id=1YGIC_Te
dxRZnQaog9BTg3h12SRM&usp=sharing

- 163 -



Wilcoxon

(

Wilcoxon

C.

2011-2014
2011-2013

2011 143
2014 11.1
2011
38.5
2012 50
33.7

435
38.2

36.4

google map 41.9
35.7

50 44

33.3

35.9

Fisher

km
+ SD
134.4 2013 93.1+ 140.1 2014
25-75% 2011
47.0 27.2-104.2 2013
43.0 27.2-93.9
100km 300

2011

1637

20
2000

2014

p<0.0001
km
2005

RF
2011-2013 D.

2014

- 164 -

2012 10

93.1+ 126.4 2012

2013 10

47.2
38.5
48

32.1 2013

38.5
33.3

2014
36

33.3

94.4+
83.7+ 116

47.0 28.8-117.5 2012
45.0 27.2-99.3 2014

km

2008



2014

RF

2011 10 fiisx =--2014 8

- 165 -

10



1 /MEFIE FRBPFLERPFEERDEE

B0

50

40

30

20

10

2,500

2,000

1,500

1,000

m AR o G

X2 /NMeHE BGRFEEOORERE

GCs: ¥ W3ILFI4F

(%) 2011

2012 2013 2014

ONSAIDs [GCs OREMAEE ORENHE oEDFRORA

- 166 -



£1 MEHE BERFEREDOEE (%)

ene REBSE RFEBME  BRAES s
FEE Lpm J’gm SEAEE BEAEF % (RFEF ggg‘.}i % B8

B % % B R 2
2011 35.3 23.0 18.3 16.2 6.0 0.4 09
2012 33.8 23.2 16.7 17.6 7.1 0.4 1.2
2013 319 24.7 16.8 17.5 7.1 0.5 1.5
2014 301 24.3 176 17.6 7.7 0.6 2.2

RE:UITHFETF

3 #EEEFEE OEM/IEFEM AR E

02011 M2012 @ 2013 02014

400
300

f p<0.001 lzun 2013)
i H 1
i 1 j v R
- — [
0 L L = = = =
L & E i a6 i E . L £ L £
¥E OKE KK 5 EE Ex
=By o1 BA T 2 RFERTS SR  rRFBIESM  SMES EEY R gk
s s 2 (RFFER) A T A0 AR i 2

(plEIEWilcoxon¥EE)

- 167 -



=2 ke AR D/ EEM R A
FinDFE- P RIE

Fg+sp  |PR{E((25%-75%) |[F+sp  |[PRIE(25%-75%)
2011 [12.5%45  [13.1(9.0-16.3) 13.1+£4.5 [13.8(9.6-16.8) p<0.01
2012 [12.6%£45  [13.3(8.9-16.4) 13.5+4.3 [14.3(10.3-17.2)  |p<0.01
2013 [12.7+4.4  [13.3(9.3-16.4) 13.7+4.3 [14.5(10.6-17.3)  |p<0.01
2014 [12.8%£4.4  [13.4(9.3-16.5) 13.8+4.3 [14.8(10.7-17.4)  |p<0.01

SERABITOCAT I ERSIT TRETMELRITLTY

D - M At 1= <0
ETOFEETHMEROEMHHEIIESE(Pp<0.05) (pEIEWilcoxoni )

B4 HE4EE E DHPYIEEPIER
AR

02011 W2012 W2013 *- 2014

0<0.01(2011) p<0.01(2011-2014)
p<0.01(2011) p<0 01 (2012) [ |
_ p=0.048(2012) P=0.04(2013)
i 3 <9 P=0.03(2013) e %
3 3 cadk
3 3 s P g 1ad
3 5 4 1 +
40 -t :'- — :‘: :: %
] 3 . - X X
3 3 3 3 3
20 9 = 3 K -
»0i3
0 P b |
(%) N JENM wM  JEWM MM MM oM MM M dEmM
NSAIDs GCs RAEHER kg TE EWFrEH

(pE I Wilcoxon & 3E)

- 168 -



X5 2011-2014F 4k EREERF D @ET
HEFENEFHhEMEFREERLGLHES

{ OR&ERFRE mRIFEFR

140

120

100
80 _' ﬂ X

&0

mﬂMnanmﬂM hnmﬂ!ﬂnmmmm M’LM M mmmmﬁmﬂmm L

Elclcﬁfl:EE'l:E'ﬁl:"l:EE'l:E'l:l:l_'_l:EE'l:E'l:l:E'l:EE'l: EEEE
""""""

=|=§ﬂﬁ(%) 2011(14 3% ) =2012(10%) -2013(10%) =2014(11.1%) |

E6 2014F{hEERFRZ2E (BEH) IZH1T5
%E%ﬁﬁﬁ I8 Fr & @ e 2o &R 18 AT B T D BE Bk (km).
|

o S

- 169 -



=3 FF/3EFMIEE A . fhERE R IR

RRELELV

&3 Hh &R B R 1R &of B S5 R & AT IR Fr il D BE B (km)

= |fiLERIE TR

K B ERL IERE Ty ERhRE |(HMEAEFREE| EETY EERch il

fF 1 1%]“ = E=3)] [25-75%) EBE (%) (5D) [25-75%)

2005 20.3 139.54+138.6 |93.9 (30.9-227.3)| 7.8 |p<0.0001|89.44-99.5|60.5 (35.6-108.5)| P=0.02

2008 28.7 1251+129.7 |90.8 (28.7-187.5)| 7.9 |p<0.0001 |80.0+70.8|60.5 (30.9-118.4)| P-0.03

97.44+

2011 23.1 915+114.3 (47.0(28.7-121.4)| 8.4 |p<0.0001| ~/ " |56.5(28.7-116.7) | p=0.73
_ _ | 1204+

2012 20.0 85.3+114.5 | 45.4(27.2-99.3) | 7.3 |p<0.0001| " " |60.5(30.9-123.7) | p=0.09
_ _ | 129.9%

2013 19.2 79.8+113.0 | 43.0(27.2-908) | 7.9 |p<0.0001| ") -7 |60.5(30.9-124.1) | p=0.01
_ _ | e02x _

2014 20.2 8L7+118.8 | 43.0(27.2-90.8) | 7.7 |p<0.0001| ~ -°° |43.0(30.9-124.4)| p=0.19

-170 -

plE I8P vs. JEFEFY
W& : Fisher(D IE FERE B M EIERSE)
PEEE  Wilcoxond®E




29

JaSMIn
JaSMIn 20 199 H25
389
20 38 36 52
97 35
Seo Joo-Hyun 20 21
A.
JaSMIn 20
JaSMIn
1637
C.
B.
JaSMIn
25
JaSMIn 20
389
JaSMIn 20
JaSMIn 199

-171 -




IMELIaSMINCHEIF B 51 VY — ARERBENRDLLE

IV (H25EEE) | JasMIn20mtm) | JasMIn ik
L) B(N\—S—fFfEa) 8l 8 |
L B TR\ —AEIERT) 117] 67] as|
L DR I R Ty i) 15 12| 19
L OEEEN R (EIL A AR) E| 4 9
AOEEEE(TO b— - 5= R E 3 5
S T ) o
L OV EREE (T 4 1 2)
P E—sa 1 9
[GM1-F T UA= E| E 3
[GM2-4 22T U A 50 [ m 0 R (-1 T s 4T R5) 16| 11] 14|
EREEEC AT — 17 18] 23 20
=~ B 7| 11 14|
SED= o . =
S =
R 11 8 11 35
=)= 1 0l [3]
=] 16| 6 =]
r=1y] 4 2 4
s U o 1]
T 3 13 31
) — ol i 9
O B U I 2T i 4 E] 3
SILF FILAIL P9 —H RIE 1 ol [
B-1154 b S — - 41 5 = — iR 4 0
BRI duEFE=—22 2| 0] 2
&t] 389 199 361
20
38 36 E
52 97
35 40
JaSMInS-f VY — LSRR
62.1% E 63.6%
_ 37.9% ( 36.4%
LTS 51328 AOUEFE—224 5t
N e P S, A3K e ol 30%
— 52.7% — 97.0%
=219 1558 JrEIU—5 ite6d 1
JaSMInS-1 VY — AR Fabry
= 94.1% 81.0% 20 2 225-231
. 5.9% . 19.0%
: : 2017-02
2.
1 Y 20 S el
GM1,GM2Z-H A UAS =52 5178 EMEETA RO T — 3218 TRARER, Je RN W E B 6kl (JaSMIn
: 71.4% : 72.7%
EETTTTTTTTT we% o 59
2017
=N P amcE §H14 DIwrids iH11E G
1.
20
2.
JaSMIn

-172 -



29

9
3 G6PD  PKD
23 4 96
G6PD25 PKD 5 7
G6PD 60
19 PKD 14
G6PD Hb 7 /dl
11 11 Hb PKD
17

G6PD 5 9 PKD 1 2 2 3

G6PD Hb PKD
Hb7g/dl

6. 7 8.
G6PD, PKD,
1637
29 10
23 26 4
114
4
9 4 16,505
Hb, 4
96 0.58%
1. 2. 3 4.

-173 -




2.3 la 4 D.

27 G6PD, 5 PKD, 7
3.3 1b G6PD  PKD

G6PD 26 23

PKD,
4. 2
4-1. G6PD 60
19
48 80
4-2. PKD 14 G6PD
Hb 7 /dl
4

11

4-3. 11
Hb PKD
5 26 23
26
3 G6PD

5-1.  G6PD

Hb  10g/dl 3

2,3
5-2. PKD 3
19
5-3. 2
15
3
6. 17 26
4 15
G6PD 5 9 PKD
2 2
G6PD
Hb PKD
Hb7g/d1
PKD Hb7g/dI

-174 -

G6PD,

PKD

0.58%
G6PD
26 11

10

PKD

17



3 G6PD  PKD

1. Ohara A, Furui T, Shimizu C, Ozono S,
Yamamoto K, Kawai A, Tatara R, Higuchi A,
Horibe K. Epidemiology and management of
cancer among adolescents and young adults
in Japan.

