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% 3 1 AR AR e (PAS0 7 > | L4 7 X —C(POR| W - T 4 [oAUEEAREBYA Oy — AREBEA, ) 13 185 & 4779 345 3 3 7 12 26 12 [ 256 a7 5525
[ 3 1 |AREARAERATSE (R)Y=92 - ALY,y AR |WE - BEE 52 |45 5535 TR B b00Bh. KREIS T 157 185 I3 2330 2286 27 5 1 [ 252 139 929 252 103 3865
48 O 32 8 T—FR - 4 OZERBERET—F R - 400 RERE) [SREABR 102 520101 E TR 2 LODEA, T4V —LE 157 293 54 34.39 18.43 23 6 25 20 328 145 44.21 328 116 35.37
4; C E] 1 |<aaksy-LE @REESR 07 -ERG) (<) - mRe 55 [vavny . vranms 110 185 5 1091 23 a2 3 2 250 166 66.40 250 140 5600
w0 3% 14 [~ Aa%sy— LR WRAHTA DT —ER<) (0 8 & 121 177 125 10331 7052 5 5 ) & ) r 23 530 8 5635
5 a7 14|~ Arksy— LR MRAEVA DT ER<) B s |mmees GED 181 I 5 5138 158 ) 3 3 20 368 122 3315 358 195 5298
o 3 6 |eszoDmn s/ RRLE () 25 |aFa—gvR- vy R
53 40 6 E% I VDAY B/ BRIE (BRILE) 7 BRI 232 397 101 4353 25.44 66 7 28 26 950 616 64.84 950 704 74.11
5 2 6 |53 DREEC B/ RURELR (€4 Y DRBELD) 5 |emeznems 21 380 198 8.7 515 108 2 &0 50 905 193 5148 505 o6t 7331
55 43 6 740 E (REEITOFLT 4 U VE) 10 L S Fem 250 386 216 86.40 55.96 107 9 100 61 1114 454 40.75 1114 861 77.29
B3 o [ 2 WA AR, L VE XD 5 |emErEARARA BHENSRNER: L5 60 RS, ) 250 226 157 52580 947 3 7 & 2 ED 27 s B3 a5 iz
5 " s CERAE. . VIE, XE) s [pruEsEssE 256 387 228 5638 608 136 12 100 8 1342 3 W79 1322 1045 7787
B o W 2 ERAE. I VT, XD 16 |smenhrdank GROEAGAERESL500LRE, ) 256 255 184 7188 7897 116 5 5 a9 730 27 79 730 504 69.0¢
5 C a5 6 CERAR, IR, VIR, X2) U (RS RN E NS 256 387 129 5039 333 8 7 3 2 1069 £ 3312 1069 868 8120
60 (e} (e} 48 6 FPRREEH (REEMIE. R, VIE, X3) R RS 5 1Y >~ RS A RS 195 182 55 2821 3022 37 9 9 10 475 201 42.32 475 266 56.00
o C 2 5 |rummm VERERD B 2 [zBEIurvi-7x 212 3% 146 87 s i3 B 5 3 703 So1 127 703 25 534
62 O O 49 2 O ERE (R T#EEE b OAMEORE) g ERS 14 -7 2B % 212 260 137 64.62 52.69 77 11 49 35 595 372 62.52 595 361 60.67
B 5 5 B 5 EilE (SEAER) B 3 |memn snnmR 118 S8 5 5847 2150 m 4 2% 21 39 11 5173 319 230 55.90
64 51 6 AUR—RRATAA (770 E b - L2 FF|RES 13 38R 173 167 65 3757 38.92 43 6 16 6 276 156 56.52 276 147 53.26
& 52 5 F 70 -RACADA (577 57) B2 1 |senwanmn 165 200 57 3455 2850 2 4 3 T 21 i) 3836 20 105 [om
86 53 6 ) = 4 ¥z — 7 L ERE 105 348 123 117.14 35.34 71 4 48 29 768 563 73.31 768 516 67.19
G 55 6 |RXRRERE (RIA-LLY - FEyVERE) B 12 |mREsRRAR 208 208 137 5650 6587 100 i 2 2 501 35 a7 501 571 7128
68 56 6 AFANTNG A BERE (18) RRA 6 ~—F v A 168 207 79 47.02 38.16 58 2 19 10 490 295 60.20 490 302 61.63
69 57 4 (TALF A - 7F 4 =3 L 19 L3R E OB 357 197 141 39.50 7157 79 12 50 83 759 265 34.91 759 215 28.33
0 58 4 DR 16 [FBARIGEE 366 198 169 46.17 85.35 81 12 76 102 998 321 3277 998 333 33.37
i 59 + [mEmoms BEORE 20 [pwmonE 367 197 150 1.9 7817 5 T 5 75 816 FIE 3100 545 3 37.00
B 0 9 [mexamun 5 |meranmn
73 61 9 BoefitEmidan 7 RAREFE 196 191 166 84.69 86.91 89 10 67 58 684 345 50.44 684 338 49.42
74 61 9 BoefitEmidan 8 FEHRA~NESOE VRIE 196 183 155 79.08 84.70 85 10 60 54 651 331 50.84 651 314 48.23
75 61 9 SoefitEmidan 9 231 B5H00 . HER#BEndEnm (AHAX S, ) 196 231 174 88.78 75.32 104 9 61 60 812 417 51.35 812 461 56.77
76 62 9 RMEEMA~E S O EVRE 10 FEMERMA~ES DRI 177 249 197 111.30 79.12 102 9 86 61 892 421 47.87 892 524 58.74
77 63 9 23 o ) R D SR 176 207 66.48 56.52 50 26 41 40 540 257 47.59 540 298 55.19
78 64 9 25 i b ) R SR B 152 193 80.26 63.21 59 14 49 40 437 210 48.05 437 254 58.12
79 65 10 1 XU T S T2 187 257 273 145.99 106.23 128 16 129 49 964 607 62.97 964 378 39.21
80 65 10 2 187 258 273 145.99 105.81 128 16 129 49 964 607 62.97 964 378 39.21
81 65 10 3 187 256 273 145.99 106.64 128 16 129 49 964 607 62.97 964 378 39.21
82 65 10 4 187 255 273 145.99 107.06 128 16 129 49 964 607 62.97 964 378 39.21
83 65 10 AR TS 5 187 255 273 145.99 107.06 128 16 129 49 964 607 62.97 964 378 39.21
84 65 14 FRMERETEE 5 2 — b EEE 187 165 50 26.74 30.30 33 5 12 28 316 119 37.66 316 90 28.48
85 65 10 AR TS 6 |CD8%: 187 255 273 145.99 107.06 128 16 129 49 964 607 62.97 964 378 39.21
86 65 10 R T E 7 | ZAP-T0RREE 187 255 273 145.99 107.06 128 16 129 49 964 607 62.97 964 378 39.21
87 65 10 FRM R HT L EE] 8 MHCZ 5 2 | RiBfE 187 255 273 145.99 107.06 128 16 129 49 964 607 62.97 964 378 39.21
88 65 10 AR TS 9 MHCZ 5 Z I 187 255 273 145.99 107.06 128 16 129 49 964 607 62.97 964 378 39.21
89 65 10 AR R H T L 10 20h 53TETIB 2L 0D IEL, BARETSE 187 256 273 145.99 106.64 128 16 129 49 964 607 62.97 964 378 39.21
90 65 10 AR TS 11 TARAY b ALFY Y FIERE 187 253 275 147.06 108.70 130 16 129 49 967 611 63.19 967 380 39.30
91 65 10 AR TS 12 E I LR B K T 187 261 268 143.32 102.68 127 16 125 49 958 605 63.15 958 374 39.04
92 65 10 13 T4 I~ REETREFERE 187 249 268 143.32 107.63 127 16 125 49 957 603 63.01 957 3712 38.87
93 65 10 AR TS 14 T — A4 187 257 269 143.85 104.67 128 16 125 49 959 605 63.09 959 3712 38.79
94 65 10 AR TS 15 ICFEREE 187 253 269 143.85 106.32 128 16 125 49 958 603 62.94 958 3712 38.83
E: 65 10 S AT 16 PMS2R #1E 187 253 268 143.32 105.93 127 16 125 49 957 603 63.01 957 370 38.66
o 65 10 AR TS 17 RIDDLEJE &8 187 257 268 143.32 104.28 127 16 125 49 957 603 63.01 957 370 38.66
97 65 12 FRMERETEE 17 HORSMBE (PEXEREEET. ) 187 160 5 40.11 46.88 46 4 25 15 320 164 51.25 320 116 36.25
98 65 10 AR TS 18 187 255 269 143.85 105.49 128 16 125 49 959 605 63.09 959 3712 38.79
99 65 10 BRI T L 19 SHEIREY/22q11 2R KRR 187 289 272 145.45 94.12 130 15 127 48 947 599 63.25 947 370 39.07
100 65 10 FRM R HT L EE] 19 GEREE/ 22911 2R KRR 187 289 272 145.45 94.12 130 15 127 48 947 599 63.25 947 370 39.07
101 65 10 AR TS 20 187 266 275 147.06 103.38 131 15 129 46 961 619 64.41 961 370 38.50
102 65 10 AR BT L 21 T b0 B3 AR PR AE 3 ST 187 256 269 143.85 105.08 128 15 126 47 933 597 63.99 933 362 38.80
103 65 10 AR TS 22 R LRBE 187 247 177 94.65 71.66 80 14 83 45 605 330 54.55 605 258 42.64
104 65 10 AR TS 23 | XE#RAH 207 ) ME 187 257 280 149.73 108.95 133 16 131 49 968 619 63.95 968 382 39.46
105 65 10 24 DTN EETLE 187 257 280 149.73 108.95 133 16 131 49 968 619 63.95 968 382 39.46
106 65 10 AR TS 25 B gMIE IR 2 187 257 280 149.73 108.95 133 16 131 49 968 619 63.95 968 382 39.46
107 65 10 AR TS 26 1gG% 77 7 A RIBHE 187 257 280 149.73 108.95 133 16 131 49 968 619 63.95 968 382 39.46
108 65 10 S AT 21 EIREIgAZIA 187 257 280 149.73 108.95 133 16 131 49 968 619 63.95 968 382 39.46
109 65 10 AR TS 28 RIS EE TR0 187 257 280 149.73 108.95 133 16 131 49 968 619 63.95 968 382 39.46
110 65 10 FRMERETEE 29 BiEH 2/ 0 7Y hE 187 257 280 149.73 108.95 133 16 131 49 968 619 63.95 968 382 39.46
111 65 10 AR TS 30 1 STETEEBT 2 H00IF BERETSEEETHRE 187 258 280 149.73 108.53 133 16 131 49 968 619 63.95 968 382 39.46
112 65 10 BRI T L 31 FIFAT Y & 187 212 280 149.73 102.94 132 16 132 54 976 620 63.52 976 382 39.14
13 65 10 FRM R T L EE] 32 X3l ) s ETEIE IR R 187 270 278 148.66 102.96 131 16 131 52 970 616 63.51 970 378 38.97
114 65 10 AR TS 33 HOR# Y /s ALPS) 187 280 279 149.20 99.64 131 16 132 52 972 618 63.58 972 376 38.68
115 65 10 AR R HT L 34 419 5435 TICIB 2 b 0D FH, REFHREE 187 213 280 149.73 102.56 131 16 133 52 974 620 63.66 974 374 38.40
116 65 10 AR TS 35 RN PR 187 244 176 94.12 7213 8 15 83 46 618 331 53.56 618 262 42.39
17 65 10 AR TS 36 187 244 176 94.12 72.13 78 15 83 46 618 331 53.56 618 262 42.39
118 65 10 37 187 245 176 94.12 71.84 78 15 83 46 618 331 53.56 618 262 42.39
119 65 10 AR TS 38 187 250 185 98.93 74.00 85 15 85 48 662 359 54.23 662 284 42.90
