30

26
27 1 1
26
31 3 26
26 91,875
105,180
110 26
1) 11,573 12.6% 2) 5,116
56% 3)1 4,903 53% 4) 3,275
3.6% 5) (Basedow) 3,103 3.4% 6) (West)
2844 31% 7) 2548 2.8% 8) 2,264
25% 9) 2,053 2.2% 10) 2,031

2.2%
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10

26

26
27 1

26

27 1

26
12

27

ver.5.0

27

51

12
1
27
26
. C.
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110

27

31

105,180

31

27 1 1
26
26
27 1
75%
27 1 1
26
110
91,875
13,305



27 1
1 3 31
; https://www.shouman.jp
1.
1
26
12,217 1,677
10,250 59
31 200
6,709 5,508
1)
3,275 26.8% 2) 985
8.1% 3) 634
52% 4) 610 5.0% 5)
440  3.6% 6)
426 35% 7)
401 33% 8) 369
3.0% 9) 347  2.8% 10)
304  2.5%
2.
2
26
7,686 1,040
6,446 33 35
132 4,584
3,012
1)
2,548  332% 2) IgA 1,624  21.1%
3) 661

- 215

8.6% 4) 476 62% 5)
426  55% 6)
343 45% 7)
246 3.2% 8) 202 2.6% 9)
201 26% 10)
178 2.3%
3.
3
26
3,106 595
2,425 16
4 66 1,696
1,410
1) 1,267
40.8% 2) 1,016 32.7%  3)
471 152% 4)
196 6.3% 5) 59
1.9% 6) ( )
( )58 1.9%
4.
4
26
16,687 2,140
14,102 71 99
275 9,131
7,555 1
1) 2,264
13.6% 2) 2,053  12.3%
3) 1,147  6.9% 4)
1,025  6.1% 5) 961
5.8% 6) 932  5.6% 7)
876  52% 8) 508
3.0% 9) 486 2.9% 10)
481 2.9%



5,
5
26
27,593 3,410
23,656 163
297
12,841 14,751 1
1)
11573 41.9% 2)
5116  185% 3)
)3,103  11.2% 4)
4.8% 5) 1,101  4.3%
983  3.6%
6.
6
26
3,096 495
2,523 16
50
1,727
1)
1,948  62.9% 2) (
)
)919  29.7% 3)
4.3%
7.
7
26
5,897 707
5,035 33
107
3,314
1)1
)4903  83.1% 2)2
873  148% 3)
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345

121 2.1%
8.
8
67 26
4,168 344
3,739 19
13 53
2,317 1,851
( 2
1,316 948 22.7% 2)
6) 3
4 31;
52 32; 3
33; 1 50
571 631
15.1% 3) 503 12.1% 4
16: 3
30; 6
12 50 336
1,369 8.3 5) (Wilson) (
)234  56% 6)
35; 3
37: 47 38:
6 50
134 224 280  6.7% 7)
D
175  4.2% 8) 14;
C- 4 17:
171 20;
(LDL) 4 21:
21 50 6
206  4.9% 09)
15 43; 30
2,583 45; 68 50
88 186
( 45% 10) 77 1.8%



9. 11
26
9 2,708 213
26 2,444 12
3,627 421 11 28 1,029
3,126 23 1,679
8 49 1)
2,682 945 2031  75.0% 2)
1) 347 12.8% 3)
A 1,244  343% 2) 83  3.1%
525 14.5% 3) 4) 55 2.0% 5) 47
B 269 7.4% 4) 256 1.7%
71% 5) 138
3.8% 6) 132 3.6% 12.
7)
95  2.6% 8) 69 1.9% 12-1
9) 12-2
( ) 63 1.7% 26
13,305
1,742 982
10. 760 11,563
6,987 4,576
10
26 1)
5,090 497 1,430  82.1%
4,454 33 19 2) 129  7.4% 3)
87 2,128 73 4.2%
2,362
1) ( 1) 9,622
) 2,844 55.9% 2) 83.2% 2) 755  65% 3)
548 10.8% 3) 472 477 4.1%
93% 4) (
)289  57% 5)
263 52% 6)
221 D.
43% 7) 156 3.1% 8) 26
147 2.9% 1
" 11573  12.6% 2) 5,116
56% 3)1 4,903
53% 4) 3275 3.6%
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5) (Basedow) F.

