28

26
26
29 4 82,340
94,814
110 105
26 1) 10,575
12.8% 2) 4589 56% 3)1 4,425 54% 4)
2,928 3.6% 5) (Basedow) 2,831 3.4% 6)
(West) 2,551 31% 7) 2,277 2.8% 8)
1,991  24% 9) 1,806 2.2% 10)
1,755  2.1%

17

26

- 069 -

10




ver.5.0

26

82,340
12,474

5.1
109
105
94,814
27 1 1
26
29 4

-70 -

26 29 4
110
5 105
82,340
12,474 94,814
29 4
; http://www.shouman.jp
1.
1
26
11,012 1,512
9,236 57
29 178
6,012 5,000
1)
2,928 26.6% 2) 903
110 82% 3) 569
5.2% 4) 555  5.0% 5)
388 35% 6)
384 35% 7)
356 32% 8) 338
31% 9) 313 2.8% 10)
272 2.5%
26
2.
2
26
6,931 939
5,813 31 32
116 4,135



2,796
2277  329% 2) IgA 1,476 21.3%
3) 588
8.5% 4) 461  6.7% 5)
390 5.6% 6)
300 43% 7)
220  32% 8) 185  2.7% 9)
178 2.6% 10)
157 2.3%
3.
3
26
2,763 526
2,161 15
4 57 1,505
1,258
1) 1,142
41.3% 2) 874 316%  3)
433 157% 4)
174 63% 5)
53 1.9%
4.
4
26
14,547 1,896
12,268 76
237 7,948
6,598
1) 1,991
13.7% 2) 1,714  11.8%
3) 1,008  6.9% 4)
923  63% b5) 848
5.8% 6) 796 55% 7)
765  53% 8) 449

3.1% 9) 439 3.0%
402 2.8%
5,
5
26
25,065 3,175
21,425 153
249
11,714 13,350 1
1)
10575  422% 2)
4589  18.3% 3) (
)2,831  11.3% 4) 1,187
47% 5) 1,104  4.4%
6.
6
26
2,729 415
2,243 15 11
45 1,179
1,550
1)
1,755  64.3% 2) (
X
)773  283% 3) 116
4.3%
7.
7
26
5,324 654
4,535 30 14
91 2,341
2,983
1)1 (

-71 -

10)

63



)4,425
783

83.1% 2)2
14.7% 3)
116 2.2%

26
3,755
3,369
13 47
2,092 1,663
1)

880 23.4% 2)

309
17

4 31:

51 32:
33: 1

503
451

15.0% 3)
16:
30:
50
82% 5)

42 38:
6 50
202 253
41:
220 42:
15 235

14: C-

(LDL)
17

43:
28 45:
50

175 47% 9)

50
562
12.0% 4)
3
6
298 307
35:

37:

6.7% 6)

kinky-hair

63% 7)

146 20:

4 21:
50
5 174

46% 8)

66
81
D

159 4.2% 10)
67 1.8%
9.
9
26
3,242 382
2,788 22
6 44
2,399 843
1)
A 1123  346% 2)
463 14.3% 3)
B 247 7.6% 4)

7.2% b5) 130
4.0% 6) 117 3.6%
7)

81  25% 8)

60 1.9% 9) 59  1.8%
10 56
1.7%

10.
10
26
4,562 456
3,976 32 19
79 2,448
2,114
1) (
)2,551 559% 2)
484 10.6% 3) 431
9.4% 4) (
)259  5.7% 5)
245 5.4% 6)
193
42% 7) 139  3.0% 8)
124 2.7%

-72-

235



11.
11
26
2,410 193
2,172 12
10 23 918
1,492
1)
1,806  74.9% 2)
319  132% 3)
73 3.0%
4) 46  1.9% 5) 43
1.8%
12.
121
12-2
26
12,474
1,623 922
701 10,851
6,586 4,265
1)
1,337  82.4%
2) 122 75% 3)
71 44%
1) 9,038
83.3% 2) 705  65% 3)
452 4.2%
D.
26
1)
10575 12.8% 2) 4589  5.6%

3)1 4,425 54% 4)
2,928 3.6% 5)
(Basedow) 2,831
3.4% ©6) (West)
2,551 31% 7) 2,277
2.8% 8) 1,991 24% 9)
1,806 2.2%
10) 1,755 2.1%
E.
25
26
;11 54,2015
F.
G.
H.
1 / /
/A