120 65 10 SN R TS 39 YaTynvy - A TEY FERE 187 255 232 124.06 90.98 104 16 112 50 826 475 57.51 826 308 37.29
121 65 10 S AT 40 B NFETE 187 244 178 95.19 72.95 80 14 84 51 586 334 57.00 586 229 39.08
122 65 10 AR TS 41 ITARAAFLL ? RARTE 187 233 176 94.12 75.54 79 13 84 51 584 334 57.19 584 226 38.70
123 65 10 FRMERETEE 42 A FRIE 187 267 231 12353 86.52 103 16 112 49 828 471 56.88 828 312 37.68
124 65 10 AR TS 43 129 516E T 187 270 272 145.45 100.74 128 16 128 51 962 607 63.10 962 368 38.25
125 65 10 R T E 44 SRTLEH S FTUANEERRREE 187 2711 274 146.52 101.11 129 16 129 49 989 622 62.89 989 384 38.83
126 65 10 FRM AT L EE] 45 IRAK4 S HRAE 187 253 273 145.99 107.91 129 16 128 49 953 604 63.38 953 3712 39.03
127 65 10 AR TS 46 MyD88 X i 1E 187 253 273 145.99 107.91 129 16 128 49 953 604 63.38 953 3712 39.03
128 65 10 AR R H T L a7 B BRI S > ¥ S 187 256 279 149.20 108.98 129 17 133 51 982 623 63.44 982 378 38.49
129 65 10 AR TS 48 219 524 TIIBH 2L 00 1FAH, BRRE. 187 212 279 149.20 102.57 129 17 133 52 997 627 62.89 997 387 38.82
130 65 10 AR TS 49 Bt 3 1:.08 503 187 218 274 146.52 98.56 129 16 129 50 960 608 63.33 960 379 39.48
131 65 10 FREEETLEREE 50 WEMHMEEZE (C1M kB2 —RiEE) 187 262 251 134.22 95.80 121 11 119 35 923 590 63.92 923 360 39.00
132 65 10 AR TS 51 261 B3 bO0ED, FXRMREAE 187 219 274 146.52 98.21 129 16 129 50 960 608 63.33 960 379 39.48
133 65 10 R R H TS 3 55 BB RERBEC LD RETLE 187 226 226 120.86 100.00 109 16 101 47 769 475 6177 769 344 44.73
134 66 2 g ABE BEE 7 |gAR i 178 176 124 69.66 70.45 83 12 29 35 438 217 49.54 438 218 49.77
s 671 2 [snuBRE GREAERIRERRD BEERE % |emumms 137 1% o 5012 15t & 4 1 0 331 183 5529 331 193 5831
156 721 5 [reamAHpeREE NS 1 |eEesmE 120 170 108 1712 5353 3 d 5 2 568 205 3608 568 354 5008
I 122 5 R (PRERE) NAEE 10 [milRAATS (ADW FEAD 12 18 3 5985 5143 M 3 2 2 521 125 389 521 168 5231
15 7 5 i NS 16 [PRBBRETLE (e oRERC ) 201 150 51 2537 3200 3 2 1 w2 291 113 2089 291 118 2055
139 74 5 TURLAE RS 9 &705 0 F i 161 160 51 3168 31.88 37 5 9 7 2711 149 54.98 211 117 43.17
140 75 5 AR 33 YR 231 172 120 51.95 69.77 81 3 36 14 616 307 49.84 616 374 60.71
141 76 5 FFra P EE 57 JF F b A &FEH] RAE 139 154 31 22.30 2013 29 2 0 5 201 93 46.27 201 88 43.78
142 7 5 RAAE AR 3 FEEMEALE 198 165 4 3737 44.85 55 7 12 19 452 155 34.29 452 224 49.56
143 7 5 FEEERRALE > 5 P EE 4 198 169 5 37.88 44.38 55 7 13 20 460 155 33.70 460 230 50.00
144 78-1 5 FEEMEBEETE (I F FoE - SETFE) AR 62 FiE (W= EfEeER<, ) 137 174 38 21.74 21.84 31 2 5 11 325 99 30.46 325 156 48.00
s 782 5 [FEANEBEETE GCTHORETE WS 3 W 11 13 50 3548 3731 3 s 5 19 51 123 2121 151 %2 58.09
s 783 5 [renEmEETE C 5 RABER 19 [ommEF Ty (SH) HRETE GRELES.) 130 161 3 .12 2174 25 2 4 w2 252 100 3968 252 107 248
m T84 5 [FEANEREETE GHALTREEREE (MB)) [Rnawss 5 LT (GH) DRARBERRE REOBEBRRCL5LOCHS 13 250 3 2537 1339 31 2 1 0 260 iy 2269 250 130 5000
148 78-4 5 (GH 4% BARE (MR) ) AR 6 FLEY (GH) HBTFLHESRE MOBENFRCLIZbOER ) 134 260 36 26.87 13.85 32 2 2 12 266 109 40.98 266 136 5113
149 O 80 5 MRS 24 BRI E RIS 163 163 85 52.15 52.15 59 4 22 12 421 216 51.31 421 221 53.92
150 811 5 GERtE ) FA PRI NS 50 [V rEEap i 16 o 55,65 4384 5 2 3 2 298 3 3192 298 139 558
151 81-2 5 (38 -HSDXi8jE) AR 51 Fa*y 25 04 FEkERE R 130 173 7 59.23 44.51 59 5 13 35 519 163 3141 519 305 58.77
52 813 5 CLABISERAE NAEE 50 A A B ERRE 126 159 a9 3889 3082 38 4 7 2 326 79 2023 326 170 5215
15 814 5 (118 AR ERED NAEE 52 |1 EEREE 122 157 % 7541 58.60 5 5 21 2 a2 183 3877 w2 289 6123
154 81-5 5 (17 a -k B BE 3 SRHRTE) P EE 53 17 a -kBE(LBE R R B 128 158 97 75.78 61.39 60 7 30 29 480 180 37.50 480 301 62.71
155 81-6 5 (PaSOAF FL &S 52— AR 55 PA50BE LB TR % RS 146 166 111 76.03 66.87 75 5 31 41 1444 520 36.01 1444 998 69.11
156 8 5 WAL 0 |rxewEe 189 %6 51 2698 3093 3 3 3 1 299 79 2542 299 1 716
157 85 3 IR B8 E 4 R MR 169 179 109 64.50 60.89 63 9 37 43 529 244 46.12 529 282 53.31
158 86 4 DR 85 B Eh AR 4 55 S5 I A 185 174 94 50.81 54.02 58 3 33 25 397 164 4131 397 209 52.64
159 91 12 3 30 PURESLE (3~ F 186 189 67 36.02 3545 56 2 9 13 481 192 39.92 481 319 66.32
160 92 12 5 S A PR EE TUALSE 30 PURESEE (< 145 189 39 26.90 20.63 33 2 4 8 249 113 45.38 249 120 48.19
161 94 12 EF HHABE % 21 2334 134 192 87 64.93 45.31 66 3 18 13 361 217 60.11 361 185 51.25
162 95 12 20 BCRAEAT 2 134 175 58 43.28 33.14 47 2 9 14 219 124 44.44 219 143 51.25
] % 2 15 205 158 % 1683 0.8 o 2 30 21 522 30t s82t 522 2 207
164 96 12 16 205 150 73 35.61 48.67 57 2 14 34 366 169 46.17 366 135 36.89
165 o) 97 12 14 A T, 207 150 49 23.67 32.67 33 2 14 26 467 300 64.24 467 285 61.03
166 97 12 16 = SIEEREE 207 150 35 16.91 23.33 27 2 6 24 286 96 3357 286 83 29.02
o7 5 12 [senrEenSnEE 3% |Enmresemmss 178 17 125 1022 8503 8 7 3 2 29 210 627 w9 286 3.0
168 100 12 E RS BB ERDTEE 39 E ARG/ IR E R 177 157 128 72.32 81.53 88 5 35 26 500 226 45.20 500 324 64.80
6 101 12 [wEnEDEREsE 0 |mEnenanes) 180 17 120 56.67 8163 a0 4 3% 2 a4 208 a1 [ 211 2.4
170 102 13 ME gAY - FACERE 4 NEY a4 T4 EERE 86 179 25 29.07 13.97 21 2 2 10 142 75 52.82 142 68 47.89
171 103 13 16 |CFCIE(REF 84 175 25 29.76 14.29 21 2 2 10 141 75 53.19 141 68 48.23
172 104 13 20 93 170 25 26.88 1471 21 2 2 10 148 75 50.68 148 68 45.95
173 105 13 21 97 173 25 25.77 14.45 21 2 2 9 148 75 50.68 148 68 45.95
174 106 6 SRR 16 226 206 53 2345 25.73 44 2 7 16 416 156 37.50 416 226 54.33
i 108 6 [INEssmsRmRERn 7 207 155 38 1836 1969 2 4 5 1 297 9% 3199 297 e 3838
17 109 2 [ramsnurasEer 7 153 201 139 5085 57.68 100 5 3 55 s 236 9.9 w 29 5253
177 110 6 77 IR 18 204 220 47 23.04 21.36 40 2 5 11 364 83 22.80 364 201 55.22
178 111 11 46 IAFaATT—IANTF— 76 194 39 51.32 20.10 34 2 3 16 204 85 41.67 204 115 56.37
179 111 11 a7 SR MR TI9% 76 198 39 51.32 19.70 2 3 20 228 85 37.28 228 131 57.46
180 111 11 48 AU IANF— 76 193 38 50.00 19.69 2 4 15 200 85 42.50 200 113 56.50
181 111 11 49 e FIAITR 76 185 37 48.68 20.00 2 3 13 180 85 41.22 180 99 55.00
182 111 11 50 TAFATH 76 185 37 48.68 20.00 2 3 13 180 85 41.22 180 99 55.00
183 111 11 51 I=a7# 76 185 37 48.68 20.00 2 3 13 180 85 41.22 180 99 55.00
184 111 11 52 4870 553 % TI 18! LODEN, KXREIAF— 76 185 37 48.68 20.00 2 3 13 180 85 41.22 180 99 55.00
185 o) 113 11 38 Favz REBHIA AT 4— 151 182 65 43.05 35.71 4 26 9 281 111 39.50 281 152 54.09
186 113 11 39 TAY—- FLA 7RISR AT — 151 229 60 39.74 26.20 35 4 21 10 347 106 30.55 347 202 58.21
187 113 11 40 BHELHSR R T4 — 151 221 60 39.74 26.43 35 4 21 10 347 106 30.55 347 202 58.21
5 fiE I a 151 186 T .02 3817 38 2 2 8 w02 113 3142 02 i 5162
1 fiE I 2 151 188 T .02 377 38 2 2 s w02 13 3142 02 i) 5162
190 113 11 43 AbR74— 151 182 71 47.02 39.01 38 4 29 8 302 113 31.42 302 174 57.62
191 113 11 44 TLYERERUBH IR b7 4 — (BREEEET, ) 151 186 71 47.02 38.17 38 4 29 8 302 113 31.42 302 174 57.62
192 113 11 45 39h H45E TIIB 2 LO0EL, HYRAbA 74— 151 186 71 47.02 38.17 38 4 29 10 306 113 36.93 306 174 56.86
193 o) 118 11 2 AR 90 185 46 51.11 24.86 30 4 12 13 215 73 33.95 215 129 60.00
194 120 11 61 ERMH YR = — 148 197 34 2297 17.26 26 2 6 9 238 97 40.76 238 103 43.28
195 120 11 62 1155 148 165 21 18.24 16.36 2 3 8 198 83 41.92 198 79 39.90
196 120 11 63 b T UER S —CEERE TR 148 159 26 1757 16.35 22 2 2 10 204 83 40.69 204 77 37.75
197 120 11 R - B 64 ARMERMEIZA IO T 4 — 148 120 24 16.22 20.00 21 2 1 10 194 77 39.69 194 71 36.60
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MESRAM | (S0%BLE=0,| (S0%ELE=0,| (B0%HLE=0, HE~100%5% | . STEHE | (G0%E=| (0%ELE=| SREHH (50%5E