2. Seki M, Kimura S, Isobe T, Yoshida K, Ueno
H, Nakajima-Takagi Y, Wang C, Lin L, Kon A,
Suzuki H, Shiozawa Y, Kataoka K, Fujii Y,
Shiraishi Y, Chiba K, Tanaka H, Shimamura
T, Masuda K, Kawamoto H, Ohki K, Kato M,
Arakawa Y, Koh K, Hanada R, Moritake H,
Akiyama M, Kobayashi R, Deguchi T, Hashii
Y, Imamura T, Sato A, Kiyokawa N, Oka A,
Hayashi Y, Takagi M, Manabe A, Ohara A,
Horibe K, Sanada M, Iwama A, Mano H, Miyano
S, Ogawa S, Takita J. Recurrent SPI11 (PU.1)
fusions in high-risk pediatric T cell acute
lymphoblastic leukemia. Nat Genet. 2017;
49:1274-1281

3. Ogawa C, Taguchi F, Goto H, Koh K, Tomizawa
D, Ohara A, Manabe A. Plasma asparaginase
activity, asparagine concentration, and
toxicity after administration of

Erwiniaasparaginase in children and young

adults with acute lymphoblastic leukemia:

Phase 1/11 clinical trial in Japan. Pediatr

Blood Cancer. 2017;64: e€26475-8

2
1. . AYA -2016
22
2017.11

2. : (AYA)

: : 2018.2
3. : (AYA)

: : 2018.3
4. : (AYA)

2018.3
G.
1 / /
/7

- 175 -



la

PKD

G6PD

25

10
11
12
13
14
15
16
17
18
19
20
21

22

1b

11
15

PKD

14
15

G6PD

22
15
13
10
60
66

23
24
25
26

-176 -



G6PD PKD
60 14 11
56 12 7
Hb  g/dl 9.5 6-13 7 5-11.2 10 5-13
44 8 8
Bil mg/dl 3 1.2-738 515 1.5-6.8 34 1.6-5.9
>2mg/dl 5
19 11 6
41 3 5
2. 1 4
3. 8 2 1
4. 48 10 6
6. 1
8. 1 1
9. 2
26
G6PD PKD
11 3 2
10 3 2
1 0
13 5-19 13 3-19 15, 15
11 3 2
Hb g/l 10 8-2.7 11.2, 7.0, 7.0 13.0, 10.0
10.0 5
2 2
Bil mg/di 2.95 1.2-35 6.8 5,5.9
7 2 0
>2mg/dl
1
9 3
8. 1

- 177 -




4 17 19
G6PD PKD
9 2
5 1
17 4 2
18 3
19 2 2
9 2
Hb g/di 11 (11-13) 7.0, 7.0 13.0, 12.0, 12.0
7
Bil mo/di 4.85(3.6-5.4) 3.0, 1.6
3 2 1
3
9 2
1 3
5
3 2

-178 -




29

PID
PIDJ
NPO PID Pier
(PID) 1637
C.
DNA

(PIDJ)

PID
PIDJ(Primary Immunodeficiency Database in
Japan)

-179 -



4481 2869
64% 804 28%
1381 1115 3092
61 40
PIDJ
QoL
[PID |
‘50 JSIAD _piDg \
[ L
Ny ] Il
L& . +* #
L 5 e | |
—— o %&
[ @\—1 ‘
o vy
-
\éb\&s?« o \\ . /7/%6(‘%
f,JSIﬁADg .
e 110 7] 1
v;‘f/:?m v 5 b {
L Phe
Ao
. e
g _gﬁ IN* MH!.*;
e el Sk Mgiii?m”s
A iiTa} F @;Bﬁu
Wiﬁj» fel Yy
o 3
RS 2
NPO PID
Pier
D.
3.

- 180 -

IUIS

PID

PID

Nakagawa R, Takasawa K, Yeh TW, Imai
K, Kashimada K, Morio T. Type 1 diabetes

mellitus  associated  with  activated
phosphatidylinositol 3-kinase delta
syndrome, type 2. J Diabetes. 2018
May;10(5):421-422. doi:

10.1111/1753-0407.12638.

Tanaka-Kubota M, Shinozaki K, Miyamoto
S, Yanagimachi M, Okano T, Mitsuiki N,
Ueki M, Yamada M, Imai K, Takagi M,
Agematsu K, Kanegane H, Morio T.
Hematopoietic stem cell transplantation
for pulmonary alveolar proteinosis
associated with primary
immunodeficiency disease. Int J Hematol.
2018 May;107(5):610-614. doi:
10.1007/s12185-017-2375-1.

Asano T, Okada S, Tsumura M, Yeh TW,
Mitsui-Sekinaka K, Tsujita Y, Ichinose Y,



Shimada A, Hashimoto K, Wada T, Imai K,
Ohara O, Morio T, Nonoyama S,
Kobayashi M. Enhanced AKT
Phosphorylation of Circulating B Cells in
Patients With Activated PI3Kd Syndrome.
Front Immunol. 2018 Apr 5;9:568. doi:
10.3389/fimmu.2018.00568.

Okano T, Tsujita Y, Kanegane H,
Mitsui-Sekinaka K, Tanita K, Miyamoto S,
Yeh TW, Yamashita M, Terada N, Ogura 'Y,
Takagi M, Imai K, Nonoyama S, Morio T.
Droplet Digital PCR-Based Chimerism
Analysis for Primary Immunodeficiency
Diseases. J Clin Immunol. 2018 Apr 18.
doi:  10.1007/s10875-018-0497-8. [Epub
ahead of print]

Egawa M, Kanegane H, Imai K, Morio T,
Miyasaka N. Intravenous immunoglobulin
(IVIG) efficiency in women with common
variable immunodeficiency (CVID)
decreases significantly during pregnancy. J
Matern Fetal Neonatal Med. 2018 Apr
3:1-5. doi: 10.1080/14767058.2018.1455824.
[Epub ahead of print]

Kadowaki T, Ohnishi H, Kawamoto N,
Hori T, Nishimura K, Kobayashi C,
Shigemura T, Ogata S, Inoue Y, Kawai T,
Hiejima E, Takagi M, Imai K, Nishikomori
R, Ito S, Heike T, Ohara O, Morio T, Fukao
T, Kanegane H. Haploinsufficiency of A20
causes autoinflammatory and
autoimmune disorders. J Allergy Clin
Immunol. 2018 Apr;141(4):1485-1488.e11.
doi: 10.1016/j.jaci.2017.10.039.

Sugawara Y, Imai K, Kashimada A,
Moriyama K, Baba S, Nishikomori R,

Motegi M, Takeuchi Y, Morio T.
Autoinflammatory phenotypes in
Aicardi-Goutieres syndrome with

interferon upregulation and serological
autoimmune features. J Allergy Clin
Immunol. 2018 Mar;141(3):1135-1138. doi:
10.1016/j.jaci.2017.10.019.

Oshima K, Saiki N, Tanaka M, Imamura H,
Niwa A, Tanimura A, Nagahashi A,
Hirayama A, Okita K, Hotta A, Kitayama S,
Osawa M, Kaneko S, Watanabe A, Asaka I,
Fujibuchi W, Imai K, Yabe H, Kamachi Y,

10.

11.

12.

-181-

Hara J, Kojima S, Tomita M, Soga T, Noma
T, Nonoyama S, Nakahata T, Saito MK.
Human AK?2 links intracellular
bioenergetic redistribution to the fate of

hematopoietic ~ progenitors. Biochem
Biophys Res Commun. 2018 Mar
4:497(2):719-725. doi:

10.1016/j.bbrc.2018.02.139.

Horikoshi Y, Umeda K, Imai K, Yabe H,
Sasahara Y, Watanabe K, Ozawa Y, Hashii
Y, Kurosawa H, Nonoyama S, Morio T.
Allogeneic Hematopoietic Stem  Cell
Transplantation for Leukocyte Adhesion
Deficiency. J Pediatr Hematol Oncol. 2018
Mar;40(2):137-140. doi:
10.1097/MPH.0000000000001028.

Takagi M, Hoshino A, Yoshida K, Ueno H,
Imai K, Piao J, Kanegane H, Yamashita M,
Okano T, Muramatsu H, Okuno Y,
Shiraishi Y, Chiba K, Tanaka H, Miyano S,
Ogawa S, Hayashi Y, Kojima S, Morio T.
Genetic heterogeneity of uncharacterized
childhood autoimmune diseases with
lymphoproliferation. Pediatr Blood Cancer.
2018 Feb;65(2). doi: 10.1002/pbc.26831.
Leiding JW, Okada S, Hagin D, Abinun M,
Shcherbina A, Balashov DN, Kim VHD,
Ovadia A, Guthery SL, Pulsipher M, Lilic
D, Devlin LA, Christie S, Depner M, Fuchs
S, van Royen-Kerkhof A, Lindemans C,
Petrovic A, Sullivan KE, Bunin N, Kilic SS,
Arpaci F, Calle-Martin O,
Martinez-Martinez L, Aldave JC,
Kobayashi M, Ohkawa T, Imai K, Iguchi A,
Roifman CM, Gennery AR, Slatter M, Ochs
HD, Morio T, Torgerson TR; Inborn Errors
Working Party of EBMT and the PIDTC.
Hematopoietic stem cell transplantation in
patients with Gain of Function STAT1
Mutation. J Allergy Clin Immunol. 2018
Feb;141(2):704-717.e5.

Tsujita Y, Imai K, Honma K, Kamae C,
Horiuchi T, Nonoyama S. A Severe
Anaphylactic Reaction Associated with
IgM-Class Anti-Human IgG Antibodies in
a Hyper-1IgM Syndrome Type 2 Patient. J
Clin Immunol. 2018 Jan;38(1):144-148. doi:
10.1007/s10875-017-0466-7.



13.

14.

15.

16.

17.

Kanegane H, Hoshino A, Okano T, Yasumi
T, Wada T, Takada H, Okada S, Yamashita
M, Yeh TW, Nishikomori R, Takagi M,
Imai K, Ochs HD, Morio T. Flow
cytometry-based diagnosis of primary
immunodeficiency diseases. Allergol Int.
2018 Jan;67(1):43-54. doi:
10.1016/j.alit.2017.06.003

Kaneko R, Yamamoto S, Okamoto N,
Akiyama K, Matsuno R, Toyama D,
Hoshino A, Imai K, Isoyama K.
Wiskott-Aldrich syndrome that was
initially diagnosed as immune
thrombocytopenic purpura secondary to a
cytomegalovirus infection. SAGE Open
Med Case Rep. 2018 Jan
9;6:2050313X17753788. doi:
10.1177/2050313X17753788.

Ishiwata Y, Nagata M, Tsuge K, Takahashi
H, Suzuki S, Imai K, Takagi M, Kanegane
H, Morio T, Yasuhara M. Population
Pharmacokinetics of Intravenous Busulfan
in Japanese Pediatric Patients With
Primary Immunodeficiency Diseases. J
Clin Pharmacol. 2017 Oct 27. doi:
10.1002/jcph.1027. [Epub ahead of print]

Okano T, Nishikawa T, Watanabe E,
Watanabe T, Takashima T, Yeh TW,
Yamashita M,  Tanaka-Kubota M,
Miyamoto S, Mitsuiki N, Takagi M,
Kawano Y, Mochizuki Y, Imai K, Kanegane
H, Morio T. Maternal T and B cell
engraftment in two cases of X-linked
severe combined immunodeficiency with
IgG1 gammopathy. Clin Immunol. 2017
Oct;183:112-120. doi:
10.1016/j.clim.2017.08.003.

Nagasawa M,Mitsuiki N, Aoki Y, Ono T,
Isoda T, Imai K, Takagi M, Kajiwara M,
Kanegane H, Morio T. Effect of
reduced-intensity conditioning and the
risk of late-onset non-infectious
pulmonary complications in pediatric

18.

19.

20.

21.

-182 -

patients. Eur J Haematol. 2017
Dec;99(6):525-531. doi: 10.1111/ejh.12967
Miot C, Imai K, Imai C, Mancini AJ, Kucuk
ZY, Kawai T, Nishikomori R, Ito E, Pellier I,
Dupuis Girod S, Rosain J, Sasaki S,
Chandrakasan S, Pachlopnik Schmid J,
Okano T, Colin E, Olaya-Vargas A,
Yamazaki-Nakashimada M, Qasim W,
Espinosa Padilla S, Jones A, Krol A, Cole N,
Jolles S, Bleesing J, Vraetz T, Gennery AR,
Abinun M, Giingor T, Costa-Carvalho B,
Condino-Neto A, Veys P, Holland SM,
Uzel G, Moshous D, Neven B, Blanche S,
Ehl A Severe Anaphylactic Reaction
Associated with IgM-Class Anti-Human
IgG Antibodies in a Hyper-lgM Syndrome
Type 2 Patient. S, Doffinger R, Patel SY,
Puel A, Bustamante J, Gelfand EW,
Casanova JL, Orange JS, Picard C.
Hematopoietic stem cell transplantation in
29 patients hemizygous for hypomorphic
IKBKG/NEMO mutations. Blood. 2017

Sep 21;130(12):1456-1467.