-73-



\[e]

Malignant Neoplasms

11,012

1,512
57
9236
29
178

6012
5000
0

1 3 3
2 19 19
3 1 1
4 5 5
5 0] 0]
6 555 B 300
4

80

72

9

47

T (
32
)

11

7 0 0]
8 193 193
9 36 36
10 2 2
11 14 14
12 1 1
13 74 74
14 0] 0]

-74 -




15 0 0
16 146 146
17 1 1
18 6 6
19 73 64

9
20 198 198
21 384 384
22 24 20

4
23 13 13
24 48 48
25 11 11
26 20 20
27 11 11
28 2 2
29 28 28
30 4 4
31 12 12
32 (Sezary) 0 0
33 0 0
34 0 6 0
35 7 7
36 272 272
37 169 169
38 13 13
39 2,928 134

FAB L1 L2
21
FAB L1 L2
Phl
22
54

-75-




L1 L2

B FAB

875

L1 L2

T FAB

177

L3

B FAB

18

1,618

903

(M0)

10

M1

25

34

16

10

55

63

681

49

49

142

142

40

Hairy-Cell

Leukemia

41

Burkitt

16

16

42

Hand-Schuller-Christian

43

44

non-Hodgkin

29

29

45

Hodgkin

107

95

-76 -




0]

10

46 35 35

47 98 98

48 46 46

49 Ewing 152 152

50 22 22

51 356 356

(HistiocytosisX) 0

52 0] 0]
Letterer-

53 0] 0]

Siwe

54 4 v ° H 0] 4 0]

55 ! >4 173 173

1 1

569 569

1 1

388 388

9 9

246 246

11 11

338 338

14 14

9 9

18 18

0] 0]

1 1

215 215

19 19

0] 0]

10 10

3 3

-77 -




20 20
1 1
0 0
0 0
4 4
0 0
1 1
1 1

29 29
4 4
8 8
3 3
2 2

13 13
0 0

57 57

29 29
7 7
0 0

27 27

32 32
0 0

17 17
2 2
2 2
0 0
1 1

24 24

156 156
0 0

38 38
0 0
0 0

313 313

-78 -




137

46

11

22

GIST

137

46

11

22

-79-



12

29

23

54

127

PNET

12

0
29

23

54

127

-80 -




23

15

23

15

-81-



0 ( 0
88 88
0 0
0 0
6 6
3 3
1 1
1 1
2 2
23 23
139 / 139
0 0
11,012

-82-




26

Chronic Renal Diseases

6,931

939

31

5,813

32

116

4,135

2,796

0

No

1 178 178
2 63 63
3 300 300
4 390 383
7
5 2,277 32
452
48
1
1,744
6 147 147
7 461 | IgM 9
0
452
0
8 0 0
9 157 157
10 220 (MPGN) 220
11 | 19A 1,476 | 19A 1,476
12 0 0

-83-




13 41 41
14 32 32
15 (Gitelman) 28 28
16 6 6
17 (Goodpasture) 0 0
18 61 61
19 2 2
20 0 0
21 2 2
22 56 56
23 4 4
24 23 4
16

2

1

Nail-Patella

25 588 11
325

8

189

55

26 0 0
27 3 ) 3
28 185 185
29 68 68
30 29 29
0

31 26 5
1

20

32 (Bartter) 46 46
33 30 30

-84 -




34

a2

32

6,931

-85-




3 26 Chronic Respiratory Diseases

2,763

526

15

2,161

4

57

1,505

1,258

0

No
1
2
3 874 874
4 52 52
5 433 433
6 174 174
7 4 4
8 24 4
(Kartagener) 20
9 7 7
10 ( ) 53 53
( )
11 1,142 1,142
0 0
2,763
1 2 5

- 86 -




4, 26 Chronic Heart Diseases

14,547
1,896
70
12,268
76
237
7,948
6,598
1
1 36 17
19
2 24 14
5
() 0
5
3 1 1
4 5 5
5 30 30
6 35 35
( (Bland-
White-Garland) )
7 6 6
8 (Wolff- 40 40
Parkinson-White  WPW) WPW
0
9 15 0
15
10 1 1
11 21 1
6
14