[¥S) 0.4 [¥S) TSR | BLE~S0%RH 004 | 008 0,0.4)
198 C C 120 8 Iﬁ?/} F=7 EEMRBRE 110 E'ﬁ/bﬂ7?7\£ mfE 148 193 34 2297 17.62 21 2 11 9 221 81 36.65 221 97 43.89
199 C C 129 11 APEED (CARM) BHERIGE i Rl 73 (EREHL (CA8H) BbERE 72 192 22 3056 11.46 20 2 0 3 125 73 58.40 125 65 52.00
200 C C 130 11 R AT i - BB 36 SX MBI 97 171 26 26.80 15.20 20 2 4 3 155 73 47.10 155 75 48.39
201 C C 131 11 TLEY L=k i - BB 22 TLEH L 91 190 39 42.86 20.53 33 2 4 18 232 85 36.64 232 118 50.86
202 C C 133 13 A AfERE REERGRETF ICZ L 29 AU RERRE 93 154 29 3118 18.83 26 2 1 7 155 83 53.55 155 72 46.45
203 C C 134 11 PREMERMREE/ FE LS TIERE i - BB 8 FRENEARRE (FELS TEER) 83 291 127 153.01 43.64 80 11 36 30 601 184 30.62 601 490 81.53
204 C C 135 11 TAHNT 4 fERRE i - BB 55 AATADA (7T HERE) 91 186 63 69.23 33.87 41 2 20 12 364 73 20.05 364 290 79.67
205 C [e] 138 11 HEBEEDREE i R 5 B AE 83 211 75 90.36 35.55 45 5 25 8 318 73 22.96 318 251 78.93
206 C 138 11 HEBEEDREE i - BB 6 @? 83 219 79 95.18 36.07 49 5 25 8 382 73 19.11 382 315 82.46
207 C C 139-1 11 AFREAMEERRTRIE (Y Y72 - ALYy ) |HE - B8 23 X ARIEEHHRTEE 70 186 34 48.57 18.28 31 2 1 5 165 84 50.91 165 102 61.82
208 C C 140 11 F 5 ~fEfRE i Rl 54 AREEIAZO ThAhA 90 185 71 78.89 38.38 44 4 23 15 413 73 17.68 413 312 75.54
209 C C 144 11 L/ oy o R - HA b —iERE i - BB 56 L/ vy R - HR b —fERE 93 164 48 51.61 29.27 38 2 8 5 267 73 27.34 267 195 73.03
210 C C 145 11 TR HERE i Rl 55 AATADA (7T HERE) 95 186 59 62.11 3172 39 2 18 8 353 73 20.68 353 273 77.34
e o o 150 13 |mrossenen R ET I 15 1:;“;’;;32; :’f’;’@ B BREERE (7007 LARRRUT 5= %2 168 i 50.00 27.38 3 2 1 1 256 7 2852 256 167 6523
212 C C 151 11 i - BB 72 114 226 67 58.77 29.65 38 8 21 10 341 74 21.70 341 247 72.43
213 C C 153 11 i - BB 5 97 200 82 84.54 41.00 44 2 36 25 501 73 14.57 501 381 76.05
214 C C 156 11 i - BB 12 i 83 235 54 65.06 22.98 41 2 11 11 275 73 26.55 275 201 73.09
215 C C 157 11 i - BB 17 | 7= 93 178 70 75.27 39.33 45 8 17 16 303 73 24.09 303 220 72.61
216 C [e] 158 11 i - BB 13 L 104 185 33 3173 17.84 23 2 8 6 178 92 51.69 178 90 50.56
217 C C 159 14 & RIS BE BB 10 EEURRE 88 143 83 94.32 58.04 56 2 25 17 306 116 37.91 306 215 70.26
s o o 160 U |rEeass e 2 ;Z;;’f?ﬁ’m (RS (RS0 RURIE SRR S 103 165 61 50.22 3697 a 2 18 2 298 102 %23 208 185 6208
219 C 160 14 KA MRS BB 3 BREESIERES ARE CELTRAMBER ) 103 165 61 59.22 36.97 41 2 18 20 298 102 34.23 298 185 62.08
220 C 160 14 KX 58 BB 4 i (L SR A 103 165 61 59.22 36.97 41 2 18 20 298 102 34.23 298 185 62.08
221 C 160 14 KX i BB 5 Y — b ERE 103 165 61 59.22 36.97 41 2 18 20 298 102 34.23 298 185 62.08
222 C 160 14 KX i BB 6 | Yr=fLv - SNy R 103 165 61 59.22 36.97 41 2 18 20 298 102 34.23 298 185 62.08
223 C 160 14 KX 58 BB 7 |3ﬂ‘5)7§ T 300 EN, KXMMME 103 166 61 59.22 36.75 41 2 18 20 298 102 34.23 298 185 62.08
224 C C 164 14 BB 1 REM SR (KX ERE) 103 133 27 26.21 20.30 23 3 1 9 168 74 44.05 168 82 48.81
225 C C 165 14 BB 12 L B A B R 76 7 43 56.58 29.25 34 2 7 5 186 131 70.43 186 121 65.05
226 C C 167 13 7 7 AERR ESEL3LEs 17 TN T7 7 ERE 73 172 22 30.14 12.79 20 2 0 3 125 73 58.40 125 65 52.00
221 C C 168-1 8 I—5R - A ORFERBHERET—FR - 40 RFERE) |[£F 135 T—5Z-4#»02Z (Ehlers-Danlos) fE4EE 72 195 29 40.28 14.87 27 2 0 3 162 73 45.06 162 104 64.20
228 C C 169 8 AR [t 108 >4 2 (Menkes) # 105 219 52 49.52 23.74 37 3 12 14 288 84 29.17 288 192 66.67
229 C C 170 8 AR - k= fERE 109 AU BRI - = U ERR 96 196 42 43.75 21.43 30 2 10 12 222 81 36.49 222 134 60.36
230 C C 171 8 TANY I 107 74Ny (Wilson) # 93 210 50 53.76 23.81 40 2 8 12 263 86 32.70 263 176 66.92
231 C C 172 15 B4R 7 72— 5 (B4 27 72—+ 90 126 28 3111 22.22 26 2 0 3 160 92 57.50 160 84 52.50
232 C C 173 13 VATERSE 28 32 VATERSE {22 81 165 28 3457 16.97 25 2 1 10 148 82 55.41 148 72 48.65
233 C C 175 13 7 A — S —JERE 6 A =S fERE 71 169 23 32.39 13.61 21 2 0 3 125 74 59.20 125 65 52.00
234 C C 176 13 74 - 0=y —fFRE 1 74 - 0= —fERE 68 154 23 33.82 14.94 21 2 0 3 122 74 60.66 122 65 53.28
235 C C 177 11 ¥ a2 R—ERBEEEE 11 Tan—LERHEEER 95 191 28 29.47 14.66 25 2 1 5 155 82 52.90 155 72 46.45
236 C C 178 13 ET b4y ERE 30 ETy b T ANy SRR 97 183 39 4021 2131 32 2 5 19 212 106 50.00 212 86 40.57
237 C C 178 12 ET kT4 ERE 37 BN a2 RTINS 97 145 32 32.99 22.07 25 2 5 18 192 82 42.711 192 93 48.44
238 C C 179 4 74 YT LXERE 73 74 YT LXERE 65 155 28 43.08 18.06 26 2 0 4 142 75 52.82 142 89 62.68
239 C C 180 11 A TR - XJEfRE 26 [ATR-XiEREE 124 186 33 26.61 17.74 27 2 4 5 189 88 46.56 189 81 42.86
240 C C 181 11 70—/ SERE 32 / 111 208 49 44.14 23.56 42 2 5 31 318 87 27.36 318 156 49.06
241 C C 182 11 T R—VIERE 31 121 206 52 4298 25.24 41 2 9 23 315 87 27.62 315 170 53.97
242 C 183 13 77477 —ERE AR RET IS L 25 77477 —fEREY 112 259 60 53.57 23.17 48 3 9 25 387 92 23.77 387 246 63.57
243 O C 183 11 77477 —ERE hiE - R 33 33053655 CIciBif 2 bomiih, BEEOAERTETPBEE 112 208 53 47.32 25.48 42 2 9 24 314 87 27.71 314 176 56.05
244 C 184 13 T b= £y 25 —fERE F eI RET I 24 ';‘/ FlL—-EYR5—fERE 124 247 58 46.77 23.48 43 2 13 25 372 87 23.39 372 223 59.95
245 C C 184 11 T b= £ —fERE 0T - BEE 33 |£§ﬂ‘5)35§‘('l1'5¢1‘73 HO0EH, EEOFERRHAMEE 124 208 54 4355 25.96 42 2 10 24 326 87 26.69 326 177 54.29
246 C C 185 13 Q74 - Y RERE AR RET IS L 26 074 ¥ Y RERE 7 180 30 38.96 16.67 25 2 3 16 165 74 44.85 165 88 53.33
247 C C 187 13 DR AR RET 5 |Wﬁ1iﬁ1ig 69 166 23 3333 13.86 21 2 0 3 123 74 60.16 123 65 52.85
248 C C 188 4 SRR 97 |§Wﬁ{i§$ 87 155 46 52.87 29.68 38 2 6 19 202 97 48.02 202 120 59.41
249 C C 189 4 Lalairaizad 96 Bidaarai3:d 87 155 46 52.87 29.68 38 2 6 18 203 97 47.78 203 121 59.61
250 C C 191 11 7 x L —iERE 18 xS —fERE 85 194 23 27.06 11.86 21 2 0 3 151 73 48.34 151 81 53.64
251 C C 192 11 a5 4 VERE 19 T A ERR 113 175 39 3451 22.29 28 2 9 4 183 103 56.28 183 85 46.45
252 C C 193 5 ToE— 4 VERE 89 734 A VIERE 75 160 23 30.67 14.38 20 2 1 5 128 73 57.03 128 66 51.56
253 C C 194 13 v b RAGERR AR RET IS L 2 b RERR 74 173 23 31.08 13.29 21 2 0 3 128 74 57.81 128 65 50.78
254 C C 195 5 X—F VfERE HRBEE 91 X—F R 81 161 31 38.27 19.25 24 2 5 6 151 74 49.01 151 83 54.97
255 C C 196 13 YT Ty ERE ARG RET IS AL 31 YT v Ty ERR 9 167 30 37.97 17.96 25 2 3 13 164 74 45.12 164 88 53.66
256 o o 197 13 |1p36rsm REERIGAET T 15 |PEOETERISLO0RA. BREHRR (7407 LAERRAUS S 88 168 2 .36 19.05 27 2 3 6 151 82 5430 151 7 5166