Wada T, Miyamoto S, Okamoto H,
Matsuda Y, Toma T, Imai K, Takagi M,
Morio T, Yachie A. Prolonged neutropenia
due to antihuman neutrophil antigen 2
(CD177) antibody after bone marrow
transplantation. Pediatr Blood Cancer.
2017 Jul;64(7). 26388

Nagasawa M,Ohkawa T,Takagi M, Imai K,
Morio T. A Stable Mixed Chimera After
SCT with RIC in an Infant with IkBa
Hypermorphic Mutation. J Clin Immunol.
2017 Jul;37(5):413-414.
doi:10.1007/s10875-017-0375-9

Hoshino A, Okada S, Yoshida K, Nishida
N, Okuno Y, Ueno H, Yamashita M, Okano
T, Tsumura M, Nishimura S, Sakata S,
Kobayashi M, Nakamura H, Kamizono J,
Mitsui-Sekinaka K, Ichimura T, Ohga S,
Nakazawa Y, Takagi M, Imai K, Shiraishi Y,
Chiba K, Tanaka H, Miyano S, Ogawa S,
Kojima S, Nonoyama S, Morio T Kanegane
H. Abnormal hematopoiesis and
autoimmunity in human subjects with
germline IKZF1 mutations JAllergy Clin
Immunol. 2017 Jul;140(1):223-231.




22.

23.

24,

25.

26.

Sekinaka Y, Mitsuiki N, Imai K,Yabe M,
Yabe H, Mitsui-Sekinaka K, Honma K,
Takagi M, Arai A, Yoshida K,Okuno
Y,Shiraishi Y, Chiba K, Tanaka H, Miyano
S, Muramatsu H, Kojima S, Hira A, Takata
M, Ohara O, Ogawa S, Morio T,
Nonoyama S. Common Variable
Immunodeficiency Caused by FANC
Mutations. J Clin Immunol. 2017
Jul;37(5):434-444.

Takashima T, Okamura M, Yeh TW, Okano
T, Yamashita M, Tanaka K, Hoshino A,
Mitsuiki N, Takagi M, Ishii E, Imai K,
Kanegane H, Morio T. Multicolor Flow
Cytometry for the Diagnosis of Primary
Immunodeficiency Diseases. J Clin
Immunol. 2017 Jul;37(5):486-495.

Takagi M, Ogata S, Ueno H, Yoshida K,
Yeh T, Hoshino A, Piao J, Yamashita M,
Nanya M, Okano T, Kajiwara M, Kanegane
H, Muramatsu H, Okuno Y, Shiraishi Y,
Chiba K, Tanaka H, Bando Y, Kato M,
Hayashi Y, Miyano S, Imai K, Ogawa S,
Kojima S, Morio T. Haploinsufficiency of
TNFAIP3 (A20) by germline mutation is
involved in autoimmune
lymphoproliferative syndrome. J Allergy
Clin Immunol. 2017 Jun;139(6):1914-1922.
Hoenig M, Lagresle-Peyrou C, Pannicke U,
Notarangelo LD, Porta F, Gennery AR,
Slatter M,Cowan MJ, Stepensky P,
Al-Mousa H, Al-Zahrani D, Pai SY,1Al
Herz W, Gaspar HB,Veys P,Oshima K,
Imai K, Yabe H, Noroski LM, Wulffraat
NM, Sykora KW, Soler-Palacin P,
Muramatsu H, Al Hilali M, Moshous D,
Debatin KM, Schuetz C, Jacobsen EM,
Schulz AS, Schwarz K,Fischer A, Friedrich
W, Cavazzana M; European Society for
Blood and Marrow Transplantation
(EBMT) Inborn Errors Working Party.
Reticular dysgenesis: international survey
on clinical presentation, transplantation,
and outcome. Blood. 2017 May
25;129(21):2928-2938.

Takagi M, Ishiwata Y, Aoki Y, Miyamoto S,
Hoshino A, Matsumoto K, Nishimura A,
Tanaka M, Yanagimachi M, Mitsuiki N,

-183 -

Imai K, Kanegane H, Kajiwara M,
Takikawa K, Mae T, Tomita O, FujimuraJ,
Yasuhara M, Tomizawa D, Mizutani S,
Morio T. HLA haploidentical
hematopoietic cell transplantation using
clofarabine and busulfan for refractory
pediatric hematological malignancy.

Int J Hematol. 2017 May;105(5):686-691

. Goto F, Uchiyama T, Nakazawa Y, Imai K,

Kawai T, Onodera M. Persistent
Impairment of T-Cell Regeneration in a
Patient with Activated PI3K 6 Syndrome.
J Clin Immunol. 2017 May:;37(4):347-350.

. Egawa M, Imai K, Mori M, Miyasaka N,

Kubota T. Placental Transfer of
Canakinumab in a Patient with
Muckle-Wells Syndrome. J Clin Immunol.
2017 May;37(4):339-341.

. Slack J, Albert MH, Balashov D,

Belohradsky BH, Bertaina A, Bleesing J,
Booth C, Biichner ], Buckley RH,
Ouachée-Chardin M, Deripapa E, Drabko
K, Eapen M, Feuchtinger T, Finocchi A,
Gaspar HB, Ghosh S, Gillio A,
Gonzalez-Granado LI, Grunebaum E,
Glingor T, Heilmann C, Helminen M,
Higuchi K, Imai K, Kalwak K, Kanazawa
N, Karasu G, Kucuk ZY, Laberko A, Lange
A, Mahlaoui N, Meisel R, Moshous D,
Muramatsu H, Parikh S, Pasic S, Schmid |,
Schuetz C, Schulz A, Schultz KR, Shaw PJ,
Slatter MA, Sykora KW, Tamura S,
Taskinen M, Wawer A, Wolska-Kus Nierz
B, Cowan MJ, Fischer A, Gennery AR,;
Inborn Errors Working Party of the
European Society for Blood and Marrow
Transplantation; European Society for
Immunodeficiencies, Stem Cell Transplant
for Immunodeficiencies in Europe
(SCETIDE), the Center for International
Blood and Marrow Transplant Research,;
Primary Immunodeficiency Treatment
Consortium. Outcome of Hematopoietic
Cell Transplantation for DNA-Double
Strand Breakage Repair Disorders. ]
Allergy Clin Immunol. 2017 Apr 7. pii:
S0091-6749(17)30567-5. doi:



10.1016/j.jaci.2017.02.036. [Epub ahead of
print]

30. Rawat A, Vignesh P, Sharma A, Shandilya
JK, Sharma M, Suri D, Gupta A, Gautam V,
Ray P, Rudramurthy SM, Chakrabarti A,
Imai K, Nonoyama S, Ohara O, Lau YL,
Singh S. Infection Profile in Chronic
Granulomatous Disease: a 23-Year
Experience from a Tertiary Care Center in
North India. J Clin Immunol. 2017
Apr;37(3):319-328.

1 Jennifre Leiding, Troy Torgerson,
STAT1

( ) 40
2017.02.02
2. \ , , ,

Wiskott-Aldrich 1 ) 40
2017.02.02

, , Tzu-Wen Yeh, ,

, . Droplet digital PCR

C )
40 2017.02.02

FluBU  FluMel

( ) 40

2017.02.02

7.Tamura A, Uemura S, Yamamoto N, Nakamura
S, Fujiwara T, Tahara T, Saito A, Kozaki A,
Kishimoto K, Ishida T, Hasegawa D, Hiroki H,
Okano T, Imai K, Morio T, Kosaka Y,
Kanegane H. Reduced-intensity conditioning
transplantation for X-inked lymphoroliferative

syndrome type 1( ) 40
2017.02.02
8. , , ; , ,
, , Evans
1
2017.01.20
9. : : , :

, , , Successful cord
blood transplantation in a patient with
adult-onset common variable
immunodeficiency 1

2017.01.20

10. , , , ,
, Aditya K. Padhi, Kam Y Zhang,

. IKZF3

B ( ) 1
2017.01.20
11. : ; ' )
PAXS
( ) 1
2017.01.20
12. : ; ; , ,
RAS ALPS RALD
1
2017.01.21
13. : ; ' ,
WHIM 8
1

- 184 -



14.

15.

16.

17.

18.

19.

20.

21.

22.

2017.01.21

;
2017.11.11
CTLA4
) 59
2017.11.11
. SCID
T
) 59
59
2017.11.10
(
( ) 59
2017.11.09
NEMO
59
2017.11.09
49
2017.10.21
b !%gf{i!

(

) 59

2017.11.

59

2017.11.

fibrin

. EB

NATA VARG NAERE, BE2 R e

NF-kB2 (CviD10) 1
49
2017.10.21
; : , . X
2 HHV-6 DNA
49
2017.10.21
. Very
late relapse 1
49
2017.10.21
X
49
2017.10.21

. Matsumoto K, Takagi M, Ishiwata Y, Aoki Y,
Miyamoto S, Hoshino A, Nishimura A,
Tanaka M, Yanagimachi M, Mitsuiki N, Imai
K, Kanegnane H, Kajiwara M, Takikawa K,
Mae T, Tomiota O, Fujimura J, Yasuhara M,
Tomizawa D, Mizutani S, Morio T. HLA
haploidentical HCT using clofarabine and
busulfan for refractory pediatric leukemia.

JSH 2017 2017.10.20

23.
59

24.

25.
10

26
09 27

28.

29.

30.

-185-

. Imai.k Newborn Screening of PID in japan
APSID 2017 Autumn School 2017.10.10
Hong Kong

STAT3 27
2017.10.07.
A20
45
2017.09.28



XIAP

45
2017.09.28
31. , ;
45
2017.09.28
32.
45
2017.09.29
33. , , : ; ;
, MHC class CITA
8 8
2017.9.23
34, , Kabuki
8
8 2017.9.23
35. , : : ;
IPEX
1 8
8
2017.9.23
36. , : ;
X
8
8
2017.9.23
37. : , LN, :
, : , Christoph
Klein, , :
X
8
8
2017.9.23
38. Kodawaki T, Ohnishi H, Kanegane H,

Kawamoto N, Hori T, Nishimura K,
Kobayashi C, Shigemura T, Ogata S, Inoue Y,

39

40

41

42.

43.

44,

45.

46.