3103 3.4% 6) (West)
2844  31% 7)

2548  2.8% 8) 2,264

25% 9) 2,053 22% 10)

2,031 2.2% G.

26

29

;21 73,2018
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Malignant Neoplasms

12,217

1,677
59
10.250
31

200

6,709
5,508
0

1 3 3
2 21 21
3 1 1
4 7 7
5 0 0
6 610 B 327
4

87

78

10

53

T ( 35

)

16

7 0 0
8 215 215
9 37 37
10 2 2
11 15 15
12 1 1

- 219 -




13 84 84
14 0 0
15 0 0
16 159 159
17 1 1
18 6 6
19 78 69

9
20 218 218
21 426 426
22 25 20

5
23 14 14
24 50 50
25 14 14
26 23 23
27 12 12
28 2 2
29 30 30
30 4 4
31 14 14
32 (Sezary) 0 0
33 0 0
34 0 6 0
35 8 8
36 304 304
37 188 188
38 15 15
39 3,275 160

FAB L1 L2
24
FAB L1 L2
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Phl

23

56

L1 L2

FAB

958

L1 L2

FAB

193

10

FAB

L3

18

1,829

985

(M0)

11

M1

30

37

16

13

63

68

738

52

52

160

160

10

10

40

Hairy-Cell

Leukemia

41

Burkitt

20

20

42

Hand-Schuller-Christian

43

10

10
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44 non-Hodgkin 29 29

45 Hodgkin 114 101

0

3

0

10

46 39 39

47 111 111

48 52 52

49 Ewing 173 173

50 5 25

51 401 399

(HistiocytosisX) >

52 0 0

53 Letterer- 0 0
Siwe

54 4 . v ° 0 H 0

55 1 54 196 196

1 1

634 634

1 1

440 440

9 9

273 273

11 11

369 369

15 15

10 10

19 19

0 0

1 1
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245

20

10

23

30

13

60

31

30

38

18

27

167

245

20

10

23

30

13

60

31

30

38

18

27

167
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38

347

179

50

11

24

GIST

38

347

179

50

11

24
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12

32

24

57

140

PNET

12

32

24

57

140
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28

10

28

10
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0] 0]
0 0
15 15
5 5
3 3
0] 0]
94 94
0 0
0 0
6 6
3 3
1 1
1 1
2 2
27 27
145 145
0] 0]
12,217
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26

Chronic Renal Diseases

7,686

1040
33
6,446
35
132

4,584
3,102

1 201 201
2 68 68
3 343 343
4 426 419
7

5 2,548 40
507

54

1

1,946

6 175 175
7 476 | IgM 9
0

467

0

8 0 0
9 178 178
10 246 (MPGN) 246
11 IgA 1,624 | IgA 1,624
12 0 0
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13 41 41
14 35 35
15 (Gitelman) 30 30
16 6 6
17 (Goodpasture) 1 1
18 65 65
19 2 2
20 0 0
21 2 2
22 61 61
23 4 4
24 25 4
16
4
1

Nail-Patella
25 661 11
362
13
215
60
26 0 0
27 4 () 4
28 202 202
29 74 74
30 32 32
0]
31 33 9
1
23
32 (Bartter) 54 54
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33 32 32
34 37 37
7,686
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26

Chronic Respiratory Diseases

3,106

595
16
2,425

66

1,696
1,410

- 231 -

1
2
3 1,016 1,016
4 59 59
5 471 471
6 196 196
7 6 6
8 25 / 4
(Kartagener) 21
9 8 8
10 ( ) 58 ( ) ( 58
( ) )
11 1,267 1,267
0 0
3,106
1 2 5