94 VEERERC )
257 C C 198 13 4 pRASERE 11 69 167 28 4058 16.77 25 3 0 6 162 74 45.68 162 96 59.26
258 C C 199 13 5 pRAJERE 10 69 168 28 4058 16.67 25 3 0 7 164 74 45.12 164 96 58.54
20 o o 200 13 |BUBREsRBES (Y S —ERI REERIHET 15 1:;“;’;;;:; :’f’;’@ B BREERE (7007 LAFERRUT 5= 8 168 2 3855 19.05 2% 2 4 1 176 i 205 176 95 5308
260 C C 201 13 TPz T ERR FEERIGRET I 9 TP x v o ERE 70 164 23 32.86 14.02 21 2 0 3 124 74 59.68 124 65 52.42
261 C C 202 13 AIR - TE-RERE BRI RET 3 R IR - ¥ RIERE 70 169 23 32.86 13.61 21 2 0 3 124 74 59.68 124 65 52.42
262 o o 204 13 |zezzumgr R ET 15 [PPOETERISLOOEE. FREMRT (77 LIERRRUT DS 8 168 37 4458 202 3 2 4 8 19 82 w221 19 122 6289
94 VERRERC )
263 C C 206 11 I FEXTE R B 0T - R 21 555 X fEFREE 81 248 43 53.09 17.34 38 2 3 6 263 86 32.70 263 186 70.72
264 C C 207 4 HBARERIR ey 48 KBRS IR S 85 155 36 4235 23.23 28 3 5 8 156 83 53.21 156 84 53.85
265 C C 208 4 5 IEA T B i 46 SRMEEAMBE AT 78 155 33 4231 21.29 27 3 3 6 143 82 57.34 143 7 53.85
266 C C 209 4 SAMFE{E 45 Efxmﬁ!ﬂﬁﬁ 78 155 37 47.44 23.87 30 3 4 9 153 82 53.59 153 87 56.86
267 C C 210 4 EOEE 37 O 79 155 38 48.10 24.52 26 3 9 18 163 83 50.92 163 84 51.53
268 C C 211 4 & ST RLE (R B 36 EER B RE 74 155 35 47.30 22.58 28 3 4 14 147 84 57.14 147 7 52.38
269 C C 212 4 | S RA R 38 =RFABAME 80 155 41 51.25 26.45 30 4 7 15 166 86 51.81 166 85 51.20
o C C 213 4 [oEeRRAL DL RERRE 0 [oEFRRAERDE HOIEE 81 155 m 5432 2839 3 3 s 2 3 & a7.40 173 9% 5548
271 C C 214 4 (OERBRIEE S FRIRAEE 39 DE R RE % 5 MR 81 155 61 75.31 39.35 35 5 21 31 243 85 34.98 243 129 53.09
272 C C 215 4 7 7 0 —PuiE 41 7 7 0 —PuifE 82 155 41 50.00 26.45 29 3 9 19 165 86 52.12 165 87 52.73
273 C C 216 4 A R 42 29 £ - EXTER 84 155 53 63.10 34.19 32 6 15 30 220 85 38.64 220 105 47.73
274 C 216 4 A E A 43 AAMEEEELE (27Y vk - EXTARERLS ) 84 155 53 63.10 34.19 32 6 15 30 220 85 38.64 220 105 47.73
275 C C 217 4 TTSREA 471 TSREA R 88 155 37 42.05 23.87 28 3 6 10 169 82 48.52 169 93 55.03
276 C C 218 2 T — FERR 12 {EHRREB % (TAF— F ERBEICLZLDICRS, ) 86 186 30 34.88 16.13 25 3 2 7 154 75 48.70 154 79 51.30
277 C [e] 220 2 B THRREE R 15 2T AREE R (FHBNSENERCLDLOLRS, ) 113 226 57 50.44 25.22 39 6 12 23 229 86 37.55 229 114 49.78
278 [e] 220 2 B THRREE & 16 |%ﬁﬁﬁ’¢fﬁ1ﬁ%sﬁ (BROESMEAFIEECLDLDIRS. ) 113 233 57 50.44 24.46 39 6 12 23 229 86 37.55 229 114 49.78
279 C C 221 2 ARG RERE 11 (ARIRERERE S (7Y FARF v — ERE) 97 188 41 4227 21.81 32 5 4 20 192 82 42.711 192 86 44.79
280 C C 222 2 H3 7 0—tiERE 1 747y FEERER 70— VR 130 185 46 35.38 24.86 32 5 9 14 220 85 38.64 220 97 44.09
281 C 222 2 W37 0—tiERE 2 U EAMAY ¥y LELE 130 194 48 36.92 24.74 32 5 11 15 226 89 39.38 226 97 42.92
282 C 222 2 ¥4 70— iR 3 (BUNEALRL R 7 0 — YRR 130 175 54 4154 30.86 37 5 12 18 238 93 39.08 238 100 42.02
283 C 222 2 ¥3 70— R 4 | SRH IR IRETE 130 183 56 43.08 30.60 37 5 14 19 241 95 39.42 241 100 41.49
284 C 222 2 RYEF 7 0 —EIERE 5 I i 130 166 48 36.92 28.92 33 5 10 16 225 91 40.44 225 94 4178
285 [e] 222 2 W37 0—tiERE 6 200 5205 TS8O DIFH, F 7 0 —HiERE 130 172 46 35.38 26.74 33 5 8 15 222 89 40.09 222 94 42.34
286 C C 223 2 VERRHE PN S IR 28 9 I SR IR 173 182 38 21.97 20.88 27 6 5 22 258 78 30.23 258 93 36.05
287 C C 224 2 B33 10 |§«”BU§'¢E‘9§ 74 181 38 51.35 20.99 34 3 1 8 178 73 41.01 178 115 64.61
288 C C 225 5 KA B R 13 |E#Wl‘éi¥ 76 164 42 55.26 25.61 32 4 6 15 188 86 45.74 188 107 56.91
289 C C 227 9 |7t‘7\ ] 52 i b A T 4 3R 91 278 51 56.04 18.35 32 2 17 17 396 75 18.94 396 312 78.79
290 C C 228 3 |Bﬁ§ﬂmﬁﬁiﬁ 12 FAESBRERA 74 171 30 4054 17.54 24 2 4 5 194 137 70.62 194 135 69.59
291 C C 229 3 RELE (BSeEHXEERE) 5 AEUMREOE REFRE AORBEHBEREEE. ) 121 159 49 40.50 30.82 32 4 13 30 254 94 37.01 254 13 44.49
292 C 229 10 IRELE (BSeEHXEERE) 55 (EXNLEERBEC L 5 RETLE 121 226 44 36.36 19.47 31 4 9 35 274 88 32.12 274 116 42.34
293 C C 230 3 AR S R B 3 X P EERSAERE 82 144 39 47.56 27.08 30 2 7 13 218 78 35.78 218 137 62.84
294 C C 231 8 al-T¥FrU T REGE 139 al-T»F b T RifE 81 135 44 54.32 32.59 33 2 9 20 272 115 42.28 212 174 63.97
295 C 234-1 8 _AAFL Y- L EREESR A7 —EH ) (”'l%x 103 A E Ly — LARHRRE 110 337 76 69.09 22.55 52 6 18 26 518 85 16.41 518 361 69.69
296 [e] 234-4 8 _AAFL Y — L BEREESR A7 —EH ) (V‘%X AN 105 L 74 L (Refsum) #% 80 294 39 48.75 13.27 35 2 2 5 247 81 32.79 247 180 72.87
297 C C 234-5 8 NuAFLy L (EBEEEYRA 07 =% ) (F{ERERE! 35 [FRHEE S 2 THERE 81 230 42 51.85 18.26 33 4 5 6 229 76 33.19 229 160 69.87
298 C C 235 5 HRBEE 21 BRI R R 95 145 24 25.26 16.55 20 2 2 3 148 73 49.32 148 69 46.62
299 C 235 5 HRBEE 28 BERREEETE @IPRBRBELR ) 95 153 24 25.26 15.69 20 2 2 3 148 73 49.32 148 69 46.62
w0 C C 2% 5 WOREE 5% [AEETRREETE (At R RRREE T e R <) 102 155 2 2451 1613 2 2 3 3 157 7 650 157 7 w522
301 C C 237 5 BB B E RSN L E T HRBEE 39 B ER AL E S (ACTH) FIbiE 91 142 51 56.04 35.92 48 2 1 9 218 75 34.40 218 141 64.68
302 C 238-1 5 E2 I VDI BH/BRILE (< BH) HRBEE 82 [FRAEE Y >~ miErE < B 97 166 22 22,68 13.25 20 2 0 3 145 73 50.34 145 65 44.83
303 C C 238-2 5 E5 3 DIEHY < B/ BRICE (BYILIE) WRBEE 81 'E~ > DI BRI 9 183 22 22.22 12.02 20 2 0 3 147 73 49.66 147 65 44.22
304 C C 239-1 5 E5 IV DikFEE < BH/BRICELR (K% IV DERFELR) [N9RES 80 |K7 ~DikEFME < B 95 152 22 23.16 14.47 20 2 0 3 145 73 50.34 145 65 44.83
305 C C 240 8 7 x =Y b REE XA 1 |7r:/L‘i b REE (B7 x = AT 5= hfE) 75 155 48 64.00 30.97 34 3 11 21 245 75 30.61 245 150 61.22
306 C C 241 8 EF 0L mEIR KX 2 F 0 miE1Y 69 194 54 78.26 27.84 34 4 16 22 314 73 23.25 314 202 64.33
307 C C 242 8 EF 0L mER KX 3 FO o miE2Y 72 196 68 94.44 34.69 46 4 18 23 409 73 17.85 409 293 7164
308 C C 243 8 EF 0 miER KX 4 EFO v mE3Y 71 196 68 95.77 34.69 46 4 18 21 416 73 17.55 416 293 70.43
309 C C 244 8 A=TFnny FRE KX 7 A =T N0y TRE 17 149 44 57.14 29.53 30 3 11 13 228 73 32.02 228 145 63.60
310 C C 245 8 FoeH  EmiE KX 24 70Ed B 75 183 52 69.33 28.42 33 3 16 18 265 73 27.55 265 173 65.28
311 C C 246 8 AFz 0 EEMmE KX 23 A F w0 v BmE 17 189 49 63.64 25.93 32 3 14 21 261 73 27.97 261 162 62.07
312 C C 247 8 A v EEHmE KX 26 4V EERMmE 82 185 60 73.17 32.43 36 4 20 25 309 83 26.86 309 194 62.78
313 C C 248 8 FLa—=R 5y AK—2—1REF KX 73 Fa=R 7 AE—%—1 (GLUT1) XRiBfE 96 239 71 73.96 29.71 42 4 25 32 410 92 22.44 410 276 67.32
314 C C 249 8 5L g VERIGELR KX 33 ZLZVERIGE 1 78 176 63 80.77 35.80 47 4 12 18 310 101 32.58 310 203 65.48
315 C C 250 8 5L 2 OVERIGE2RY KX 34 S ZVERIGE 2 95 238 105 110.53 44.12 69 6 30 31 624 125 20.03 624 462 74.04
316 C C 251 8 REY A S LEEE KX 11 N-T7EFALTNE S BRAMRBERERE 83 206 58 69.88 28.16 35 4 19 29 347 73 21.04 347 217 62.54
317 C 251 8 REY A S LEERE KX 12 RV ALY VRY. s 83 208 58 69.88 27.88 35 4 19 29 346 73 21.10 346 216 62.43
318 C 251 8 REY A I VREE KX 13 FN=F T RANAD T RIS 83 208 58 69.88 27.88 35 4 19 29 346 73 21.10 346 216 62.43
319 C 251 8 REY A S LEERE KX 14 ANTBEBBEREE (b hE) 83 167 41 56.63 28.14 30 3 14 21 254 73 28.74 254 158 62.20
320 C 251 8 REY A I VREE KX 15 AN BRE 83 169 41 56.63 27.81 30 3 14 21 256 73 28.52 256 158 61.72
321 C 251 8 REY A S LEERE KX 16 &7 F = ufE 83 193 58 69.88 30.05 35 4 19 21 331 73 22.05 331 214 64.65
322 C 251 8 REY A S LEERE KX 18 E?}‘/L > mfE 83 242 55 66.27 22.73 34 4 17 35 478 73 15.27 478 208 43.51
323 C C 252 8 U Yy RERETREE KX 20 U Py RIEEET 92 220 115 125.00 52.27 82 8 25 33 672 182 27.08 672 513 76.34
324 C C 253 8 |%Xﬂ¥l§m&$$ KX 120 AEUBRBNTLAE 9 204 51 64.56 25.00 34 4 13 19 316 73 23.10 316 214 67.72
325 C C 254-2 8 |r‘ﬁ/L74 U iE (REMITOFLT 4 U ) KX 138 GREALT 4 S 78 186 22 28.21 11.83 20 2 0 3 130 73 56.15 130 65 50.00
326 C C 255 8 3 KX 32 (EH LA F S 5 - RIBE 88 195 69 78.41 35.38 41 4 24 28 317 90 28.39 317 195 61.51
321 C C 256 8 KX 65 73— AEBRRAE (B 102 224 63 61.76 28.13 42 4 17 20 389 73 18.77 389 272 69.92
328 C 256 8 B2 67 102 275 67 65.69 24.36 44 4 19 19 423 73 17.26 423 294 69.50
329 C 256 8 B2 68 102 215 63 61.76 29.30 42 4 17 22 404 73 18.07 404 280 69.31
330 C 256 8 B2 69 102 226 64 62.75 28.32 42 4 18 20 405 73 18.02 405 289 71.36
331 C 256 8 B2 71 102 225 64 62.75 28.44 42 4 18 20 406 73 17.98 406 290 7143