Kawai T, Hiejima E, Takagi M, Imai K,
Nishikomori R, Ito S, Heiki T, Ohara O,
Morio T, Fukao T.A Nation-wide Survey of
Haploinsufficiency of A20 Reveals the
Frequent Coincidence of Autoimmunity in
Japan. ESID 2017.2017.09.13 Edinburgh, UK

. Ono S, Yanagimachi M, Okano T, Hoshino A,
Takagi M, Imai K, Morio T, Kanegane H.
Inflammatory Bowel Disease Associated
with XIAP Deficiency can be cured by
Hematopoietic Stem Cell Transplantation.
ESID 2017 2017.09.12. Edinburgh, UK

. Okano T, Imai K, Mitui-Sekinaka K, Yeh T.W,
Takashima T, Kanegane H, Nonoyama S,
Morio T. Combined Immunodeficiency and
Progressive Lymphoproliferative Diseases of
Activated P13Ky Syndrome Rescued by
Hematopoietic. ESID 2017 2017.09.12.
Edinburgh, UK

. Okamoto K, Okano T, Kumaki E, Tanaka E,
Ono S, Wada T, Ohnishi H, Kato Z, Nunoi N,
Imai K, Kanegane H, Mori M, Morio T. A
Case of Non-Pulmonary Sarcoidosis Due to
Novel Hypomorphic Missense Mutation of
NCF2. ESID 2017 2017.09.11. Edinburgh, UK

; ' , 10

2017.9.9 47

44
2017.8.18
Imai K. HSCT for PID:over 30years of
experience in japan. Asia Pacific Society for
Immunodeficiencies 2017 summer

school.2017.5.31. ( )

120
2017.04.14
! , BELI, : !
: . EB
-
120
2017.04.14

47.

- 186 -



. IL2RG
synonymous
Yc 120
2017.4.14.

- 187 -



- 188 -



29

TSC

18
TSC

25

-189 -

TSC

1637

49

39



TSC 18~24

TSC 10.
TSC
TSC
1637
C.
18~24 1907
19~23 5
322~354 |/
1691 506
D.
193 200 ,2016 12 15

214 ,2016 10 31
1.5

-190 -



C.
25
7.745.4
D
2)
3)
4)
D.

-191-

1637

162

162 105

20

25

89



F.
NPPV
G.
90 93 48 6 1 15
10 2 53 99 141 83 105 88 89 100
1 1 7 5
61 61 61 57 13 59 57 74 73 62

-192 -




29

26

15
4.8

38.0

10

25
10

-193 -

26

15

1637




15
1
10
4.8 38.0
8 2
[
% O Rm#
1% 200
a2
3 Rt =0.8857
Ho150 °.
o oo
% 100 =
il
LT S i
SmE O dtiE
s BB il
0 500,000 1,000,000 1,500,000 2,000,000
155 A D A3 ()

1. k2648 B A H0E I R B MEH Las i B s B E K L 15RO AR A 1

5 o odtmE

0 5 10 15 20 25 30
40 N11,000 Ndb7=h O = Fili%k ()

(- )EoxiEgige s

[4. SFERl 2647 FEAS R E T VB4R A 11,000 Ado7=0 o> B2 fifi i =
1077 AT OB IE L3RR B R ik R 5L

-+

&

~

() BRBHE ST >N ST >

4
3
3
2
2

0
5
0
5

o o o o S

38.0N/ D ANR105 N —

EEEHLK

152 N/ 40 KB 1005 A
48}\/$9)\D1oﬁ)\ ‘H H‘HHH ‘

E= Mt@ﬂl

[212. R 264 FE AR T BRI N 1007 Adh7= 0 O1BME L # 5 FB Bk Gk B 4L

#

~

&

0 20 40 60 8 100 120 140
D NH10T5 NT=0 D/ NERH R EE EE Rl AL (N)

(= ) BOREEZ R S >N ST >~

(5. PR 2647 FEAHIENTIBI A D105 Adb7= oo/ R 12 [ i e &
1073 AT D DABVE b A HE i 4

3
5
PN
A mmRo
%—) 30 ‘ .
A5 | HRE#S . .
2 ow iﬁi%\g:.‘.'.cf-...'. ...... B o
T
ﬁ L] ‘ L]
w10 . SR
& 5 B o dtim#
= 15 20
A Q:—’}}\Dlﬁ)\ﬁ)f_”)@ FRIEBEEL (hiiz)

(3. T-pR26 4 AT B N 1105 N7 D — b s s

107 NI 7= 1P LR B AR SR H

-194 -

10




, 50(1): 114-117,
2018
8 Yamaguchi K, Wakimizu R, Kubota M: Quality of
4 Life aral Associated Factors inJapargse Children
With Irlborn Errors of Metabolism aril Their
Families. Jourral of IrbornErrors of Metabolism &
Screerry, 6: 1-9, 2018 corresporuliry author

. 120
2017.4.14

120
30 2017.4.16
10 3) :
8 . 64
2017.7.1
4) : .2
2017.8.5

44
C 2017.10.22
6) : - -
2017.10.28

68
2018.3.24

2 . , p299-303,

2017.4
: 2
, p231-235, 2017.4 1.

, 49(6): 855-858, 2017
’ ’ ’ : 2,

it FEBIIEQOL D FEe—E MR A LV —.
64  33-44, 2017
, 2017-2018
, , p1623-1624, 2017.7

, 49(9): 1242-1244, 2017

-195-



-196 -



29

30 4 1 35 9
9
VATER
A.
(multiple malformation syndrome)
(congenital malformation
syndrome)
/
1637
VATER
B.
5

-197 -




- 198 -

Takenouchi T, Kuchikata T, Yoshihashi
H, Fujiwara M, Uehara T, Miyama S,
Yamada S, Kosaki K. Diagnostic use of
Computational Retrotransposon
Detection:Successful Definition of
Pathogenetic Mechanism in Ciliopathy
Phenotype. Am J Med Genet A.
2017;173(5):1353-1357.

Okamoto N, Miya F, Tsunoda T, Kato M,
Saitoh S, Yamasaki M, Kanemura Y,
Kosaki K. Novel MCA/ID syndrome with
ASH1L mutation. Am J Med Genet A.
2017;173(6):1644-1648.

Takenouchi T, Miwa T, Sakamoto Y,
Sakaguchi Y, Uehara T, Takahashi T,
Kosaki K. Further evidence that a
blepharophimosis syndrome phenotype
is associated with a specific class of
mutation in the ADNP gene. Am J Med
Genet A. 2017;173(6):1631-1634.
Baynam G, Broley S, Bauskis A, Pachter
N, McKenzie F, Townshend S, Slee J,
Kiraly-Borri C, Vasudevan A, Hawkins
A, Schofield L, Helmholz P, Palmer R,
Kung S, Walker CE, Molster C, Lewis B,
Mina K, Beilby J, Pathak G, Poulton C,
Groza T, Zankl A, Roscioli T, Dinger ME,
Mattick JS, Gahl W, Groft S, Tifft C,
Taruscio D, Lasko P, Kosaki K, Wilhelm
H, Melegh B, Carapetis J, Jana S,
Chaney G, Johns A, Owen PW, Daly F,
Weeramanthri T, Dawkins H, Goldblatt
J. Initiating an undiagnosed diseases
program in the Western Australian
public health system. Orphanet J Rare
Dis. 2017;12(1):83.

Gabriele M, Vulto-van Silfhout AT,
Germain PL, Vitriolo A, Kumar R,
Douglas E, Haan E, Kosaki K,
Takenouchi T, Rauch A, Steindl K,
Frengen E, Misceo D, Pedurupillay CRJ,
Stromme P, Rosenfeld JA, Shao Y,
Craigen WJ, Schaaf CP,
Rodriguez-Buritica D, Farach L,



10.

11.

Friedman J, Thulin P, McLean SD,
Nugent KM, Morton J, Nicholl J,
Andrieux J, Stray-Pedersen A, Chambon
P, Patrier S, Lynch SA, Kjaergaard S,
Teorring PM, Brasch-Andersen C, Ronan
A, van Haeringen A, Anderson PJ, Powis
Z, Brunner HG, Pfundt R,
Schuurs-Hoeijmakers JHM, van Bon
BWM, Lelieveld S, Gilissen C, Nillesen
WM, Vissers LELM, Gecz J, Koolen DA,
Testa G, de Vries BBA. YY1
Haploinsufficiency Causes an
Intellectual Disability Syndrome
Featuring Transcriptional and
Chromatin Dysfunction. Am J Hum
Genet. 2017;100(6):907-925.

Minatogawa M, Takenouchi T,
Tsuyusaki Y, lwasaki F, Uenara T,
Kurosawa K, Kosaki K, Curry CJ.
Expansion of the phenotype of Kosaki
overgrowth syndrome. Am J Med Genet
A. 2017;173(9):2422-2427.

Sakaguchi Y, Takenouchi T, Uehara T,
Kishi K, Takahashi T, Kosaki K.
Co-occurrence of Sturge-Weber syndrome
and Klippel-Trenaunay-Weber syndrome
phenotype:Consideration of the historical
aspect. Am J Med Genet A.
2017;173(10):2831-2833.

Enokizono T, Ohto T, Tanaka R, Tanaka
M, Suzuki H, Sakai A, Imagawa K,
Fukushima H, Iwabuti A, Fukushima T,
Sumazaki R, Uehara T, Takenouchi T,
Kosaki K. Preaxial polydactyly in an
individual with Wiedemann-Steiner
Syndrome caused by a novel nonsense
mutation in KMT2A. Am J Med Genet.
2017;173(10):2821-2825.

Sakaguchi Y, Uehara T, Suzuki H,
Kosaki K, Takenouchi T. Truncating
mutation in CSNK2B and myoclonic
epilepsy. Human Mutation. 2017
38(11):1611-12.

Ohto T, Enokizono T, Tanaka R, Tanaka
M, Suzuki H, Sakai A, Imagawa K,
Fukushima H, Fukushima T, Sumazaki
R, Uehara T, Takenouchi T, Kosaki K. A
novel BBS10 mutation identified in a
patient with Bardet-Biedl syndrome with
a violent emotional outbreak. Hum
Genome Var. 2017;4:17033.

Kimura M, Kohno T, Aizawa Y, Inohara
T, Shiraishi Y, Katsumata Y, Egashira T,

12.

13.

14.

15.

16.

17.

18.

-199 -

Fukushima H, Kosaki K, Fukuda K. A
Novel SCN5A Mutation Found in a
Familial Case of Long QT Syndrome
Complicated by Severe Left Ventricular
Dysfunction. Can J Cardiol. 2017;
33(4):554

Kato K, Miya F, Hori I, leda D, Ohashi
K, Negishi Y, Hattori A, Okamoto N,
Kato M, Tsunoda T, Yamasaki M,
Kanemura Y, Kosaki K, Saitoh S. A
novel missense mutation in the HECT
domain of NEDDA4L identified in a girl
with periventricular nodular heterotopia,
polymicrogyria and cleft palate. J Hum
Genet. 2017; 62:861-863.

Hori I, Otomo T, Nakashima M, Miya F,
Negishi Y, Shiraishi H, Nonoda Y,
Magara S, Tohyama J, Okamoto N,
Kumagai T, Shimoda K, Yukitake Y,
Kajikawa D, Morio T, Hattori A,
Nakagawa M, Ando N, Nishino I, Kato
M, Tsunoda T, Saitsu H, Kanemura'Y,
Yamasaki M, Kosaki K, Matsumoto N,
Yoshimori T, Saitoh S. Defects in
autophagosome-lysosome fusion underlie
Vici syndrome, a neurodevelopmental
disorder with multisystem

involvement .Sci Rep. 2017, 7(1):3552
Okamoto N, Miya F, Hatsukawa Y,
Suzuki Y, Kawato K, Yamamoto Y,
Tsunoda T, Kato M, Saitoh S, Yamasaki
M, Kanemura Y, Kosaki K. Siblings with
optic neuropathy and RTN4I1P1
mutation. J Hum Genet. 2017, 62(10):
927-929

Okamoto N, Tsuchiya Y, Miya F,
Tsunoda T, Yamashita K, Boroevich KA,
Kato M, Saitoh S, Yamasaki M,
Kanemura Y, Kosaki K, Kitagawa D. A
novel genetic syndrome with STARD9
mutation and abnormal spindle
morphology. Am J Med Genet A. 2017 (in
press)

Kosaki R, Horikawa R, Fujii E, Kosaki K.
Biallelic mutations in LARS2 can cause
Perrault syndrome type 2 with
neurologic symptoms.Am J Med Genet.
2018;176(2):404-408.