4, 26 Chronic Heart Diseases

16,687
2,140
71
14,102
99
275
9,131
7,555
1
1 42 20
22
2 25 15
5
) 0
5
3 1 1
4 5 5
5 33 33
6 41 41
( (Bland-
White-Garland) )
7 6 6
8 (Wolff- 44 44
Parkinson-White  WPW) WPW
0
9 18 0
18
10 2 2
11 21 1
6
14
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12 3 3
13 46 46
14 1 1
15 9 3
1

5

16 1 1
17 188 175
9

4

18 ( ) 242 6
72

52

9

2

14

87

19 (Romano-Ward) 3 3
20 | QT 409 | QT 407
2

21 5 5
22 150 150
23 18 18
24 18 18
25 26 26
26 0 0
27 22 22
28 0 0
29 4 4
0]

30 (Eisenmenger) 13 13
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31 51 ) 51

32 8 8

33 3 3

34 ( ) 415 413

) 2

35 11 11

36 2,053 2,053

37 ( 876 396

) 11

469

38 ( 7 0

7

39 ( 344 344
)

40 280 255

25

41 0 0

42 1,025 1,025

43 58 58

44 156 156

45 (Fallot) 2,264 2,264

46 5 5

47 2 2

48 17 17

49 ( ) 19 19

50 508 269

137

4

98

51 (Valsalva) 19 19
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52 (Ebstein) ) 191 191
53 932 759
173

54 8 4
4

55 23 23
56 486 486
57 50 50
58 312 312
59 1 1
60 74 72
2

61 148 148
62 380 367
(MVP) 13

63 335 98
13

224

64 481 481
65 382 328
17

37

66 16 16
67 143 141
2

68 4 3
1

69 (Taussig-Bing) 5 5
70 1 1
71 153 145
5
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3

72 961 933
11

3

8

6

73 175 171
4

74 142 142
75 13 7
6

76 0 0
77 1,147 1,133
14

78 117 94
23

79 26 26
80 0 0
81 165 165
82 0 0
83 1 1
84 77 77
85 220 149
71

1 1

16,687
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5 26 Endocrine Diseases

27,593

3,410

163

23,656

67

297

12,841

14,751

1

No
1 (TSH) 38 (TSH) 38
2 0 0
3 0 0
4 (GH) 0 (GH) 0
5 0 (ACTH) 0
(ACTH)
6 (PRL) 5 5
(PRL) 0
7 582 « ) 379
203
1 0
8 5 5
2 0
9 (Cushing) 9 9
10 (TSH) ( 38 (TSH) « ) 38
)
11 (ADH) 3 3
(SIADH)

12 « ) 63 ( ) 63
3 0
4 0
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13 (Simmonds) 1
14 502 81
421
15 ( 112 112
)
16 (GH) « )
17 11,573 11,573
( 0
5
18 18
19 ( ( 304 268
) 29
7
20 3
21 (ACTH) 20 (ACTH) ( 20
« )
22 (PRL) « ) 1 (PRL) « ) 1
23 2
24 (Laron) 2 (Laron) 2
25 6
26 5,116 1,753
3,363
6 0
7 0
27 ( 3,103 977
(Basedow) ) 2.126
0
28 135 102
33
8 0
29 7 0
30 8 8
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31 15 15
32 15 15
33 8
34 9
35 983 454
9 529
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
41 123 48
74
1
13 0
42 13
43 VIP(Vasoactive-Intestinal-
Polypeptide) 12
44 (Kallmann) 4
45 6 6
46 (Klinefelter) 14 14
47 0 0]
48 1 1
0]
14
15 0]
49 62 9
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7
() 42
) 4
16 0
17 0
50 7 7
XY 0
51 5 5
52 1 1
53 16
54 17
55 1 1
56 5 5
57 41 | ( ) 41
18 0
58 1,191 1,172
19
59 (Turner) 1,316 1,316
60 ( 4 4
(Stein-Leventhal)
)
61 4 4
62
male-limited
precocious puberty) 14
63 (Noonan) 4 4
64 (Prader-Willi) 588 588
65 ( 0 0
)
66 0 () 0
19 0
67 95 20
() 73
() 2
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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) 3 1
20 0
21 2
77 9 9
78
22
79 135 64
71
22 0
80 23
81 156 97
59
82 9 8
1
83
(hypoparathyroidism-Addison-
Monilia) 24
84 7 7
85 5 4
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 43 ACTH 43
94 19
95 91 91
96 15
97 2 2
(  (Conn) 0
) 26
98 95 ( ) 95
99 0 0
100 2 2
101 (ACTH) 28 (ACTH) 28
102 | 3B 2| 3B 2
( (Bongiovanni)
)
103 |11pB 7 | 11B 7
104 | 17a 3| 17a 3
105 |18 4|18 4
106 |18 0|18 0
107 |21 608 | 21 608
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108 15 15
109 (Liddle) 0 0
110 8 8
(
111 (McCune- 31 31
Albright)
112 0 0
0 0
27,593
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