332 C 256 8 B2 72 102 281 66 64.71 23.49 42 4 20 19 421 73 17.34 421 300 71.26
333 C 256 8 B2 74 102 236 64 62.75 27.12 42 4 18 30 548 73 13.32 548 276 50.36
334 C 256 8 R B2 97 102 265 67 65.69 25.28 46 4 17 19 436 73 16.74 436 315 72.25
335 O C 257-1 8 FFRE (RESIE, IR, X3 KX 65 123 224 101 82.11 45.09 53 4 44 29 540 89 16.48 540 381 70.56
336 C 257-1 8 FFREN (BESIE, IR, X3 KX 66 123 271 107 86.99 39.48 58 6 43 31 543 91 16.76 543 385 70.90
337 C 257-1 8 AR (BERIT, W, VIZ, XD KX 67 123 275 108 87.80 39.27 59 6 43 33 590 93 15.76 590 415 70.34
338 C 257-1 8 AR (BEAIT, W, VIZ, XD KX 70 123 255 104 84.55 40.78 56 6 42 31 554 93 16.79 554 395 7130
339 C 257-1 8 AR (BESIT, W, VIZ, XD KX 72 123 281 108 87.80 38.43 58 6 44 31 590 93 15.76 590 431 73.05
340 C 257-2 8 FFREN (VEMER) KX 68 89 215 73 82.02 33.95 38 7 28 21 380 83 21.84 380 254 66.84
341 C C 258 8 Koo b=2-1-UYBIUILEF VAT x5 —HRIAE 60 Ko b=R-1-UVBTY SN TR T 15— REE 82 202 53 64.63 26.24 34 4 15 24 313 73 23.32 313 199 63.58
342 C C 259 8 LY FYALAFA—AT YA YR 735 —HREBE [xt 133 S A28 (HDL) REHE 88 216 36 4091 16.67 28 2 6 10 172 85 49.42 172 91 52.91
343 C C 260 8 ¥ b 270 - AmE 134 l@ﬂ‘%l33§‘(’li'§‘f%hﬂ)@ﬂﬂ\ TEERHERE 7 226 57 74.03 25.22 37 4 16 19 341 73 2141 341 251 73.61
344 C [e] 261 8 By T—IE 133 S Y A28 (HDL) REHE 93 216 59 63.44 27.31 40 4 15 21 359 73 20.33 359 249 69.36
345 C C 262 8 EEEHA OIS0 mE 129 [FEREENA 050 miE 127 235 121 95.28 51.49 58 13 50 45 548 127 23.18 548 352 64.23
346 C [e] 263 8 134 129451335 T8 2 b omiEh, IEEAMRRE 7 226 39 50.65 17.26 28 6 5 22 215 90 41.86 215 102 47.44
347 C C 264 8 B U4 s g IfE 132 B - UKy miE 83 197 53 63.86 26.90 36 4 13 17 312 75 24.04 312 220 70.51
348 C 265 7 6 e R 2 i BRI 109 213 52 47.71 24.41 30 6 16 7 197 90 45.69 197 107 54.31
349 C C 265 5 83 TR RREE (BERHERRE) 109 142 41 37.61 28.87 33 3 5 3 182 81 44.51 182 103 56.59
350 C C 266 6 Mttt 15 Rt shchimh 5 168 33 44.00 19.64 24 2 7 5 183 73 39.89 183 125 68.31
351 C C 267 6 il 20 EIgDiERRE (450 VER¥ F — Y RIBME) 92 195 46 50.00 23.59 27 3 16 12 260 73 28.08 260 165 63.46
352 C C 268 6 il 19 b - EAERE 5 247 35 46.67 1417 27 2 6 3 161 101 62.73 161 95 59.01
353 C C 269 6 |1Zl&ﬂ3§wﬂa§ﬁ9§ CRAMBESE - 7 RERE 21 |4b’ﬂwﬁﬁﬂmﬁﬁﬁ? CIREMREE - 7 2 RAERE 83 196 43 51.81 21.94 33 5 5 4 237 73 30.80 237 171 72.15
354 C C 270 6 181 BRI S M B 22 EM AR S R Bl 94 235 50 53.19 21.28 40 2 8 9 332 80 24.10 332 249 75.00
355 C C 274 15 BRATRE 4 BREATEE 103 144 33 32.04 22.92 30 3 0 9 181 84 46.41 181 82 45.30
356 C C 276 15 B R AL 3 R A JE 107 143 32 29.91 22.38 24 2 6 8 173 80 46.24 173 75 43.35
357 C C 217 16 U > SEREE/ T — L 7 U R 136 170 68 50.00 40.00 57 2 9 12 320 147 45.94 320 207 64.69
358 C C 281 16 Sy - bl 3= - xS —ERE 4 ZYV YR bL/R— Tz — SRR 129 196 59 45.74 30.10 50 2 7 8 343 186 54.23 343 231 67.35
359 C C 282 9 KR FMRR LR D 4 SX AR AR AR M E 85 228 53 62.35 23.25 32 6 15 10 340 127 37.35 340 250 73.53
360 C C 283 9 A A F IR 2 | K o IR 91 212 86 94.51 40.57 47 9 30 33 424 104 24.53 424 275 64.86
361 C C 284 9 ';47€7F -7 7 7 Anm 3 ARUFGRE (LATEVF - T59 077 8m) 17 230 22 2857 9.57 20 2 0 3 128 73 57.03 128 65 50.78
362 C C 285 9 | 77 vaA=#Mm 28 77> i 92 237 28 3043 11.81 24 2 2 7 163 74 45.40 163 85 52.15
363 C C 286 9 Rt SR IR R 5 BF R E M 17 224 36 46.75 16.07 29 4 3 5 183 75 40.98 183 120 65.57
364 C C 287 2 |1_7Z S A ERR 13 TS REA ERE 79 176 33 4177 18.75. 26 4 3 10 172 81 47.09 172 92 53.49
365 C C 290 12 |3Fﬁ;ﬁ§%'¢’l\ﬁﬂﬁﬁ 18 e RIS R B EEE 7 170 35 45.45 20.59 29 3 3 9 164 73 44.51 164 99 60.37
366 C (e} 291 12 |EIL? AT N I (SRBERBE) 37 BN 2 RTINS T 102 145 35 3431 24.14 26 4 5 14 216 76 35.19 216 119 55.09
367 C C 292 12 43 [ KEEBEA RS 91 192 42 46.15 21.88 25 3 14 14 197 74 37.56 197 112 56.85
368 C C 293 12 42 KRR RIS 5 145 22 29.33 1517 20 2 0 3 131 73 55.73 131 65 49.62
369 C C 294 3 13 AEERBIRA~L =T 85 157 56 65.88 35.67 39 7 10 14 199 90 45.23 199 131 65.83
370 C C 295 12 41 i 86 147 22 25.58 14.97 20 2 0 3 138 73 52.90 138 65 47.10
371 C C 296 12 22 144 198 61 4236 30.81 36 6 19 40 362 105 29.01 362 206 56.91
3712 C C 297 12 23 7 123 223 85 69.11 38.12 62 4 19 36 351 149 42.45 351 207 58.97
3713 C C 298 12 34 (AR % 67 177 24 35.82 13.56 22 2 0 11 132 73 55.30 132 73 55.30
374 C C 299 3 8 BRI 104 174 61 58.65 35.06 42 2 17 10 306 149 48.69 306 189 61.76
375 C C 307 11 21 hF R 103 177 50 48.54 28.25 43 3 4 17 263 108 41.06 263 159 60.46
376 C C 308-1 11 T BB (88 TERE b AR ARE) 24 |58 TR E b OARY B HEE 103 251 42 40.78 16.73 34 2 6 13 189 109 57.67 189 98 51.85
377 C 308-2 11 T B ERE (BEEARE) 25 BEEAH 103 188 44 4272 23.40 38 2 4 11 229 112 48.91 229 140 61.14
378 O C 309-1 11 THEIA I A—RRTADA (I 70U kb - Ly FF) 57 Tr7znUER A b 100 229 86 86.00 37.55 47 3 36 9 576 122 21.18 576 482 83.68
3719 C 309-2 11 THIA 70— TADA (574 75H) 58 7747 101 218 84 83.17 38.53 47 3 34 10 511 114 22.31 511 428 83.76
380 C 310-3 13 AXBRBERE (QLFUT - FIoVERE) 7 ANFYT - F Iy ERE 114 173 46 4035 26.59 36 4 6 13 220 87 39.55 220 123 55.91
381 C C 310-4 13 AXBRBIERE (RIR - LLY - FEy VERE) 28 RIR LAY - ALy VERE 119 171 46 38.66 26.90 36 4 6 12 226 87 38.50 226 123 54.42
382 C C 311 4 KRt ik ard 87 Siriad 87 155 37 4253 23.87 28 2 7 15 176 79 44.89 176 91 51.70
383 C C 312 4 SR EIRH T 89 wﬁ?ﬁ 91 155 42 46.15 27.10 29 5 8 33 197 76 38.58 197 103 52.28
384 C C 313 4 S FAE R AR 60 AR 88 155 43 48.86 27.74 28 10 5 13 175 17 44.00 175 106 60.57
385 C C 314 4 2 BB R A R B AR S A 78 W BARE R BRI 4T 83 155 46 55.42 29.68 27 5 14 21 238 90 37.82 238 150 63.03
386 C C 315 2 AANAT FiERE (UBESERE) /LMX 1 BREEBE 18 FAN AT TR UUEEEIRE) 125 198 46 36.80 23.23 32 6 8 17 236 17 32.63 236 126 53.39
387 C C 316 8 HL=F  ERREE 40 (£ 8HHL=F o RIBE 104 203 70 67.31 34.48 38 6 26 40 387 79 20.41 387 239 61.76
388 C 316 8 HL=F L ERREE 41 RN PAMET YRI5 - | RIBE 104 184 64 61.54 34.78 37 5 22 31 348 89 25.57 348 208 59.77
389 C 316 8 HL=F  ERREE 42 SR PAMES RT3 5 —H I RIBE 104 192 65 62.50 33.85 37 5 23 32 372 97 26.08 372 220 59.14
390 C 316 8 HL=F L ERREE 43 CTYNAN=F Y F Ty AOH—HRIBE 104 192 65 62.50 33.85 37 5 23 35 384 97 25.26 384 220 57.29
391 C C 317 8 BRI a7 8% 3% AR E 111 194 56 50.45 28.87 32 6 18 48 344 17 22.38 344 175 50.87
392 C C 318 8 ¥ b Y RiBE 17 oY RiEE 99 260 53 53.54 20.38 35 4 14 49 517 73 14.12 517 217 41.97
393 C C 319 8 tET 77 ETEE (SR) R 122 EATT U o RBRERE 106 245 69 65.09 28.16 43 4 22 72 1094 91 8.32 1094 278 25.41
394 C C 320 11 AEKMESYALAFRI 7 FINA S v b= (GP) RIEBFE M5 - 28 SEESVALNKR T 7 FINA /b= (GPI) RiBfE 112 170 32 2857 18.82 30 2 0 8 228 76 33.33 228 132 57.89
395 C 320 11 AEKMESYALAFRI 7 FINA /v b= (GP) RIEBFE M5 - 55 AATADA (7T HERE) 112 186 38 33.93 20.43 36 2 0 8 294 17 26.19 294 193 65.65
396 C C 321 8 EyE - RAWESY KX 10 3k b= RABES Y > il 111 238 65 58.56 27.31 44 5 16 36 510 91 17.84 510 230 45.10
397 C C 322 8 B b FA 7 —ERIBHE KX 25 —ERBE 94 205 53 56.38 25.85 36 4 13 23 325 73 22.46 325 211 64.92
398 C C 323 8 FEBEL - 7 I/ MR B IR KX 124 BRI BB 2 SIB A 112 247 72 64.29 29.15 47 4 21 69 972 108 1111 972 316 32.51
399 C C 324-1 8 AFAZN D BEE (1R) ERMERBRE 28 AFNT N BERE 99 210 64 64.65 30.48 38 7 19 25 349 83 23.78 349 222 63.61
400 C C 325-3 11 AFAZN 2 BEE (IR 0T - BEE 70 THNTFA - U F 4 T—ILEERE 89 191 23 25.84 12.04 21 2 0 4 151 73 48.34 151 7 50.99
401 C C 326 15 ABEE BRAEES 6 FEEEH 107 201 45 42.06 22.39 35 4 6 4 238 163 68.49 238 157 65.97
402 C C 327 9 HREnEE REEnEEERIC L LIRS, ) R 49 KEHTOF A CREGE 175 196 41 26.86 23.98 33 4 10 29 295 113 38.31 295 127 43.05
403 C 327 9 HRIEMEE R mE T LB2LDIERS. ) R 50 KEHTOFASREGE 175 196 41 26.86 23.98 33 4 10 29 295 113 38.31 295 127 43.05
404 C 327 9 HREnEE REEnEEERIC L LIRS, ) R 51 AEHTVF POV EYREAE 175 189 34 19.43 17.99 27 2 5 14 246 109 44.31 246 97 39.43
405 O C 333 11 Ny Fry v X7+ — FiERE 0T - BEE 21 Ny Fry v FL7x— FiERE 153 177 28 18.30 15.82 25 2 1 4 215 82 38.14 215 72 33.49
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BERI5 : #5-KEIGARD-FRHM OrphanetXf ik