- 87 -



12 2 2
13 40 40
14 1 1
15 9 3
1

5

16 1 1
17 158 146
8

4

18 ( ) 210 6
65

43

8

2

11

75

19 (Romano-Ward) 3 3
20 | QT 384 | QT 382
2

21 4 4
22 134 134
23 17 17
24 14 14
25 20 20
26 0 0
27 17 17
28 0 0
29 4 4
0

30 (Eisenmenger) 11 11

-88-




31 47 () 47

32 8 8

33 3 3

34 ( ) 379 377

) 2

35 8 8

36 1,714 1,714

37 ( 765 355

) 8

402

38 ( 7 0

7

39 ( 275 275
)

40 237 217

20

41 0 0

42 923 923

43 53 53

44 122 122

45 (Fallot) 1,991 1,991

46 5 5

47 2 2

48 17 17

49 ( ) 16 16

50 449 241

118

3

87

51 (Valsalva) 17 17

-89 -




52 (Ebstein) ) 167 167
53 796 643
153

54 8 4
4

55 17 17
56 439 439
57 43 43
58 282 282
59 1 1
60 67 66
1

61 124 124
62 337 326
(MVP) 11

63 293 83
13

197

64 402 402
65 339 292
15

32

66 16 16
67 125 124
1

68 3 2
1

69 (Taussig-Bing) 3 3
70 1 1
71 120 114
4

-90 -




2

72 848 823
9

3

7

6

73 150 148
2

74 131 131
75 11 5
6

76 0] 0
77 1,008 994
14

78 110 88
22

79 24 24
80 0] 0]
81 148 148
82 0] 0]
83 1 1
84 65 65
85 187 129
58

0 0

14,547

-91-




5 26 Endocrine Diseases

25,065

3,175

153

21,425

63

249

11,714

13,350

1

No
1 (TSH) 34 (TSH) 34
2 0 0
3 0 0
4 (GH) 0 (GH) 0
5 0 (ACTH) 0
(ACTH)
6 (PRL) 5 5
(PRL) 0
7 537 « ) 349
188
1 0
8 5 5
2 0
9 (Cushing) 8 8
10 (TSH) ( 37 (TSH) « ) 37
)
11 (ADH) 3 3
(SIADH)

12 « ) 60 ( ) 60
3 0
4 0

-92.-




13 (Simmonds) 1
14 450 70
380
15 ( 98 98
)
16 (GH) « )
17 10,575 10,575
( 0
18 18
19 ( ( 275 241
) 28
6
20 3
21 (ACTH) 20 (ACTH) ( 20
« )
22 (PRL) « ) 1 (PRL) « ) 1
23 2
24 (Laron) 2 (Laron) 2
25 6
26 4,589 1,653
2,936
6 0
7 0
27 ( 2,831 884
(Basedow) ) 1,947
0
28 104 71
33
8 0
29 7 0
30 7 7

-03-




31 10 10
32 9 9
33 8
34 9
35 897 420
9 477
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
41 108 45
62
1
13 0
42 13
43 VIP(Vasoactive-Intestinal-
Polypeptide) 12
44 (Kallmann) 4
45 6 6
46 (Klinefelter) 13 13
47 0 0]
48 1 1
0]
14
15 0]
49 56 8

-94 -




7
() 39
() 2
16 0
17 0
50 6 6
XY 0
51 2 2
52 1 1
53 16
54 17
55 1 1
56 4 4
57 40 | ( ) 40
18 0
58 1,104 1,090
14
59 (Turner) 1,187 1,187
60 ( 4 4
(Stein-Leventhal)
)
61 4 4
62
male-limited
precocious puberty) 14
63 (Noonan) 3 3
64 (Prader-Willi) 533 533
65 ( 0 0
)
66 0 () 0
19 0
67 88 19
() 67
() 2

-05-




68 2 2
69 2 2
70 0 0]
(Laurence-Moon-Biedl)
71 | XX 0 | XX 0
72 XY 6 | XY 3
5a 3
73 (Wermer) 20
74 (Sipple) 21
75 (Schmidt) 0 0
76 (MEA MEN) 2 1
20 0
21 1
77 9 9
78
22
79 119 59
60
22 0
80 23
81 144 90
54
82 7 7
0]
83
(hypoparathyroidism-Addison-
Monilia) 24
84 7 7
85 3 2
1
( ) 23 0
0
24
86 (Addison) 33 30