3,096
495
16
2,523
12
50
1,369
1,727
0
1
(Wissler-Fanconi)
2 ( 919 238
) ( ) 666
)
( ) 12
( ) 3
/ 0
3 (Sjogren) 134 134
4 56 56
5 7 7
6 1,948 1A) 1,944
(JRA) 0
4
7 (Stevens- 17
17
Johnson)
8 (still) 0 0
9 14 14
1 1
3,096
1 / 6
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26

Diabetes Mellitus

5,897

707

4,903

4,903

873

873

121

MODY1(HNF-4a

MODY2(Glucokinase
)

MODY3(HNF-1a

MODY4(IPF-1

MODY5(HNF-1p

B

MODY

19
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64

5,897

- 246 -




26

Inborn Errors of Metabolism

4,168

344
19
3,739

1 0] 0]
2 0] 0]
3 4 4
4 45 45
5 (Hermansky- 4 4
Pudlak)
6 (Ehlers-Danlos) 70 70
7 (Osteogenesis 503 503
imperfecta)
8 ( ) 948 494
454
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
17 171 ( 13
( 158
)
18 0] 0]
19 (VLDL) 0 / VLDL 0
20 (LDL) 4 / LDL 4
21 21 21
22 0] 0]
23 0] 0]
24 0] 0]
25 ) ( 6 () ( 6
(Bassen-Kornzweig) (Bassen-Kornzweig)
) )
26 (Refsum) 0 ( ) 0
27 3 3
28 67 67
29 17 17
30 ( (Lignac) 6 6
)
31 52 52
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 14 14

40 D ( 175 63

) 33

79

41 (Wilson) ( 234 234

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

43 ( ) 30 18

12

44 0] 0]

45 68 68

46 2 2

47 ( 69 15

19

7

1

( 27

48 ( (Herlitz) 2 2

)

49 (Lowe) ( ) 30 (Lowe ) 30

50 1 109 1,489
( )
571 32
0]
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210

19

22

16

16

78

122

11

88

CoA

10
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67

23

CoA

17

CoA

17

CoA

3- CoA

38

224

_1’6_

80

10
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22

Xl

32

14

14

1 GLUT1

16

336

101

13

GM1-

GM2-

14

14

32

46

(-

15
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7

7

19

17

10

11

11

42 | Alexander

14

Crigler-Najjar

Pelizaeus-Merzbacher

28

4,168
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9. 26

Blood Diseases and Immunodeficiencies Including Haemophiliae

3,627

421

23

3,126

8

49

2,682

945

0

[\[e]
1 1 1
2 0 0
3 8 8
4 1 1
5 17 17
6 0 0
7 1 1
8 ( ) 11 ( ) 11
9 ( ) 4 ( ) 4
10 ( ) 10 ( ) 10
11 ( ) 18 ( ) 18
12 ( A) 1,244 ( A) 1,244
13 ( B) 269 ( B) 269
14 ( 2 ( 2
(Stuart-Prower) )
15 XI 7 XI 7
16 X ( (Hageman) 1 X ( ) 1
)
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17 X ( ) 14 ( 14
18 (von Willebrand) 256 256
19 0 0
20 |C (protein C) 16 (protein C) 16
21 | S (protein S) 5 (protein S) 5
22 ( 63 11
(Kasabach-Merritt) ) 52
23 ( ) 44 ( 9
1 3
2 32
3 0
24 8 8
25 2
26 3
27 30 30
28 2 2
29 ( 5 5
)
30 (strage pool ) 0 (strage pool ) 0
31 7 6
1
32 0 0
33
(Bernard-Soulier) 1
34 0 0
("Aspirin-like' defect)
35 0 ( 0
( )
36 525 336
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92