#7%338 GARD OrphaNet
RD001:001 BREBEMEAHEHBAE 6818:Kennedy disease :
RD001:002 TRT AR 6818:Kennedy disease 481:Kennedy disease
RD002:001 HEMEAIZRIE LE 5786:Amyotrophic lateral sclerosis 803:Amyotrophic lateral sclerosis
RD003:001 BRI EHEE 7674:Spinal muscular atrophy :
RD003:002 BRI EHREIR 7883:Spinal muscular atrophy 1 83330:Proximal spinal muscular atrophy type 1
RD003:003 BRI EHREIIR 4945:Spinal muscular atrophy type 2 83418:Proximal spinal muscular atrophy type 2
RD003:004 B EHREIIIR : 83419:Proximal spinal muscular atrophy type 3
RD003:005 BRI ERREIVEL 564:Spinal muscular atrophy type 4 83420:Proximal spinal muscular atrophy type 4
RD004:001 [RFMERIZRAELAE 10684 :Primary lateral sclerosis 35689:Primary lateral sclerosis
RD005:001 HEAT IR _ETERRIR 7471:Progressive supranuclear palsy 683:Progressive supranuclear palsy
RD006:001 IN—F2 VPR 10251:Parkinson disease :
RD007:001 KRR BB R AL HE 46:Corticobasal degeneration 454887:Corticobasal syndrome
RD008:001 I\>F> RR 6677:Huntington disease 399:Huntington disease
RD008:001_1 BER)\DF> SR 10510:Juvenile Huntington disease 248111:Juvenile Huntington disease
RD009:001 R ERRIRIBRAE 10902:Neuroacanthocytosis 263440:Neuroacanthocytosis
RD009:002 BRRIRIMEREE IR 3956:Chorea-acanthocytosis 2388:Choreoacanthocytosis
RD009:003 McleodfEIREF 10731:McLeod neuroacanthocytosis syndrome :
RD009:004 I\>F > N IRABER : 98934 :Huntington disease-like 2
RD009:005 I\ N B — R E R M 6564:Pantothenate kinase-associated neurodegeneration 157850:Pantothenate kinase-associated neurodegeneration
RD009:006 INS—=T A7 > 2) W \IEREE : 157850:Pantothenate kinase-associated neurodegeneration
RD010:001 2)LI—U— b —2F 6034:Charcot-Marie-Tooth disease :
RD010:001_1 BRgiRS )L - U — by — R :
RD010:001_2 RS )L I—-TU— by —R
RD010:001_3 PR vILO—-TU— by — K
RD011:001 ERERRERDTE : :
RD012:001 SRR ENEIREE 11902:Congenital myasthenic syndromes 590:Congenital myasthenic syndrome
RD012:002 AR EFIL I S REARRIGE : :
RD012:003 20—F v > ) VEIREE 9895:Slow-channel congenital myasthenic syndrome
RD012:004 7 — R NFv D) VEIRERE :
RD012:005 F NUD AT ) LB AE
RD012:006 AR EFILI U DT RFTS—ERIBRE
RD012:007 FEAEIERITIRE A S SRR
RD012:008 Dok7 BB IE
RD013:001 SRIEUE SRAREEA :
RD013:002 SRR 10255:Multiple sclerosis
RD013:002_1 BREFUSREIER(CIE !
RD013:002_2 —IRIBEATE S RIERE(LIE
RD013:002_3 CRMEBETRIS R UIE : :
RD013:003 ERRERA 6267:Neuromyelitis optica spectrum disorder 71211:Neuromyelitis optica spectrum disorder
RD013:004 FEY IR 6267:Neuromyelitis optica spectrum disorder 71211:Neuromyelitis optica spectrum disorder
RD013:005 Balofw (/\0O—[@E)0FI88{LAE) : 228165:Balo concentric sclerosis
RD013:005_1 Balof® 5885:Tumefactive multiple sclerosis :
RD014:001 B AT LIRS SR s 25 BB EN — 1 — 1) (F— 11011:Mu|tif0§al motor neuropathy_ . 641:Mu|tifoc.al.motor neuropathy o
6102:Chronic inflammatory demyelinating polyneuropathy 2932:Chronic inflammatory demyelinating polyneuropathy
RD014:002 B MHEATE MR BRI R IR 6102:Chronic inflammatory demyelinating polyneuropathy 2932:Chronic inflammatory demyelinating polyneuropathy
RD014:003 ZEMEESH 1 —0/)(F— 11011:Multifocal motor neuropathy 641:Multifocal motor neuropathy
RD015:001 FIARAD R 3896:Inclusion body myositis 611:Inclusion body myositis
RD016:001 207 FRBEREE 7411:POEMS syndrome 2905:POEMS syndrome
RD016:002 POEMSHE(REE 7411:POEMS syndrome 2905:POEMS syndrome
RD016:003 =A% : :
RD016:004 PEPFE(REY 2905:POEMS syndrome
98933:Multiple system atrophy, parkinsonian type
RD017:001 ZRIGENE 7079:Multiple system atrophy 227510:Multiple system atrophy, cerebellar type
102:Multiple system atrophy
RD017:002 D2 AN P ESThd 7250:0livopontocerebellar atrophy :
RD017:003 BEZHE :
RD017:004 A RL—H—fEIRRE
RD017:004_1
RD018:001 BENEIE (ZRAEmEER< ) : :
RD018:002 N P ES 4071:Spinocerebellar ataxia 1 98755:Spinocerebellar ataxia type 1
RD018:003 BB/ VB RS2 5L : 98756:Spinocerebellar ataxia type 2
RD018:004 BB/ VB R E IR 6801:Spinocerebellar ataxia 3 98757:Spinocerebellar ataxia type 3
RD018:005 AN P ES R 10351:Spinocerebellar ataxia type 6 98758:Spinocerebellar ataxia type 6
RD018:006 BB/ VB SR ERE 75 4955:Spinocerebellar ataxia 7 94147:Spinocerebellar ataxia type 7
RD018:007 BB/ i S EE 105 10474:Spinocerebellar ataxia 10 98761:Spinocerebellar ataxia type 10
RD018:008 BB/ VB S RISE 1288 10476:Spinocerebellar ataxia 12 98762:Spinocerebellar ataxia type 12
RD018:009 BRI A B R EHRIE : :
RD018:010 JU— RS EEENRFE 6468:Friedreich ataxia 95:Friedreich ataxia
RD018:011 B4 =2 E BMRZHRIAE 8595:Ataxia with vitamin E deficiency 96:Ataxia with vitamin E deficiency
RD018:012 BREREEN AT AR T7)L D = S MIEZ £ S BRI IR TRE : :
RD018:012_1 BRI R/ MR MEE
RD018:012_2 FNFENEES B )\ 2 AR
RD018:012_3 FERR I BL R I EE
RD018:012_4 SRR E G \INEIHE
RD018:012_5 FER BB/ MR MEE
RD018:012_6 EE BB \IME R :
RD019:001 SAYV—-LR : 68366:Lysosomal disease
RD019:002 J—>15% 8233:Gaucher disease 355:Gaucher disease
RD019:003 ——<> EvOR 13334:Niemann-Pick disease :
RD019:004 ——<> EvIRCE 7207:Niemann-Pick disease type C1 646:Niemann-Pick disease type C
RD019:005 GM1H> T UAS R—2 X 10891:GM1 gangliosidosis 354:GM1 gangliosidosis
7604:Sandhoff disease 845:Tay-Sachs disease
RD019:006 GM2HZDUAS R=2R; (FAHYIRE. B> RKRITRE) 7737:Tay-Sachs disease 796:Sandhoff disease
309152:GM2 gangliosidosis
RD019:007 EPLY 6844:Krabbe disease 487:Krabbe disease
RD019:008 REAMPBESZ ~OT 1 — 3230:Metachromatic leukodystrophy 512:Metachromatic leukodystrophy
RD019:009 RIVFIIVHILG T 7 —ERIBIE 5061:Multiple sulfatase deficiency 585:Multiple sulfatase deficiency
RD019:010 27 —)\—§& 6426:Farber disease 333:Farber disease
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12559:Hurler syndrome
12560:Hurler?Scheie syndrome

