29

26

27 1 1 26
26
88,402
101,341
110
26 1) 11,229
12.7% 2) 4945 56% 3)1 4,757 54% 4)

3,164 3.6% 5) (Basedow) 3,016 3.4% 6)
(West) 2,710 31% 7) 2,449 2.8% 8)

2,153 24% 9) 1950 22% 10)

1,873 2.1%
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10

17

26
26

ver.5.0

26
29 7
75%
27 1 1
26
110
101,341
26
27 1 1

; https://www.shouman.jp

C.
27
29
5.1
88,402
12,939
27 1 1
1.
12

-22-



1
26
11,764 1,590
9,888 57
30 199
6,447 5,317
1)
3164  269% 2) 956
81% 3) 611
52% 4) 595 51% b5)
416  35% 6)
411 35% 7)
379  32% 8) 359
31% 9) 333 28% 10)
206  2.5%
2.
2
26
7,447 988
6,260 32 35
132 4,428
3,019
1)
2449  32.9% 2)IgA 1582  21.2%
3) 643
8.6% 4) 468 6.3% b5)
420 56% 6)
331 44% 7)
239 32% 8) 195  2.6% 9)
190  2.6% 10)
175 2.3%
3.
3
26
3,008 564
2,359 15

-23-

4 66 1,641
1,367
1) 1,223
40.7% 2) 984 32.7%  3)
460  153% 4)
189  6.3% 5)
53  1.9%
4.
4
26
15,818 2,011
13,371 70 93
273 8,654
7,163 1
1) 2,153
13.6% 1,899  12.0%
3) 1,094 6.9% 4)
983  62% 5) 909
5.7% 6) 878 5.6% 7)
827 52% 8) 489
31% 9) 468 3.0% 10)
448  2.8%
5,
5
26
26,744 3,319
22,905 160 64
296
12,451 14,292 1
1)
11,229  42.0% 2)
4945  185% 3) (
)3,016  11.3% 4) 1,281
4.8% 5) 1,170  4.4%



6.
6
26
2,950 437
2,437 15 11
50 1,292
1,658
1)
1,873 63.5% 2) (
)
)858  29.1% 3) 128
4.3%
7.
7
26
5,725 684
4,890 30 14
107 2,510
3,215
1 (
4,757  83.1%  2)2
849 14.8% 3)
119 2.1%
8.
8
26
4,017 329
3,605 17
13 53
2,235 1,782
1)
913 22.7% 2)
3:
4 31

51 32: 3
33: 1 50
548 607
15.1% 3) 484  12.0% 4)
16: 3
30: 6
50 328 337
8.4% 5) 35:
3 37:
47 38:
6 50
212 268 6.7% 6)
41:
232 42: kinky-hair
16 248 6.2% 7)
14: C- 4 17:
163 20:
(LDL) 4 21:
20 50
5 196 49% 8)
43:
30 45: 66
50 85
181 45% 9) D
168 4.2% 10)
72 1.8%
9.
9
26
3,481 406
2,995 23
8 49
2,575 906
1)
A 1,200 345% 2)
509 146% 3)
B 259 74% 4) 239
6.9% 5) 136

-24 -



3.9% 6) 125  3.6% 12.
7)
90 26% 8) 63  1.8%
9) 62 1.8% 10
59
1.7%
10.
10
26
4,853 474
4,241 33 19 2)
86 2,589
2,264
1) ( 1)
)2,710  55.8% 2)
504  10.4% 3) 459
9.5% 4) (
279 57% 5)
255  53% 6)
211 D.
43% 7) 154  32% 8)
139 2.9%
11. 21
11
26
2,595 203
2,343 12
10 27 988
1,607 10)
1)
1,950  751% 2)
328 12.6% 3)
79 3.0%
4) 52 2.0% 5) 45
1.7% E.