97

46

60

132

4,5

10

11

12

13

46

63

132

37

38

39

40

41

42

43

44

45

46

47

48

49

50

51

52

53

54
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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 4 3
1

72 10

73 0 0

74 c 1

75 D 12

- 257 -




41

23
13

1
26

0|2 4

B6

15

14

17

16

IgE

95

23
13
30

13

14

15

B6
(Alder)

76

7

78

79

80

81

82

83

84
85
86

87

88

89

90

91
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92 0 0
(Pelger-Huet)
93
(Spat-Damashek)
16
94 17 18 17
1
95 0 0
96 (May-Hegglin) 2 2
97 0 0
98 (Wiskott- 35 35
Aldrich)
99 0 0
100 (Good) 0 0
101 0 0
102 12 | HIV 12
(AIDS HIV )
103 (Chediak-Higashi) 3 ) 3
( )
104 ( 60 54
) 4
18 0
1
X 1
105 18
106 19
107 13 9
) 4
108 138 29
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66
2
20 39
109 (DiGeorge) 8 8
110 21
111 (Nezelof) 22
112 45 (CVID ) 43
(variable immunodeficiency) )
113 11 I9 11
22 0
114 (Bruton)
20
115 0 0
116 «C ) ( 13 12
(Louis-Bar) ) 1
117 EB 57 EB 57
118 69 69
119 GVHD(Graft Versus Host 52 GVHD( ) 52
disease )
120 24 10
19 6
21 2
19G 5
1
121 0 ( 0
C ( IM— ) ( IM— )
122 | lgA 2 | 19A 2
123 | IgM 0|IgM 0
124 ( 9 9

(Rendu-Osler-
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Weber) )
125 1 1
) 0
126 1 1
127 23 23
128 5 5
4 4
3,627
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 D 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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10.

26

Neuromuscular Diseases

5,090

497

1 (West) ( ) 2,844 (West) ( ) 2,844

2 472 472

3 263 263

4 (SSPE) 15 (SSPE) 15

5 147 127

0

3

13

4

6 ( 289 ( 289
) )

7 ( 221 ( 221

)

8 0 0

9 52 52

10 (Leigh) 83 (Leigh) 83

11 (Rett) 156 (Rett) 156

12 (Lennox-Gastaut) 548 (Lennox-Gastaut) 548

5,090
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11. 26

Digestive Diseases

2,708

213

1 (Alagille) ( 83 (Alagille) ( 83
arterio hepatic dysplasia) arterio hepatic dysplasia)

2 47 47
3
4

S ( ) 10 ( ) 10

6 2 2

7 33 33

8 (Gilbert) 0 (Gilbert) 0

9 33 33

10 25 25

11 ( 347 287

) 23

37

12 ( ) 2,031 ( ) 2,031

13 (Dubin-Johnson) 1 (Dubin-Johnson) 1

14 55 55

15 (Rotor) ( 0 (Rotor) ( (Rotor) 0

(Rotor) ) )

16 8 8

17 20 20

1 1

2,708
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12-1.

26

1,430 ( 1,430
)

@cH ) 0 0

32 19

13

129 129

52 52

73 73

25 14

3

2

() 0

0

0

0

3

1

2

0

0

1 1

1,742
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12-

26

11,563

6,987
4,576

9,622 ( 9,622
)

GH) ) 0 0

205 149

56

755 755

425 425

477 477

74 34

IgA 1

7

7

() 1

1

0

1

1

0

1

1

0

13

0

1

1
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11,563
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