- 906 -




3
87 6 6
88 (Cushing) 7 7
89
25
90 ( (Conn)
) 26
91 2 2
0
25
92 151 132
( 10
(Prader) )
2
7
93 ACTH 36 ACTH 36
94 19
95 72 72
96 15
97 2 2
(  (Conn) 0
) 26
98 84 ( ) 84
99 0 0
100 2 2
101 (ACTH) 25 (ACTH) 25
102 | 3B 2| 3B 2
( (Bongiovanni)
)
103 |11pB 7 | 11B 7
104 | 17a 2| 17a 2
105 |18 3|18 3
106 |18 0|18 0
107 |21 564 | 21 564

-97-




108 12 12
109 (Liddle) 0 0
110 7 7
(
111 (McCune- 29 29
Albright)
112 0 0
0 0
25,065
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

-08-




6. 26 Collagen Diseases

2,729

415

15

2,243

11

45

1,179

1,550

0

[\[¢e]
(Wissler-Fanconi)
( 773 220
X ( ) 539
)
( ) 11
( ) 3
/ 0]
(Sjogren) 116 116
50 50
6 6
1,755 JIA) 1,752
(JRA) 0
3
(Stevens- 16
16
Johnson)
(still) 0 0
13 13
2,729
/ 6

-99-




26 Diabetes Mellitus
5,324
654
30
4535
14
91
2341
2983
0
No
4,425 | 1 ( ) 4,425
783 | 2 ( ) 783
) 116 (
8
)
MODY1(HNF-4a 2
MODY2(Glucokinase
2
)
MODY3(HNF-1a 2
MODY4(IPF-1 0
MODY5(HNF-1f 3
B
2
3
2
1
6
2
MODY 2
2
19

- 100 -




5,324

-101-




26 Inborn Errors of Metabolism
3,755

309

17

3,369

13

47

2,092

1,663

0

No
1 0 0
2 0 0
3 4 4
4 36 36
5 (Hermansky- 4 4
Pudlak)
6 (Ehlers-Danlos) 59 59
7 (Osteogenesis 451 451
imperfecta)

8 ( ) 880 451
429
9 1 0 0
10 0 0
11 0 0
12 0 0
13 0 0
14 C- 2 C- 2
15 ( 0 0




(HDL) (Tangier) (HDL) )
) - - 0
16 (Wolman) 3 1
2
17 146 ( 9
( 137
)
18 0 0
19 (VLDL) 0 / VLDL 0
20 (LDL) 4 / LDL 4
21 17 17
22 0 0
23 0 0
24 Y 0
25 () ( 5/ () ( 5
(Bassen-Kornzweig) (Bassen-Kornzweig)
) )
26 (Refsum) 0 ( ) 0
27 2 2
28 61 61
29 15 15
30 ( (Lignac) 6 6
)
31 51 51
32 3 3
33 (Hartnup) 1 1
34 (Fanconi) 20 20
35 3 3
36 25 25
37 42 42

-103 -




38 6 6

39 11 11

40 D ( 159 50

) 32

77

41 (Wilson) ( 220 220

)
42 (Menkes) (kinky- 15 15
(steely)hair )

43 ( ) 28 17

11

44 0 0

45 66 66

46 1 1

47 ( 60 12

16

7

0]

( 25

48 ( (Herlitz) 2 2

)

49 (Lowe) ( ) 26 (Lowe ) 26

50 |1 109 1,319
( )

503 28

0]

185

12

9

1

-104 -




16

16

14

69

116

81

CoA

58

- 105 -




17

CoA

15

CoA

17

CoA

CoA

33

202

_1’6_

Xl

- 106 -




31

13

11

—4-

1 GLUT1

14

298

93

12

GM1-

GM2-

12

10

26

43

-107 -




67

67

16

14

11

11

37

Alexander

11

Crigler-Najjar

Pelizaeus-Merzbacher

26

3,755

- 108 -




9. 26

Blood Diseases and Immunodeficiencies Including Haemophiliae

3,242

382

22

2,788

6

44

2,399

843

0

[\[e]
1 1 1
2 0 0
3 7 7
4 1 1
5 14 14
6 0 0
7 1 1
8 ) 8 8
9 ) 4 4
10 ) 8 8
11 16 16
12 A) 1,123 A) 1,123
13 B) 247 B) 247
14 ( 2 2
(Stuart-Prower) )
15 X1 7 X1 7
16 X (Hageman) 1 X ) 1
)