93474:Scheie syndrome
93473:Hurler syndrome

. ey ]
RD019:011 LIBWEIR 10335:Mucopolysaccharidosis type 1 579:Mucopolysaccharidosis type 1
12561:Scheie syndrome 93476:Hurler-Scheie syndrome
RD019:012 LAOZHEEIR 6675:Mucopolysaccharidosis type II 580:Mucopolysaccharidosis type 2
RD019:013 AOZHEEIIR 3807:Mucopolysaccharidosis type III 581:Mucopolysaccharidosis type 3
RD019:014 AOSHEREIVEL 12562:Mucopolysacch§r|d0.5|s type IV 582:Mucopolysaccharidosis type 4
3785:Mucopolysaccharidosis type IVA
RD019:015 LAOZHEREVIA 7095:Mucopolysaccharidosis type VI 583:Mucopolysaccharidosis type 6
RD019:016 AOZHEREVIIEL 7096:Mucopolysaccharidosis type VII 584:Mucopolysaccharidosis type 7
RD019:017 LAOZHEREIXR : 67041:Hyaluronidase deficiency
RD019:018 STUR=X H 309294:Sialidosis
RD019:019 HASOBSTYUR—=2Z 3953:Galactosialidosis 351:Galactosialidosis
RD019:020 LOUER—S QIR IR 6749:1 cell disease 576:Mucolipidosis type II
RD019:021 a-Y> )T R—=2 X 6968:Alpha-mannosidosis 61:Alpha-mannosidosis
RD019:022 B-N2 I/ R—=X 869:Mannosidosis, beta A, lysosomal 118:Beta-mannosidosis
RD019:023 JOSR—TRX 6473:Fucosidosis 349:Fucosidosis
RD019:024 7 Z)ULFIVI IV Y = hRAE 5854:Aspartylglycosaminuria 93:Aspartylglucosaminuria
RD019:025 SRS 9161:Kanzaki disease 79280:AIpha—N—acetngalactosan.wi.nidase defiFiency type 2
3137:Alpha-N-acetylgalactosaminidase deficiency
RD019:026 R AR 5714:Glycogen storage disease type 2 365:Glycogen storage disease due to acid maltase deficiency
RD019:027 B ) C— B RIBIE 12099:Ch0|estew| ester storage disease 75233:Wolman disease .
7899:Wolman disease 75234:Cholesteryl ester storage disease
RD019:028 EPPL 9730:Danon disease 34587:Glycogen storage disease due to LAMP-2 deficiency
. w7 )| FREELE . AT . 834:Free sialic acid storage disease
RD019:029 WS 77 ) VB EBTRAE 10870:Free sialic acid storage disease 309334:Salla disease
RD019:030 04 RURIRF ) - H :
RD019:031 27— 6400:Fabry disease 324:Fabry disease
RD019:032 SRFNE 6236:Cystinosis 213:Cystinosis
RD019:032_1 =Ty AR 10729:Niemann-Pick fjisease type B 77292:N?emann—P?ck d?sease type A
7206:Niemann-Pick disease type A 77293:Niemann-Pick disease type B
RD020:001 EEEEX hOT 1 — 5758:X-linked adrenoleukodystrophy :
RD020:002 EBEH_—1—0/\F— 10614:Adrenomyeloneuropathy 139399:Adrenomyeloneuropathy
RD020:002_1 NERRNARIBAES A MOD 1 — : :
RD020:002_2 BEPANEABHE>ZA MDD+ —
RD020:002_3 ARARBERIEAE> XA MOD 1 —
RD020:002_4 VI iSRRI B X hO D 1 —
RD020:002_5 TV RRIBRES A O 1 — :
RD021:001 =IO RUTR H 68380:Mitochondrial disease
) TETEE T RB A e Ik (OPEO) (D—>X - AV — 4503:Chronic progressive external ophthalmoplegia .
RD021:002 (Kearns-Sayre) FEREEZED) 6817:Kearns-Sayre syndrome 480:Kearns-Sayre syndrome
RD021:002_1 E7YV R 7343:Pearson syndrome 699:Pearson syndrome
RD021:003 U— (Leigh) RMAE 6877:Leigh syndrome 506:Leigh syndrome
= RIS RUTBHERAE - ABET7S R—2 X - BzriRRfE
RD021:004
(MELAS) fEREE
RD021:005 SR RUTVEREZHESZAIO—-XATANA (MERRF) :
RD021:006 L—)\—% 6870:Leber hereditary optic neuropathy 104:Leber hereditary optic neuropathy
RD021:006_1 L—){— (L—~JL) + TSR (LHON-Plus) : 99718:Leber plus disease
EEFNEENHESHNTRS>EI RIS RUTR EER I 8BS
RD021:007
11 RIBIES)
RD021:008 [RERBA IS FLES MIE
RD021:009 T
RD021:009_1 PHEPRIR B R (REY
RD021:009_2 ?Z 12— 0\ — BEKER MR BRI AEIRET :
RD021:009_3 ?EIBERME D —IMAE 3671:Mitochondrial DNA-associated Leigh syndrome
RD021:009_4 PHRIE M BISRSAAIEIE/ = N> R 7R EB R 10665:Familial bilateral striatal necrosis
RD021:009_5 ?)LT R :
RD021:009_6 eV DEPIN-
RD021:009_7 ?= hO> RU7DNAZ R RAKEIREE : :
RD022:001 HPOER 7064:Moyamoya disease 2573:Moyamoya disease
RD023:001 TUA R : :
RD023:001_1 MDA R
RD023:001_2 BEET VAR
RD023:001_3 EEET VAR :
RD023:002 PRSP EIS 6956: Creutzfeldt-Jakob disease
RD023:002_1 FFFREIIFEE)o0-Y I )L MM7ID% :
RD023:002_2 BEEOOYITILITR
RD023:002_3 FiEREOOY I 1)L M7IT%
RD023:002_4 EFREOOYIT)LMIT%
RD023:002_5 ZRAUOO(YVITILNVITR H :
RD023:003 FIVA K> AROARS— v >H—9R 7690:Gerstmann-Straussler-Scheinker disease 356:Gerstmann-Straussler-Scheinker syndrome
RD023:004 BOE R ARAE 6429:Fatal familial insomnia 466:Fatal familial insomnia
RD023:005 O—)L—I% : :
RD024:001 FERERB(IE RN 7708:Subacute sclerosing panencephalitis 2806:Subacute sclerosing leukoencephalitis
RD025:001 TS B B 7468:Progressive multifocal leukoencephalopathy 217260:Progressive multifocal leukoencephalopathy
RD026:001 HTLV-1BaEEREE 9645:Human T-cell leukemia virus type 1 289326:Tropical spastic paraparesis
RD027:001 FFRMERERAIRICE : 1980:Bilateral striopallidodentate calcinosis
RD027:002 27 —)UR :
RD027:003 RIS R EARIRICE : :
RD027:004 FFMEREMERMAIRAE 6406:Primary Familial Brain Calcification 1980:Bilateral striopallidodentate calcinosis
RD028:001 2HM7I04R—IX 5797:AL amyloidosis 85443:AL amyloidosis
RD028:002 SOOI U E7Z04 R—2 R 5797:AL amyloidosis 85443:AL amyloidosis
RD028:003 REEET =04 K-S % 6611:Hereditary amyloidosis
656:Familial transthyretin amyloidosis
RD028:004 ENERSOIGALFUR (TTR) 7304 R—3X H 330001:Wild type ATTR amyloidosis
RD028:004_1 FERE7IOAR—2X 85443:AL amyloidosis
RD028:004_2 RIGHEAAT =04 R— X :
RD028:004_3 BREE7IOAR-—>X 85445:AA amyloidosis
RD028:004_4 ENERS O IOALFURTIOANR-—SX :
RD028:004_5 FIEHE7=0-4 RZ21—0/)\F— H :
RD029:001 D)LYy ER 4769:Ullrich congenital muscular dystrophy 75840:Congenital muscular dystrophy, Ullrich type
RD029:001_1 Collagen VI B&&@ = A/)\F— (SBfER) : :
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RD030:001 EAR = A)F— : 599:Distal myopathy