Ehara Y, Yamamoto O, Kosaki K,
Yoshida Y Clinical severity in Japanese
patients with neurofibromatosis 1 based
on DNB classification. J Dermatol.
2017;44(11):1262-1267

Ehara Y, Yamamoto O, Kosaki K,



Yoshida Y. Natural course and
characteristics of cutaneous
neurofibromas in neurofibromatosis 1. J
Dermatol. 2018;45(1):53-57.

- 200 -



29

25

C
175 26 4 12

25

B.
26 ( 27 1
4 12 )
26
C %
1637
C.
45
Hermansky-Pudlak 4
65 Sjsgren-Larsson
1
27

4

- 201 -



175
24-25

Tamesada Y, Nakano E, Tsujimoto M,
Masaki T, Yoshida K, Niizeki H,
Nishigori C: Japanese case of
xeroderma pigmentosum
complementation group C with a
novel mutation. J Dermatol. 2018
Jan 21. doi: 10.1111/1346-
8138.14098. [Epub ahead of print]

128 2 ,
163-167, 2017
Shakya P, Pokhrel KN, Mlunde LB,
Tan S, Ota E, Niizeki H:
Effectiveness of Non-Steroidal
Anti-Inflammatory Drugs among

- 202 -

patients with Primary Hypertrophic
Osteoarthropathy: a systematic
review. J Dermatol Sci, in press
(2017)

/CEAS-
/CEAS
« 7
) 52(11) :1445-
1452(2017.10

(
165) Derma. 257:63-72(2017.05)

Niizeki H, Hayashi R, Naiki Y,
Yoshida K, Tanaka R, Shimizu A,
Terashima H, Isogawa N, Abe R,
Shimomura Y: Delayed-onset heat
intolerance in a Japanese patient
with X-linked hypohidrotic
ectodermal dysplasia associated
with a large deletion involving
four genes. J Dermatol.
2018;45(3):376-378.

Tanese K, Niizeki H, Seki A,
Nakabayashi K, Nakazawa S, Tokura
Y, Kawashima Y, Kubo A, Ishiko A:
Infiltration of mast cells in
pachydermia of
pachydermoperiostosis. J Dermatol,
2017 Nov;44(11):1320-1321.

Nakazawa S, Mori T, Niizeki H,
Nakabayash K, Tokura Y: Complete
type of pachydermoperiostosis with
a novel mutation c.510G>A of the
SLCO2A1 gene. J Dermatol. 2017
Dec;44(12):1411-1412.

2 . 877 ;
, 2018.1.20



- 203 -



26
45
41
Hermansky-Pudlak 4
63
65
Sjogren-Larsson 1
14
16
7
27
2
175
2
26
n n(% yr n n$
45 1 23(51) 8.2 6* 404 15 16
63 3 29(46) 10.7 2_3** 12 46 30
65 3 27(36) 8.8 0.26*** | 13 31 37
2 0 1(50) 11.5 0 0 0 1

yr:year, *n=39, **n=58, ***n=58
#n=43
$

- 204 -




29

16 26 GH
GHD
GH
GHD 1400 130 Prader-Willi
50 70
GHD
GHD 23 72 3
IGF-1 GH IGF-1 ( (6)) 200ng/mL 6
150ng/mL )
GH
GH
17 B.
GH GH
GH Prader-Willi
GH
GH GHD
GHD
GH GH

- 205 -



16 26
24 26
15
15 GHD
25 10 1 100,000
GH
25 0.84
2.48 GHD
GHD 4
24 GHD
GHD
2 GH 26 GHD
3 ng/ml GHRP-2 10
ng/ml GH
GHD GHD
GHD GHD
GH 6 ng/ml GHD
GHRP-2 16 ng/ml
6 7
GHD
GHD GHD
GHD D.
16
GHD
1
IGF-1
GH
24 26
15
1637 1
15
GH
C.
GH 12
GH 1400
130 Prader-Willi
50 70 diagnosis

- 206 -

GHD
GHD
10,000 1.15
0.19 2.81
15
GH
24 26
0.26
GHD
23 72
01 2
IGF-I
IGF |
GH
GHD
1.15
GHD
over



0.84
2.48
3
GHD GH
4 1
4 3 28 1433
2.6
2 GH
GH
GHD
GHD
GH IGF-1
( C) 200ng/mL (5
150ng/mL ) 6
7 26 GHD
GHD IGF-1
IGF-1
GHD IGF-1
E.
GH 1400 Turner
130 Prader-Willi 50
70
GH
GH
23 72 3
IGF-1 GH IGF-1 (
C) 200ng/mL (5
150ng/mL ) IGF-1

F.
1.

1) Increased IRS2 mRNA Expression in SGA
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Miyahara N,
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1) Insulin and IGF1 receptor signaling.
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83,621

9,038

10.8%

2. 1
4,501 2,887 1,525 89 64.14% 33.88% 1.98%
4,012 2,414 1,481 117 60.17% 36.91% 2.92%
4 2 1 1 50.00% 25.00% 25.00%
517 270 243 4 52.22% 47.00% 0.77%
2 4 0 4 0 0.00% 100.00% 0.00%
9,038 5,573 3,254 211 61.66% 36.00% 2.33%

0 270 193 - 71.48% -
1 465 311 - 66.88% -
2 476 350 - 73.53% -
3 451 327 - 72.51% -
4 501 358 - 71.46% -
5 473 341 - 72.09% -
6 449 312 - 69.49% -
7 471 336 - 71.34% -
8 512 128 219 46 25.00% 42.77% 8.98%
9 483 102 226 51 21.12% 46.79% 10.56%
10 449 94 218 36 20.94% 48.55% 8.02%
11 501 94 233 39 18.76% 46.51% 7.78%
12 417 78 212 25 18.71% 50.84% 6.00%
13 422 99 171 41 23.46% 40.52% 9.72%
14 477 116 209 46 24.32% 43.82% 9.64%
15 451 107 201 45 23.73% 44.57% 9.98%
16 548 141 228 57 25.73% 41.61% 10.40%
17 482 108 219 62 22.41% 45.44% 12.86%
18 396 69 172 56 17.42% 43.43% 14.14%
19 315 60 95 48 19.05% 30.16% 15.24%
20 29 15 1 0 51.72% 3.45% 0.00%
9,038 3,739 2,404 552 41.37% 26.60% 6.11%
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1 1978 210 10.6% 90 66 12 168

2 723 75 10.4% 22 11 7 40

3 1074 108 10.1% 43 32 4 79

4 0 1 0 0 0 0

5 608 78 12.8% 25 31 4 60

6 792 90 11.4% 39 27 4 70

7 751 40 5.3% 16 9 4 29

8 1983 224 11.3% 91 62 16 169

9 1621 161 9.9% 65 56 8 129
10 857 102 11.9% 52 28 3 83
11 4140 560 13.5% 227 147 46 420
12 3082 389 12.6% 163 108 27 298
13 7136 787 11.0% 351 177 55 583
14 1704 214 12.6% 76 78 14 168
15 1039 123 11.8% 42 39 5 86
16 480 47 9.8% 21 8 6 35
17 646 68 10.5% 32 17 1 50
18 746 84 11.3% 36 18 4 58
19 550 65 11.8% 28 16 5 49
20 1610 190 11.8% 79 57 7 143
21 894 102 11.4% 46 23 7 76
22 1698 170 10.0% 64 45 15 124
23 2861 326 11.4% 136 96 25 257
24 1678 153 9.1% 74 41 7 122
25 1256 131 10.4% 60 34 9 103
26 0 0 0 0 0 0
27 3904 395 10.1% 161 103 26 290
28 0 0 0 0 0 0
29 0 0 0 0 0 0
30 483 51 10.6% 20 17 3 40
31 530 46 8.7% 16 9 4 29
32 0 0 0 0 0 0
33 530 61 11.5% 28 17 2 47
34 953 83 8.7% 38 21 1 60
35 1153 150 13.0% 71 44 10 125
36 414 42 10.1% 15 14 1 30
37 425 44 10.4% 15 10 3 28
38 0 0 0 0 0 0
39 264 16 6.1% 7 7 0 14
40 0 1 0 0 0 0
41 878 68 7.7% 25 16 6 47
42 0 0 0 0 0 0
43 1863 63 3.4% 23 19 3 45
44 649 62 9.6% 22 22 1 45
45 829 73 8.8% 24 17 8 49
46 1574 90 5.7% 39 19 5 63
47 2095 171 8.2% 7 39 11 127
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48 0 0 0 0
49 0 1 0 1
50 752 117 15.6% 46 49 4 99
51 0 1 1 0 0 1
52 1076 161 15.0% 76 40 9 125
53 0 0 0 0 0 0
54 1257 94 7.5% 44 21 5 70
55 0 2 0 2 0 2
56 944 105 11.1% 48 26 4 78
57 0 2 0 1 1 2
58 688 73 10.6% 26 23 6 55
59 1369 134 9.8% 55 33 11 99
60 338 37 10.9% 17 12 3 32
61 259 18 6.9% 7 3 0 10
62 458 69 15.1% 28 20 3 51
63 633 69 10.9% 30 20 1 51
64 311 26 8.4% 9 10 2 21
65 413 66 16.0% 32 21 1 54
66 296 51 17.2% 25 7 7 39
67 0 1 1 0 0 1
68 705 107 15.2% 38 32 6 76
69 0 0 0 0 0 0
70 938 84 9.0% 30 23 7 60
71 338 48 14.2% 20 17 3 40
72 345 34 9.9% 21 6 1 28
73 872 88 10.1% 32 29 5 66
74 697 74 10.6% 28 16 7 51
75 0 0 0 0 0
76 429 36 8.4% 14 1 23
7 790 88 11.1% 31 18 5 54
78 491 45 9.2% 15 18 0 33
79 625 35 5.6% 17 9 2 28
80 801 68 8.5% 26 13 5 44
81 304 29 9.5% 14 0 19
82 377 43 11.4% 23 3 34
83 282 38 13.5% 14 14 0 28
84 363 44 12.1% 18 13 5 36
85 284 38 13.4% 20 1 29
86 0

87 0

88 0

89 483 58 12.0% 25 16 1 42
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90 1037 136 13.1% 65 34 7 106
91 303 35 11.6% 16 7 1 24
92 541 55 10.2% 25 13 6 44
93 531 66 12.4% 24 20 5 49
95 307 46 15.0% 17 10 3 30
96 383 40 10.4% 19 12 0 31
97 442 68 15.4% 25 14 4 43
98 140 12 8.6% 2 1 9
99 253 23 9.1% 6 2 17
100 274 34 12.4% 14 9 1 24
101 246 35 14.2% 11 11 6 28
102 316 43 13.6% 17 9 3 29
103 380 52 13.7% 23 16 3 42
104 396 34 8.6% 11 11 1 23
106 337 32 9.2% 16 1 25
107 252 24 9.5% 8 2 18
108 348 50 14.4% 19 15 3 37
109 415 42 10.1% 18 4 5 27
110 377 38 10.1% 13 7 1 21
111 362 9 2.5% 3 2 0 5
112 506 48 9.5% 27 12 2 41
113 435 36 8.3% 13 11 2 26
114 264 34 12.9% 19 2 0 21
115 0 0 0 0 0
116 182 14 7.7% 4 0 10
117 225 30 13.3% 14 8 3 25
0 104 10 8 2 20
83,621 9,038 3,739 2,404 552 6,695

1
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e-learning
e-learning
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e-learning
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6. 9 / 17
1.
2.
3.
4.
JIA
SLE
/ JDM/PDM
Sjogren
7. 1/ 18
1.
2.
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Netherton
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16. 1/ 15

1.