83.2%

11,229

3.4%
2,710
2.8%

-25-

12-1
12-2
26
12,474
1,708 966
742 11,231
6,798 4,433
1)
1,405 82.3%
127 7.4% 3)
73 4.3%
9,346
2) 735 6.5% 3)
460  4.1%
26
1)
12.7% 2) 4,945 5.6%
4,757 54% 4)
3,164 3.6% 5)
(Basedow) 3,016
6) (West)
31% 7) 2,449
8) 2,153 24% 9)
1,950 2.2%
1,873 2.1%



27

28

; 151

26

156, 2016

;69 120, 2017
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Malignant Neoplasms

11,764

1,590
57
9,888
30
199

6,447
5,317
0

1 3 3

2 21 21

3 1 1
4

5 0 0

6 595 B 325

4

85

76

9

50

T ( 35

)

11

7 0 0

8 205 205

9 37 37

10 2 2

11 15 15

12 1 1

13 79 79

14 0 0

15 0 0

16 152 152

17 1 1

18 6 6

-27 -




19 75 66
9
20 208 208
21 411 411
22 25 20
5
23 14 14
24 49 49
25 12 12
26 23 23
27 12 12
28 2 2
29 30 30
30 4 4
31 13 13
32 (Sezary)
33
34 0 6 0
35 8 8
36 296 296
37 183 183
38 15 15
39 3,164
151
FAB L1 L2
22
FAB L1 L2
Phl
23
54
B FAB
921
L1 L2
T FAB
188
L1 L2
6
B
18
FAB L3
4
1,777

-28-




956 (MO) 11
M1 6
2 30
36
16
12
3
61
0
67
714
52 52
155 155
1 1
7 7
Hairy-Cell
40 0 0
Leukemia
41 Burkitt 20 20
42 0
Hand-Schuller-Christian 0
43 10 10
non-Hodgkin
44 29 29
45 Hodgkin 112 99
10
46 38 38
47 107 107
48 47 47
49 Ewing 165 165
50 22 22
51 379 377
(HistiocytosisX) 2
52 0 0

-29.




Letterer-
>3 Siwe 0 0
54 4 Y ° 0 : 0
55 1 54
190 190
1 1
611 611
1 1
416 416
9 9
262 262
11 11
359 359
15 15
10 10
19 19
0 0
1 1
229 229
20 20
0 0
10 10
3 3
23 23
1 1
0 0
0] 0]
4 4
0 0
2 2
2 2
30 30
4 4
4 4
13 13
0 0
60 60
30 30

-30 -




28
34

17

24
160

38

333

149

50

11

28
34

17

24
160

38

333

149

50

11

-31-



23

12

31

24

57

132

GIST

PNET

23

12

31

24

57

132

-32-



26

15

92

26

15

92

-33-



25
141

11,764

25
141

-34-



2. 26 Chronic Renal Diseases

7,447

988
32
6,260
35
132
4,428
3,019

190 190
66 66

331 331

420 413

7

2,449 36

482

54

1

1,876

170 170

468 | IgM 9

0

459

0

0 0

175 175

10 239 (MPGN) 239
11 | IgA 1,582 | IgA 1,582
12 0 0

-35-




13 41 41
14 35 35
15 (Gitelman) 28 28
16 6 6
17 (Goodpasture) 1 1
18 62 62
19 2 2
20 0 0
21 2 2
22 59 59
23 4 4
24 25 4
16
4
1

Nail-Patella
25 643 11
356
10
207
59
26 0 0
27 4 () 4
28 195 195
29 72 72
30 32 32
0]
31 31 8
1
22
32 (Bartter) 52 52

- 36 -




33 31 31
34 32 32
7,447

-37 -




26

Chronic Respiratory Diseases

3,008

564
15
2,359

66

1,641
1,367

-38-

1
2
3 984 984
4 57 57
5 460 460
6 189 189
7 6 6
8 25 / 4
(Kartagener) 21
9 7 7
10 ( ) 57 ( ) ( 57
( ) )
11 1,223 1,223
0 0
3,008
1 2 5




4, 26 Chronic Heart Diseases

15,818
2,011
70
13,371
93
273
8,654
7,163
1
1 38 18
20
2 24 14
5
) 0
5
3 1 1
4 5 5
5 32 32
6 39 39
( (Bland-
White-Garland) )
7 6 6
8 (Wolff- 42 42
Parkinson-White  WPW) WPW
0
9 17 0
17
10 2 2
11 21 1
6
14