- 109 -




17 X ( 10 ( 10
18 (von Willebrand) 235 235
19 0] 0]
20 C (protein C) 15 (protein C) 15
21 S (protein S) 4 (protein S) 4
22 ( 56 11
(Kasabach-Merritt) ) a5
23 ( 36 ( 8
1 2
2 26
3 0
24 8 8
25 2
26 3
27 28 28
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
( )
36 463 300

-110 -




79

84
37

38 44 4,5 44

39 0 0

40 0 0

41 4 4

42 0 ( 0

43 2 ( 2
44

45 0 0

46 0 0

47 60 ( ) 1

6 0

7 0

8 0

10 2

c 11 0

D 12 0

E 13 0

57

48 117 117

49 0 F 0

50 4 4

51 0 ( ) 0

52 4 4

53 4 ) 4

0

54 0 0

-111-




55 2 2

56

57 0 0

58 1 1

59 -6- (G-6- 10 -6- (G-6-PD) 10

PD)

60 0 0

61 0 0

62 0 0

63 ( ) 4 2
0
2

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 2 1
1

72 10

73 0 0

74 C 11

75 D 12

-112 -




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 81 33
( ) 1
3
4
16
17 33
7
88 22 22
89 7 7
90 29 ( 1
IgE 25
1
2
91 0 0

-113 -




92 0 0
(Pelger-Huet)
93
(Spat-Damashek)
16
94 17 7 7
0
95 0 0
96 (May-Hegglin) 2 2
97 0 0
98 (Wiskott- 32 32
Aldrich)
99 0 0
100 (Good) 0 0
101 0 0
102 12 | HIV 12
(AIDS HIV )
103 (Chediak-Higashi) 2 ( ) 2
( )
104 ( 53 47
) 4
18 0
1
X 1
105 18
106 19
107 11 7
() 4
108 130 27
2

-114 -




63

2
20 36
109 (DiGeorge) 8 8
110 21
111 (Nezelof) 22
112 41 (CvID ) 39
(variable immunodeficiency) 5
113 11 Ig 11
22 0
114 (Bruton)
20
115 0 0]
116 ¢ ) ( 13 12
(Louis-Bar) ) 1
117 EB 49 EB 49
118 59 59
119 GVHD(Graft Versus Host 42 GVHD( ) 42
disease )
120 21 9
19 5
21 1
19G 5
1
121 0 0]
C IM— ) ( IM— )
122 | lgA 2 | IgA 2
123 | IgM o | lgM 0
124 ( 9 9

(Rendu-Osler-
Weber) )

-115-




125 1 1
) 0
126 1 1
127 20 20
128 5 5
2 2
3,242
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

-116 -




10. 26 Neuromuscular Diseases

4,562

456

32

3,976

19

79

2,448

2,114

0

No
1 (West) ( ) 2,551 (West) ( ) 2,551
2 431 431
3 245 245
4 (SSPE) 14 (SSPE) 14
5 124 110
0]
2
10
2
6 ( 259 ( 259
) )
7 ( 193 ( 193
)

8 0] 0]
9 49 49
10 (Leigh) 73 (Leigh) 73
11 (Rett) 139 (Rett) 139
12 (Lennox-Gastaut) 484 (Lennox-Gastaut) 484
4,562

-117 -




11. 26

Digestive Diseases

2,410

193

12

2,172

10

23

918

1,492

0

No
1 (Alagille) ( 73 (Alagille) ( 73
arterio hepatic dysplasia) arterio hepatic dysplasia)
2 43 43
3 4 4
4 7 7
S ( ) 8 ( ) 8
6 2 2
7 30 30
8 (Gilbert) 0 (Gilbert) 0
9 28 28
10 23 23
11 ( 319 265
) 22
32
12 ( ) 1,806 ( ) 1,806
13 (Dubin-Johnson) 0] (Dubin-Johnson) 0]
14 46 46
15 (Rotor) ( 0 (Rotor) ( (Rotor) 0
(Rotor) ) )

16 5 5
17 16 16
2,410

-118 -




12-1.

1,623

922

701

0

No
1,337 ( 1,337
)

GH) () 0 0
27 17
10
122 122
46 46
71 71
19 13
1
0
() 0
0
0
0
2
1
2
0
0
1 1
1,623

-119-




\[e]

12-

26

10,851

6,586
4,265

9,038 ( 9,038
)

cH ) 0 0

192 140

52

705 705

390 390

452 452

69 34

IgA 1

6

6

1

1

1

1

1

12

2

1

1

1

5 5

10,851

-120 -