2.

3.

4,

17. 1 / 21

1.

2.

3.
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5 38
ICD-10
D.
ICD-10
B.
28 ICD-10
DPC/PDPS 14 12
ICD-10
ICD-10 2003
2013
2
ICD
C.
ICD-10 B B
“ o Q224
ICD-10 1070
Orphanet
ICD-10
ICD-10 -
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3.1CD-10
ICD-10

ICD-10

ICD-10
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1CD-10
2003 2013
1 1 B €910 €910
1 2 €910 €910
1 3T Ca10 Ca10
1 4 €920 €920
1 5 €920 €920
1 6 €920 €920
1 7 €924 €924
1 8 €925 €925
1 9 €930 €930
1 10 €940 €940
1 11 €942 €942
1 12 | NK €947 €947
1 13 €921 €921
1 14 €927 €931
1 15 €927 €933
1 16 |1 15 €959 €959
2 17 D469 D469
3 18 B C833 (837 | C833 (837
3 19 €836 C846
3 20 €835 €835
3 21 | T €835 €835
3 22 Hodgkin c819 c819
3 23 | 18 22 €859 €859
4 24 Langerhans D760 €966
4 25 D761 D761
4 26 | 24 25 D763 D763
5 27 C749 C749
5 28 C729 €729
5 29 €692 €692
5 30 Wilms c64 c64
5 31 c64 c64
5 32 c64 c64
5 33 C222 C222
5 34 €220 €220
5 35 C419 C419
5 36 D169 D169
5 37 €419 €419
5 38 D169 D169
5 39 €419 €419
5 40 Ewing C419 C419
5 41 C719 C719
5 42 C499 C499
5 43 C719 C719
5 44 €499 €499
5 45 C499 C499
5 46 C499 C499
5 47 €499 €499
5 48 €499 €499
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1CD-10

2003 2013
5 49 €499 €499
5 50 C499 C499
5 51 C499 C499
5 52 C56 C629 | C56 C629
5 53 c80 €809
5 54 c80 €809
5 55 80 €809
5 56 C58 C58
5 57 80 €809
5 58 c80 €809
5 59 C740 C740
5 60 73 c73
5 61 119 119
5 62 089 089
5 63 C439 €439
5 64 C741 C741
5 65 37 37
5 66 C349 C349
5 67 C340 C349 | C340 C349
5 68 259 €259
5 60 | % 68 c80 €809
6 70 719 719
6 71 719 719
6 72 719 719
6 73 C719 719
6 74 719 719
6 75 719 719
6 76 C716 C716
6 77 D444 D444
6 78 D445 D445
6 79 D330 D330
6 80 D329 D329
6 81 D352 D352
6 82 D489 D489
6 83 D361 D361
6 84 80 €809
6 85 C710 C710
6 86 719 719
6 87 479 479
6 88 D361 D361
6 89 D489 D489
6 ) C719 719
6 91 |70 90 c80 €809
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1CD-10
2003 2013

1 1 NO49 NO49
1 2 NO49 NO49
1 3 NO40 NO40
1 4 NO51 NO51
1 5 NO52 NO52
1 6 ! 5 NO49 NO49
2 7 1gA NO28 NO28
2 8 19A NO53 NOS3
9 NO55 NO55

10 NO82 D690 NO82 D690

2 11 NO17 M310 NO17 M310

Goodpasture

2 12 Alport NO39 Q878 NO39 Q878

13 Epstein D696 H905 D696 H905

14 NO85 M321 NO85 M321

2 15 NO19 M317 NO19 M317

2 16 NO19 M313 NO19 M313
2 17 D593 D593
9 18 Nail-Patella 872 872
2 19 ! 18 NO39 NO39
3 20 N119 N119
4 21 N119 N119

5 22 E850 N298 E850

6 23 N189 E790 N189 E790
7 24 0615 0615
8 25 1150 1150
9 26 1823 1823

10 27 1770 Q273 1770 Q273
11 28 N258 N258
12 Gitelman 29 Gitelman E268 E268
13 Bartter 30 Bartter E268 E268
14 31 N202 N202

15 32 N189 D410 N189 D410

15 33 N189 D170 N189 D170

N189 N280 N189 N280
16 34 0613 0613
16 35 Q605 Q605
16 36 0602 0602
16 37 Potter Q606 Q606
16 38 0614 0614
16 39 Q605 Q605
16 40 | 34 39 Q639 Q639
17 41 N139 N139

17 42 N137 Q627 N137 Q627
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1CD-10

2003 2013
17 43 | 41 42 Q649 Q649
18 44 N26 N26
19 Fanconi 45 Fanconi E720 E720
20 Lowe 46 Lowe E720 E720
3
1CD-10
2003 2013
1 1 N049 N049
2 2 N049 N049
3 3 NO40 N040
4 4 NO51 NO51
4 5 N052 N052
4 6 N049 N049
5 7 Kartagener NO028 NO028
6 NO53 NO053
7 NO55 NO55
8 10 N082 D690 N082 D690
9 11 NO17 M310 NO17 M310
10 12 NO39 Q878 NO39 Q878
11 13 D696 H905 D696 H905
12 14 NO85 M321 NO85 M321
4
1CD-10
2003 2013
1 1 1495 1495
2 Mobitz 2 2 Mobitz 2 1441 1441
3 3 1442 1442
4 4 1454 1454
5 5 1493 1493
6 6 WwPw 1456 1456
6 7 1471 1471
6 8 | 6 7 1471 1471
7 9 1472 1472
7 10 1472 1472
7 1119 10 1472 1472
8 12 148 1489
9 13 148 1489
10 14 1490 1490
11 | QT 15 | QT 1490 1458
12 16 1422 1422
13 17 1428 1428
14 18 1424 1424
15 19 1420 1420
16 20 1425 1425
17 21 1253 1253
18 22 1424 1424
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1CD-10

2003 2013
19 23 D487 D487
20 24 1514 1514
21 25 1319 1319
22 26 1311 1311
23 27 Q248 Q248
24 28 Q245 Q245
24 29 Q245 Q245
24 30 | 28 29 Q245 Q245
25 31 M303 M303
26 32 1251 1251
27 33 1209 1209
27 34 1219 1219
28 35 Q234 Q234
29 36 Q204 Q204
30 37 Q224 Q224
31 38 Q213 Q213
31 39 Q255 Q255
32 Fallot 40 Fallot Q213 Q213
33 41 Taussig-Bing Q201 Q201
Taussig-
33 92 | g g Q201 Q201
34 43 Q202 Q202
35 44 Q203 Q203
36 45 Q205 Q205
37 Ebstein 46 Ebstein Q225 Q225
38 47 Q200 Q200
39 48 Q214 Q214
40 49 Q242 Q242
41 50 Q250 Q250
42 51 Q212 Q212
42 52 Q211 Q211
42 53 Q211 Q211
42 54 Q212 Q212
43 55 Q212 Q212
44 56 Q210 Q210
45 57 Q262 Q262
45 58 Q263 Q263
46 59 1288 Q268 | 1288 Q268
47 60 Q210 Q210
48 61 Q248 Q248
49 62 Q243 Q243
50 63 Q244 Q244
51 64 Q256 Q256
51 65 Q256 Q256
52 66 Q223 Q223
53 67 Q257 Q257
54 68 Q257 Q257
55 69 Q251 Q251
55 70 Q251 Q251
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1CD-10

2003 2013
55 71 Q253 Q253
55 72 Williams Q253 Q253
55 73 0253 0253
56 74 Q251 Q251
56 75 Q254 Q254
57 76 Q254 Q254
57 77 Q257 Q257
57 78 Q254 Q254
58 79 Valsalva Q254 Q254
58 80 valsalva Q257 1719 | Q257 1719
59 81 Q257 1280 | Q257 1280
59 82 Q245 Q245
59 83 Q273 1770 | Q273 1770
60 84 1270 1270
61 85 1279 1279
62 86 Q224 1070 | Q224 1070
62 87 Q228 1071 | Q228 1071
62 88 Q232 1050 | Q232 1050
62 89 Q233 1340 | Q233 1340
62 90 Q221 1370 | Q221 1370
62 91 Q222 1371 | Q222 1371
62 92 Q230 1350 | Q230 1350
62 93 Q231 1351 | Q231 1351
63 94 Q232 Q232
64 95 890 890
64 9 890 890
65 Fontan 97 Fontan 1971 1971

1CD-10
2003 2013

1 1 E230 E230
1 2 E230 E230
2 3 E220 E220
3 4 E220 E220
4 5 ot E230 E230
4 6 et E230 E230
5 7 1 OI6F 1 E343 E343
5 8 L 1 E343 E343
6 9 E221 E221
7 ADH 10 ADH E222 E222
8 11 E232 E232
8 12 E870 E870

- 283 -




1CD-10

2003 2013
13 N251 N251
14 E871 E871
10 15 Basedow E050 E050
10 16 Basedon E059 E059
11 17 Q892 Q892
11 18 EO031 EO031
11 19 TSH E230 E038 E230 EO038
11 20 17 19 EO031 EO031
11 21 E063 E063
11 22 E065 E065
11 23 21 22 E032 E038 E032 E038
12 24 E078 E078
13 25 E049 E049
14 26 E213 E213
15 27 E892 E892
15 28 E209 E209
16 29 1 E310 E310
16 30 2 E310 E310
17 31 E201 E201
17 32 E201 E201
18 Cushing 33 Cushing E240 E240
18 Cushing 34 ACTH E240 E240
18 Cushing 35 D350 D350
18 Cushing 36 E278 E278
18 Cushing 37 3 3? E249 E249
Cushing
19 38 ACTH E230 E230
19 39 ACTH E274 E274
19 40 Q891 Q891
19 41 E274 E274
38 41
19 42 Addison E274 E274
20 43 E260 E260
AME
21 AVE 44 E274 E274
22 Liddle 45 Liddle 1152 1152
23 46 E274 E274
23 47 E278 E278
23 48 46 4t E278 E278
E878 E871 E878 E871
24 49 E875 1151 E875 1151
25 50 E250 E250
25 51 3B - E250 E250
25 52 118 - E250 E250
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1CD-10