-39-



12 2 2
13 41 41
14 1 1
15 9 3
1

5

16 1 1
17 176 163
9

4

18 ( ) 234 6
71

49

9

2

13

84

19 (Romano-Ward) 3 3
20 | QT 396 | QT 394
2

21 5 5
22 142 142
23 18 18
24 16 16
25 25 25
26 0 0
27 20 20
28 0 0
29 4 4
0]

30 (Eisenmenger) 13 13

=40 -




31 48 ) 48

32 8 8

33 3 3

34 ( ) 411 409

) 2

35 9 9

36 1,899 1,899

37 ( 827 389

) 9

429

38 ( 7 0

7

39 ( 317 317
)

40 261 238

23

41 0 0

42 983 983

43 54 54

44 141 141

45 (Fallot) 2,153 2,153

46 5 5

47 2 2

48 17 17

49 ( ) 18 18

50 489 260

127

4

98

51 (Valsalva) 19 19

-41 -




52 (Ebstein) ) 179 179
53 878 712
166

54 8 4
4

55 22 22
56 468 468
57 49 49
58 303 303
59 1 1
60 72 70
2

61 131 131
62 369 357
(MVP) 12

63 322 96
13

213

64 448 448
65 366 316
15

35

66 16 16
67 137 135
2

68 4 3
1

69 (Taussig-Bing) 5 5
70 1 1
71 140 133
5

-42 -




2

72 909 882
10

3

8

6

73 162 158
4

74 136 136
75 13 7
6

76 0 0]
77 1,094 1,080
14

78 115 92
23

79 25 25
80 0 0
81 157 157
82 0 0
83 1 1
84 74 74
85 209 139
70

0 0

15,818

-43-




5 26 Endocrine Diseases

26,744

3,319

160

22,905

64

296

12,451

14,292

1

No
1 (TSH) 36 (TSH) 36
2 0 0
3 0 0
4 (GH) 0 (GH) 0
5 0 (ACTH) 0
(ACTH)
6 (PRL) 5 5
(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
(SIADH)

12 « ) 63 ( ) 63
3 0
4 0

-44 -




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
28 106 73
33
8 0
29 7 0
30 7 7

- 45 -




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
45 6 6
46 (Klinefelter) 13 13
47 0 0]
48 1 1
0]
14
15 0]
49 62 9

- 46 -




7
() 43
() 3
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 40 | ( ) 40
18 0
58 1,170 1,156
14
59 (Turner) 1,281 1,281
60 ( 4 4
(Stein-Leventhal)
)
61 4 4
62
male-limited
precocious puberty) 14
63 (Noonan) 4 4
64 (Prader-Willi) 569 569
65 ( 0 0
)
66 0 () 0
19 0
67 93 19
() 72
() 2

-47 -




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
79 131 60
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

-48 -




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)
)
103 |11pB 7 | 11B 7
104 | 17a 3| 17a 3
105 |18 4|18 4
106 |18 0|18 0
107 |21 582 | 21 582

-49-




108 15 15
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

-51-



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

-52 -




62

5,725

-53-




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

-55-




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]

- 56 -




203

16

18

16

16

74

121

85

CoA

10

-57-




64

21

CoA

16

CoA

17

CoA

3- CoA

37

212 -1,6-

-58-




21

Xl

31

13

12

1 GLUT1

16

328

99

13

GM1-

GM2-

14

14

28

46

(-

13

-59-




72

72

18

16

11

11

40

Alexander

13

Crigler-Najjar

Pelizaeus-Merzbacher

27

4,017

- 60 -




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
)

-61 -




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

-62 -




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

-63-




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

-64 -




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

- 65 -




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

- 66 -




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) )

-67 -




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

- 68 -




10.

26

Neuromuscular Diseases

4,853

474
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

- 69 -




11. 26

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

-70 -




12-1.

26

1,708

1,405 ( 1,405
)

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

-71 -




12-

26

11,231

6,798
4,433

9,346 ( 9,346
)

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

12

0

3

1

1

-72-




11,231

-73-