2003 2013
25 53 | 17a - E250 E250
25 54 | 21- E250 E250
25 55 | P450 E250 E250
25 s6 |0 0 E250 E250
26 57 E228 E228
26 58 E301 E301
27 59 E280 E280
28 60 £281 £281
29 61 Kal Imann E230 E230
29 62 E230 E230
Kallmann
30 63 £201 £201
30 64 £283 £283
30 65 |83 64 E201 E283 E201 E283
31 66 0560 0560
31 67 0560 0560
31 68 | 50 - E201 E201
31 69 | 17p - E201 E201
31 70 E345 E345
31 n|® 70 46, XY Q561 Q561
31 72 | 46,xx 0562 0562
32 73 | vIp 254 254
32 74 D377 D377
32 75 E340 E340
33 76 D377 D377
34 77 D377 D377
34 78 E161 E161
34 9 |10 78 E161 E161
35 80 D E550 ES50
36 81 D E833 E833
37 82 E833 E833
38 83 Q774 Q774
38 84 Q774 Q774
39 85 Q780 Q780
40 86 E881 E881
41 87 ! Vlermer D448 D448
el 88 2 Sipple D448 D448
41 gg |87 88 D448 D448
42 90 E282 E282
43 91 Turner Q969 Q969
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1CD-10

2003 2013
43 92 Prader-Willi Q871 Q871
McCune-
43 93 Albright Q781 Q781
43 94 Noonan Q871 Q871
43 95 Bardet-Biedl Q878 Q878
6
1CD-10
2003 2013
1 1 M089 M089
1 2 M329 M329
1 3 M339 M332 M339 M332
1 4 Sjogren M350 M350
1 5 D688 D686
1 6 Behget M352 M352
2 7 M314 M314
2 8 M313 M313
2 9 M300 M300
2 10 M300 M317
2 11 M301 M301
3 12 M9410 M9410
4 13 M349 M349
4 14 M351 M351
5 15 E850 E850
5 16 D898 D898
5 17 | TNF D898 D898
5 18 Blau D898 D898
19 D898 D898
20 IgD D898 D898
5 21 D898 D898
22 D898 D898
5 23 D898 D898
5 24 15 23 D898 D899 D898 D899
6 Stevens-Johnson 25 Johnson tevens Lo11 Lo11
7
1CD-10
2003 2013
1 1 1 E10 E10
1 2 2 E11 E11
1 3 MoDY E13 E13
1 4 pP702 P702
1 5 E13 E13
1 6 E881 E11 E881 E11
1 7 1 6 E149 E149
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1CD-10
2003 2013

1 1 E701 E701
1 2 E702 E702
1 3 E702 E702
1 4 E702 E702
1 5 E725 E725
1 6 E728 E728
1 7 E710 E710
1 8 E721 E721
1 9 E721 E721
1 10 E725 E725
1 1 |- E722 E722
1 12 E722 E722
1 13 E724 E724
1 14 E722 E722
1 15 E722 E722
1 16 E722 E722
1 17 E722 E722
1 18 E724 E724
1 19 Hartnup E720 E720
1 20 E723 E723
1 21 E720 E720
1 »n |t 2 E729 E729
2 23 E711 E711
2 24 E711 E711
2 % [ B- E713 E713
2 26 E711 E711
2 7 | ¥ CoA E711 E711

28 E711 E711

29 | 3- 3- E711 E711
2 30 | > -3 CoA E713 E713

-CoA 3- CoA

2 31 scor E713 E713
2 32 D818 D818
2 33 E723 E723
2 34 E713 E713
2 35 E748 E748
2 36 E702 E702
2 37 E748 E748
2 38 E888 E888
2 39 |2 38 E888 E888
3 40 E713 E713
3 41 E713 E713
3 42 E713 E713
3 43 E713 E713
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1CD-10

2003 2013

3 44 CoA E713 E713
3 45 CoA E713 E713
3 46 CoA E713 E713
3 47 E713 E713
3 48 | 3- CoA E713 E713
3 a9 | 40 48 E713 E713
4 50 E744 E744
4 51 E744 E744
4 52 E888 E888
4 53 -CoA E888 E888
4 54 E888 E888
4 55 DNA E888 E888
4 56 DNA Leigh E888 G713 E888 G713

MELAS MERRF G318 G318
4 57 DNA E888 H498 E888 H498

Kearns-Sayre

4 sg | 20 57 E888 E888
5 59 E741 E741
5 60 -1- E742 E742
5 61 E742 E742
5 62 4 E742 E742
5 63 -1,6- E744 E744
5 64 E744 E744
5 65 0 E740 E740
5 66 E740 E740
5 67 E740 E740
5 68 E740 E740
5 69 E740 E740
5 70 E740 E740
5 71 E740 E740
5 72 E740 E740
5 73 1 GLUTL E748 E748
5 74 | % n E749 E749
6 75 E760 E760
6 76 E761 E761
6 77 E762 E762
6 78 E762 E762
6 79 E762 E762
6 80 E762 E762
6 81 E771 E771
6 82 E771 E771
6 83 E771 E771
6 84 E771 E771
6 85 E751 E751
6 86 | GM1- E751 E751
6 87 | GM2- E750 E750
6 88 E752 E752
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1CD-10

2003 2013
6 89 Niemann-Pick E752 E752
6 90 Gaucher E752 E752
6 91 Fabry E752 E752
6 92 Krabbe E752 E752
6 93 Farber E752 E752
6 94 E752 E752
6 95 I-cell E770 E770
6 96 E770 E770
6 97 Pompe E740 E740
6 98 E755 E755
6 99 E720 E720
6 100 E888 E888
6 101 E754 E754
6 102 & 101 E888 E888
103 E713 E713
104 E713 E713
105 Refsum E713 G601 E713 G601
7 106 103 105 E713 E713
8 107 Wilson E830 E830
8 108 Menkes E830 E830
8 109 E830 E830
8 110 E830 E830
8 111 E721 E721
8 112 E832 E832
8 113 107 112 E839 E839
9 114 E791 E791
Lesch-Nyhan
9 115 E798 E798
116 E798 E798
117 E798 E798
118 E798 E798
9 119 114 118 E799 E799
10 120 D528 D528
10 121 | 120 E568 E568
11 122 E708 E708
11 123 E708 E708
11 124 L- E708 E708
11 125 B - E708 G908 E708 G908
11 126 | GABA E728 E728
11 127 E728 E728
11 128 122 127 E728 E728
12 129 E783 E783
12 130 E780 E780
12 131 E784 E784
12 132 B - E786 E786
12 133 HDL E786 E786
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1CD-10

2003 2013
12 134 129 133 E789 E789
13 135 Ehlers-Danlos Q796 Q796
13 136 E833 E833
13 137 Q782 Q782
13 138 E778 E778
13 139 135 138 E889 E889
14 140 E802 E802
15 | a 1- 141 | a 1- E880 E880
9
1CD-10
2003 2013

1 D531 D531

2 D609 D609
2 8 Diamond-Blackfan D610 D610
3 4 D644 D644
4 5 D643 D643
5 6 E880 E880
6 7 D591 D591
6 8 D596 D596

7 8

6 9 ATHA D591 D591
7 10 D595 D595
8 11 D580 D580
8 12 D588 D588
8 13 D571 D571
8 14 D582 D582
8 15 D569 D569
8 16 -6- D550 D550
8 17 D552 D552
8 18 1 17 D588 D589 D588 D589
9 19 D589 D599
10 20 D594 D594
11 21 D45 D45
12 22 D750 D750
13 23 D693 D693
13 24 | 23 D694 D694
14 25 M311 M311
15 26 D696 D696
16 27 D694 D694
16 28 Fanconi D610 D610
17 29 D696 D696
18 Vay-Hegglin 30 May-Heggl in D720 D720
19 31 Kasabach-Merritt D694 D694

Kasabach-Merritt
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1CD-10

2003 2013
20 32 D473 D473
2 33 Bernard-Soulier D691 D691
21 34 D691 D691
21 35 D691 D691
21 36 33 3 D691 D691
22 37 D682 D682
22 38 D682 D682
22 39 D682 D682
22 40 D682 D682
22 41 D66 D66
22 42 D67 D67
22 43 D682 D682
22 44 | EXIRFRZEE D681 D681
22 45 | BXIRAFRZE D682 D682
22 46 X D682 D682
22 47 von Willebrand D680 D680
22 48 37 ar D689 D689
23 49 D688 D685
24 50 D688 D685
25 51 D688 D685
26 52 1780 1780
27 53 D471 D474
28 54 D619 D619
10
1CD-10

2003 2013
1 1 X D821 D821
1 2 D810 D810
1 3 ADA D813 D813
1 4 Omenn D818 D818
1 5 D815 D815
1 6 CD8 D811 D811
1 7 ZAP-70 D818 D818
1 8 MHC D816 D816
1 9 MHC D817 D817
1 10 |1 9 D819 D819
2 1 Wiskott-Aldrich D820 D820
2 12 G113 G113
2 13 Nijmegen D828 D828
2 14 Bloom 0828 0828
2 15 | ICF D828 D828
2 16 | PMS2 D828 D828
2 17 | RIDDLE D828 D828
2 18 Schimke D828 D828

DiGeorge

2 N g D821 D821
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1CD-10

2003 2013
2 20 [o]= D824 D824
2 21 D828 D828
2 22 0828 0828
3 23 | X D800 D800
3 24 D839 D839
3 25 Igh D805 D805
3 26 196G D803 D803
3 27 1gA D802 D802
3 28 D809 D809
3 29 D807 D807
3 30 23 29 D809 D809
4 31 Chédiak-Higashi E703 E703
4 32 | X D823 D823
4 33 ALPS D848 D848
4 34 | 31 33 D849 D849
5 35 D70 D70
5 36 D70 D70
5 a7 | ® 36 D70 D70
5 38 D71 D71
5 3 | . Shwachman- D70 D70
Diamond
5 40 D71 D71
5 41 E803 E803
5 42 D848 D848
5 | ® 42 D729 D729
6 44 D828 D828
6 45 | IRAK4 D848 D848
6 46 | MyD88 D848 D848
6 47 B372 B372
6 48 | 44 47 D848 D848
7 49 D841 D841
7 50 c1 D841 D841
7 51 | 49 50 D841 D841
8 52 D721 D721
9 EB 53 EB D823 D823
10 54 HIV B24 B24
10 55 D848 D848
11 56 T860 T860
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1CD-10
2003 2013
1 1 Q019 Q019
1 2 Q059 Q059
2 3 D481 D481
3 4 Q043 Q043
3 5 Q046 Q046
3 6 Q042 Q042
3 7 De Morsier Q044 Q044
Dandy-Walker Q031 Q031
Q039 Q039
Joubert

4 10 Joubert Q043 Q615 Q043 Q615
5 Rett 11 Rett F842 F842
6 12 0851 0851
6 13 L814 L814
6 14 Gorlin Q859 0859
6 15 von Hippel-Lindau 0858 0858
7 16 Werner E348 E348
7 17 Cockayne Q871 Q871
8 18 Canavan E752 E752
8 19 Alexander E752 E752
8 20 Pelizaeus- E752 E752

Merzbacher

8 21 E752 G378 E752 G378
8 22 G934 G934
9 23 Q750 Q750
9 24 (Apert) Q870 0870
9 25 (Crouzon) Q751 Q751
9 26 23 25 Q750 Q750
10 27 1675 1675
11 28 6122 G122
12 29 G608 G608
12 30 G600 G600
13 31 Duchenne G710 G710
13 32 Enery-Dreifuss 6710 6710
13 33 G710 G710
13 34 G710 G710
13 35 G710 G710
13 36 G712 G712
13 37 UlIrich 6710 6710
14 38 G712 G712
14 39 G712 G712
14 40 G712 G712
14 41 G712 G712
14 42 G712 G712
14 43 G712 G712
14 44 38 4 G712 G712
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1CD-10
2003 2013
15 Schwartz-Jampel 45 Schwartz-Jampel G711 G711
16 46 G404 G404
16 47 West G404 G404
16 48 Lennox-Gastaut G404 G404
17 49 | | undborg Unverricht- 6403 6403
17 50 Lafora G403 6403
18 51 G319 G319
19 52 G98 G98
20 53 G241 6241
21 54 G230 G230
21 55 G318 G318
22 56 G232 G232
23 57 P352 p352
23 58 P350 P350
21 Aicardi-Goutieres 59 Aicardi-Goutieres D898 D898
25 60 A811 A811
26 Rasmussen 61 Rasmussen 048 G048
27 62 G045 G045
28 63 G35 G35
29 64 G618 G618
30 65 G700 G700
12
1CD-10
2003 2013

1 1 E739 E739
1 2 E739 E739
1 3 E743 E743
1 4 E778 E778
1 5 R101 R101
1 6 K904 K904
2 7 P783 P783
3 8 1890 1890
4 9 D126 D126
5 10 R11 R11
6 11 K519 K519
6 12 Crohn K509 K509
6 13 K528 K528
7 IPEX 14 1PEX E310 D848 E310 D848

15 K729 K729

16 E831 E831
10 17 K754 K754
11 18 K830 K830
12 19 Q442 Q442
12 20 Alagille Q447 Q447
12 21 K768 K768
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1CD-10

2003 2013
12 22 K710 K710
12 23 Caroli Q444 Q444
12 24 Q444 Q444
13 25 Q447 Q447
14 26 K746 K746
15 27 Banti K766 K766
16 28 Q265 Q265
17 29 Q266 Q266
18 B Crigler- 30 Crigler-Najjar £805 £805
Najjar
19 31 K861 K861
20 32 K918 K918
21 Hirschsprung 33 Hirschsprung Q431 Q431
2 Hirschsprung 34 Q438 0438
21 Hirschsprung 35 Q438 Q647 Q438 Q647
21 Hirschsprung 36 Q438 Q438
22 37 D180 D180
23 38 Q437 Q437
24 39 Q641 Q641
13
1CD-10
2003 2013
Coffin-Lowry Q898 0898
1 Sotos Q873 Q873
Smith-Magenis Q938 Q938
1 4 Rubinstein-Taybi 0872 0872
Q870 0870
Weaver Q873 Q873
1 7 Cornelia de Lange 0871 0871
Beckwith-
! 8 Wiedemann 873 873
1 9 Angelman Q935 Q935
1 10 | 5p- Q934 Q934
1 11 | 4p- Q933 Q933
1 12 | 18 Q913 Q913
1 13 | 13 Q917 Q917
1 14 Down Q909 Q909
9 14
1 15 Williams Q999 0999
Prader-Willi
1 16 | CFC cardio-facio-cutaneous Q878 0878
1 17 Marfan Q874 0874
1 18 Costello Q871 Q871
1 19 CHARGE Q878 0878

- 296 -




14

1CD-10
2003 2013
1 1 E703 E703
2 2 Q808 Q808
2 3 Q808 Q808
2 4 Q804 Q804
2 5 Netherton Q808 Q808
2 6 Sjogren-Larsson 0871 0871
2 7 Q809 Q809
3 8 0819 0819
4 9 L401 L401
5 10 Q821 Q821
6 Recklinghausen 11 Recklinghausen 0850 0850
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29

1741
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28

27

10
1741




26
10

1,741

57 3.3%

27

213 12.2%

317 18.2%

1,304 749% 1 3

61.5%

1,247 71.6%
1,120 64.3%
213 12.2%

1,291 742% 1 1,280 73.5%

1,279 73.5%
68.3% 5

50.0%

23%
30%
23%
28%

318 18.3%
25

- 300 -

3

1,190 68.4% 4
1,188 68.2%
962 55.3%
199 11.4%

29%

1,249 71.7%

1,070

2

1,189

870

28%

0
4



1741

28

p279-84.
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0 1 2 3 4
R? R? R? R? R®
0.002 0.675 0.005 0.174 0.001 0.936 0.007 0.175 0.016 0.000
0.002 0.540 0.008 0.010 0.001 0.824 0.014 0.001 0.005 0.205
0.000 0.922 0.000 0.629 0.000 0.870 0.001 0.176 0.000 0.566
0.000 0.981 0.000 0.671 0.000 0.814 0.000 0.577 0.000 0.520
0.001 0.128 0.000 0.596 0.000 1.000 0.000 0.749 0.000 0.877
5
R? R? R? R? R?
0.002 0.675 0.005 0.174 0.001 0.936 0.007 0.175 0.016 0.000
0.002 0.540 0.008 0.010 0.001 0.824 0.014 0.001 0.005 0.205
0.000 0.922 0.000 0.629 0.000 0.870 0.001 0.176 0.000 0.566
0.000 0.981 0.000 0.671 0.000 0.814 0.000 0.577 0.000 0.520
0.001 0.128 0.000 0.596 0.000 1.000 0.000 0.749 0.000 0.877
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29

Theil index

2011

23

Theil index

2014 26
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2014 26
2015 27
2014 26 12
Theil index
Theil index
1,2
11




28
Theil index

2011 23 2014
Theil index
1

IgA

2011 23
26

Theil index

1637

28
26 1
03 04
E.
11
2014
F.
11
1
H26
- 003 H26
2.
p285-8.
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28



22

30
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Theil index

Theil index

2011 2012 2013 2014
0-19y 0.462 0.406 0.412 0.486
0-19y 0.366 0.382 0.393 0.414
0-19y 0.387 0.332 0.330 0.363
1gA 0-19y 0.343 0.309 0.290 0.298
0-19y 0.531 0.478 0.466 0.492
0-19y 0.505 0.948 0.837 0.745
0-19y 0.608 0.536 0.546 0.619
0-19y 0.438 0.397 0.416 0.459
0-19y 0.387 0.365 0.377 0.417
0-19y 0.290 0.269 0.252 0.324
0-19y 0.325 0.304 0.308 0.368
0-19y 0.397 0.341 0.335 0.392
0-19y 0.361 0.283 0.283 0.296
0-19y 0.372 0.381 0.386 0.397
0-19y 0.406 0.401 0.402 0.413
0-19y 0.397 0.351 0.421 0.357
0-19y 0.381 0.349 0.353 0.385
0-19y 0.766 0.685 0.691 0.631
0-19y 0.245 0.270 0.269 0.340
0-19y 0.432 0.434 0.455 0.524
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5,522

29

202

27
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DNA
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29

26

26
Verb5 Ver.5.1
11
26 110
B.
26 12 31
Vers Ver.5.1
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26
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Ver.5.1 CSsv
Excel2016
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26

2-12-1

27

2-1-1
2-12-2

2-12-2

26
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26

% %
001_ 384 384 0 0.0%]061_ 241 240 1 0.4%
002_ 111 111 0 0.0%]062_ 440 440 0 0.0%
003_ 914 914 0 0.0%]063_ 594 594 0 0.0%
004 _ 787 787 0 0.0%]064_ 362 362 0 0.0%
005_ 52 52 0 0.0%]065_ 104 104 0 0.0%
006_ 759 750 9 1.2%]066_ 279 278 1 0.4%
007_ 810 810 0 0.0%]067_ 611 611 0 0.0%
008_ 1527 1527 0 0.0%]068_ 44 44 0 0.0%
009_ 1047 1047 0 0.0%]069_ 281 281 0 0.0%
010_ 802 788 14 1.7%]070_ 733 733 0 0.0%
011_ 3844 3726 118 3.1%]J071_ 391 391 0 0.0%
012_ 2669 2627 42 1.6%|072_ 268 268 0 0.0%
013_ 6346 5934 412 6.5%]073_ 784 782 2 0.3%
014_ 1750 1746 4 0.2%]074_ 64 63 1 1.6%
015_ 1043 1040 3 0.3%]075_ 305 305 0 0.0%
016_ 533 533 0 0.0%]076_ 468 467 1 0.2%
017_ 796 795 1 0.1%]077_ 775 775 0 0.0%
018_ 563 563 0 0.0%]078_ 505 505 0 0.0%
019_ 637 637 0 0.0%]079_ 602 602 0 0.0%
020_ 1438 1438 0 0.0%]080_ 885 885 0 0.0%
021_ 816 814 2 0.2%]081_ 311 311 0 0.0%
022_ 1754 1754 0 0.0%]082_ 59 59 0 0.0%
023_ 2609 2609 0 0.0%]083_ 226 226 0 0.0%
024 _ 1628 1628 0 0.0%]084_ 370 368 2 0.5%
025_ 167 166 1 0.6%]085_ 220 220 0 0.0%
026_ 1215 1215 0 0.0%]086_ 226 226 0 0.0%
027_ 3318 3317 1 0.0%]087_ 467 467 0 0.0%
028_ 1613 1613 0 0.0%]088_ 393 393 0 0.0%
029_ 1425 1425 0 0.0%]089_ 530 512 18 3.4%
030_ 262 262 0 0.0%]090_ 937 913 24 2.6%
031_ 461 460 1 0.2%]091 _ 241 240 1 0.4%
032_ 611 611 0 0.0%]092_ 53 53 0 0.0%
033_ 588 588 0 0.0%]093_ 615 615 0 0.0%
034_ 1238 1238 0 0.0%]095_ 244 244 0 0.0%
035_ 984 971 13 1.3%]096_ 354 354 0 0.0%
036_ 437 429 8 1.8%]097_ 407 407 0 0.0%
037_ 444 444 0 0.0%]098_ 25 25 0 0.0%
038_ 716 716 0 0.0%]099_ 218 218 0 0.0%
039_ 315 315 0 0.0%]100_ 251 251 0 0.0%
040_ 1712 1712 0 0.0%]101_ 254 254 0 0.0%
041_ 756 752 4 0.5%]102_ 264 258 6 2.3%
042_ 1326 1326 0 0.0%]103_ 361 361 0 0.0%
043_ 901 901 0 0.0%]106_ 350 350 0 0.0%
044_ 682 682 0 0.0%]107_ 256 256 0 0.0%
045_ 811 811 0 0.0%]108_ 304 304 0 0.0%
046_ 1367 1367 0 0.0%]109_ 416 416 0 0.0%
047_ 1908 1907 1 0.1%]110_ 368 368 0 0.0%
048_ 580 580 0 0.0%]111_ 276 276 0 0.0%
049_ 1154 1154 0 0.0%]112_ 68 68 0 0.0%
050_ 593 588 5 0.8%]113_ 382 382 0 0.0%
051_ 2611 2467 144 5.5% 88402 87490 912 1.0%
052_ 138 119 19 13.8% 094,104,105
053_ 423 423 0 0.0%
054_ 1507 1505 2 0.1%
055_ 1576 1576 0 0.0%
056_ 1064 1064 0 0.0%
057_ 1280 1229 51 4.0%
058_ 717 717 0 0.0%
059 _ 1354 1354 0 0.0%
060_ 347 347 0 0.0%
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