RD030:002 SFR=A)F— 9676:Miyoshi myopathy 45448:Miyoshi myopathy

RD030:003 AL D =R A DIRATRL = A (F — 9493:Inclusion body myopathy 2 602:GNE myopathy

RD030:004 BRIRGAIRNIR = A) (F— 12592:0culopharyngodistal myopathy 98897:0culopharyngodistal myopathy

RD031:001 NRALLZA)NF— 873:Bethlem myopathy 610:Bethlem myopathy

RD032:001 BoarRzERE=A/)(F— H :

RD032:002 Danony#& 9730:Danon disease 34587:Glycogen storage disease due to LAMP-2 deficiency

RD032:003 BEBESERZND XEHES A/ (F— 3892:X-linked myopathy with excessive autophagy 25980:X-linked myopathy with excessive autophagy

RD033:001 =2 D)LY 7R VEIREE 250:Schwartz Jampel syndrome 800:Schwartz-Jampel syndrome

RD033:002 Stuve-WiedemannfE&E¥ 5045:Stuve-Wiedemann syndrome :

RD033:002_1 NERREMHERERE 250:Schwartz Jampel syndrome 800:Schwartz-Jampel syndrome

RD033:002_2 =2 D)LY AR)VEEIREE LR : :

RD033:002_3 =2 D)LY AR)VEEIREE 2B :

RD033:002_4 Stuve-Wiedemann fE{ZEE 5045:Stuve-Wiedemann syndrome

RD034:001 THARARAHEABRE 10420:Neurofibromatosis :

RD034:002 THERARHEABREIRY 7866:Neurofibromatosis type 1 636:Neurofibromatosis type 1

RD034:003 TR AR ABAEITRY 7193:Neurofibromatosis type 2 637:Neurofibromatosis type 2

RD035:001 ESE 7352:Pemphigus :

RD035:001_1 EEEES 7355:Pemphigus vulgaris 704:Pemphigus vulgaris

RD035:001_2 EEREARE 7354:Pemphigus foliaceus 79481 :Pemphigus foliaceus

RD035:001_3 IEBRE R AR : 63455:Paraneoplastic pemphigus

RD035:001_4 [ EEES o0 79479:Pemphigus vegetans

RD035:001_5 [ESEESTH : 79480:Pemphigus erythematosus

RD035:001_6 FIEIRK IR 1917:Dermatitis herpetiformis 1656:Dermatitis herpetiformis

RD035:001_7 FRIFRERBR : :

RD036:001 REIKIBIE 6359:Epidermolysis bullosa :

RD036:002 B 10752:Epidermolysis bullosa simplex 304:Epidermolysis bullosa simplex

RD036:003 ESEE 2152:Junctional epidermolysis bullosa 79404:Seyere ger?eralized j.unctional epidermolysis bullosa
305:Junctional epidermolysis bullosa

RD036:004 BIERERER 2139:Dominant dystrophic epidermolysis bullosa :

RD036:005 SIERERER : :

RD036:006 F> RS —JERRE 4391:Kindler syndrome 2908:Kindler epidermolysis bullosa

RD036:006_1 Bl RVR T K FIAE : :

RD036:006_10 TRRLAR AR K FIAE

RD036:006_11 S E I BIRBIKADIE

RD036:006_12 BT MO T —EHBIREIKIBE

RD036:006_13 BOERIRZKITAE

RD036:006_14 KallinBU &K FIE

RD036:006_15 SIS IRBIRBIKIAE

RD036:006_16

PSS IS B SRR KR

RD036:006_17

Mendes da CostaZ&REZKBIE

RD036:006_18 A EPEIRRUKIAE
RD036:006_19 SIHESEPRREUKE
RD036:006_2 BRI RBUKAE

RD036:006_20

ALY (Herlitz) BIRRIKFTAE

RD036:006_21

BIEARMERE GFALU Y (Herlitz) BY) REUKE

RD036:006_22

PRI EHREL REOKIAE

RD036:006_23 R ERRREKE
RD036:006_24 HEATRIREOKIBAE
RD036:006_25 FRRIEES A B REUKIAE
RD036:006_26 PA-JEBAE{REYZRRKIAE
RD036:006_27 EIHES AR RRUKE

RD036:006_28

Traupe-Belter-Kolde-VossE &R KBIE

RD036:006_29

BERERE DR

RD036:006_3 KobnerBi & K7 /KfBIE
RD036:006_30 Cockayne-TouraineZ &R /KIBAE
RD036:006_31 PasiniZ &R KIBAE
RD036:006_32 RISEE BRI KAE
RD036:006_33 R —BMRIREIKBIE
RD036:006_34 BartBRKAE
RD036:006_35 [HEEE 2 hd
RD036:006_36 B RIRE KA

RD036:006_37

SIERERSRREUKIAE

RD036:006_38

Hallopeau-SiemensZ &Rk

RD036:006_39

JEHallopeau-SiemensEi R R /KFIE

RD036:006_4

Weber-cockayneBI Rk fBSE

RD036:006_40 [HEEE 2 h3

RD036:006_41 SRIDBIFRZKFTRE

RD036:006_42 58 R RUFR T K FIAE

RD036:006_43 SRR KA

RD036:006_5 Dowling-MearaZ!F&R /K BAE

RD036:006_6 BREBEREKBE

RD036:006_7 ERES=MN SBSIRBIRRIKIE

RD036:006_8 OgnaB R KIAE

RD036:006_9 FRATRIRZKITAE :

RD037:001 (e r7 k) 12813:Pustular psoriasis

RD037:002 SIEAFEERAMEE (von Zumbusch) :

RD037:003 B ERRIE

RD037:004 TR B R DRFAL

RD037:005 NRFE R R : :

RD038:001 T4 =AY ERRE 7700:Stevens-Johnson syndrome/toxic epidermal necrolysis |36426:Stevens-Johnson syndrome
RD038:001_1 RS RRARIEIRRY : :

RD039:001 S ERIBIEAE 7700:Stevens-Johnson syndrome/toxic epidermal necrolysis |537:Toxic epidermal necrolysis
RD040:001 BRBRKX 7730:Takayasu arteritis 3287:Takayasu arteritis
RD040:002 KENMAIEIREE : :

RD040:002_1 IREE LYR 7730:Takayasu arteritis :

RD041:001 STRES 9615:Giant cell arteritis 397:Giant cell arteritis
RD041:002 RISEBNAR ¢ 9615:Giant cell arteritis 397:Giant cell arteritis
RD042:001 FEEEZ RBIARA 7360:Polyarteritis nodosa 767:Polyarteritis nodosa
RD043:001 SRR S RIE X 3652:Microscopic polyangiitis 727:Microscopic polyangiitis
RD044:001 SFIME R EPISFIERE 7880:Granulomatosis with polyangiitis 900:Granulomatosis with polyangiitis
RD044:001_1 O 15 —NZEJE,; Wegener’s granulomatosis : :
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RD044:001_2 PRBEIZ FE M E X MENZFAEAE
RD044:001_3 2ERZREMEX N IEE : :
RD045:001 YFREERIE 2 M B AP IEE 6111:Eosinophilic granulomatosis with polyangiitis 183:Eosinophilic granulomatosis with polyangiitis
RD045:001_1 Fv —D A NS RERRE . :
RD045:001_2 7 LILF - EEmE X
RD046:001 BHEED DT
RD046:001_1 2EMBIRAEBMEREED DT
RD046:001_2 FRIHBIARA BUBIERIE ) O F : :
RD047:001 N—=Zv—& 5969:Buerger disease 36258:Buerger disease
RD047:001_1 BAZEMMmARIME & 5969:Buerger disease 36258:Buerger disease
RD047:001_2 ELA—R : :
RD048:001 R BB UNEIRRE
RD048:001_1 BIAERL D) > BB UANEIRRE : :
RD049:001 2HMUTUTIR—FTX 10253:Lupus 536:Systemic lupus erythematosus
RD050:001 RISRRA S BFMEA 6263:Dermatonjyositis 221:Dermatomyositis
7425:Polymyositis 732:Polymyositis
RD050:002 EEE 6263:Dermatomyositis 221:Dermatomyositis
RD050:003 SRR 7425:Polymyositis 732:Polymyositis
. y y 9748:Systemic scleroderma 90291:Systemic sclerosis
RD051:001 SHURRE 10308:Scleroderma 801:Scleroderma
RD051:002 UFEAREELE 9751:Diffuse cutaneous systemic sclerosis :
RD051:003 PR /S A7 e A : :
RD052:001 RSSO R 7051:Mixed connective tissue disease 809:Mixed connective tissue disease
RD053:001 > T —DL IEREE 10252:Sjogren syndrome :
RD053:001_1 —RES T~ L RERRE : 289390:Primary Sjogren syndrome
RD053:001_2 BRELS 1 — L AEIREE :
RD053:001_3 BROMELS T —D L > E(REE
RD053:001_4 RS T DL EIRRE
RD054:001 MAZFILIR : :
RD055:001 BRUESRTBX 7417:Relapsing polychondritis 728:Relapsing polychondritis
RD056:001 NR—F TV NE : :
RD056:001_1 FTRENR—-F TV NE
RD056:001_2 ALRNR—-F TV NE
RD056:001_3 RN —F T v NE
RD056:001_4 BE (&) R—F1v N&F
RD056:001_5 meE (B) R—F1v NF
RD056:001_6 R (B) R—F1v NR :
RD057:001 FFFEELSREL D AR AE 221:Dilated cardiomyopathy
RD058:001 BEREL DERE :
RD058:001_1 FERAZEMEAR A B D ERE
RD058:001_2 PAZRIEAE AL DERE
RD058:001_3 (DEPEBRAZEMAE A EL D ARYE
RD058:001_4 (DREBAE A BL D ERRE
RD058:001_5 HRARABAE A BL DERRE :
RD059:001 R AL LAHEE : 217632:Restrictive cardiomyopathy
RD060:001 BEARMEM 5836:Aplastic anemia 182040:Aplastic anemia
RD060:001_1 FREBERRMENM 5836:Aplastic anemia 88:1diopathic aplastic anemia
RD061:001 Bo®aramtEm 5870:Autoimmune hemolytic anemia 98375:Autoimmune hemolytic anemia
RD061:002 SRR E S RE AR : 90033:Autoimmune hemolytic anemia, warm type
RD061:003 RDRERIE 6130:Cold agglutinin disease 56425:Cold agglutinin disease
RD061:004 FANEIOE R 7335:Paroxysmal cold hemoglobinuria 90035:Paroxysmal cold hemoglobinuria
RD061:005 R H 90036:Mixed-type autoimmune hemolytic anemia
RD061:006 T OU7 > X(Evans)fEl&Ef 6389:Evans syndrome 1959:Evans syndrome
RD062:001 RAEERBNEI OE S RE 7337:Paroxysmal nocturnal hemoglobinuria 447:Paroxysmal nocturnal hemoglobinuria
RD062:001_1 ERERINFEAEERRINED O E 2 RE : :
RD062:001_2 HENRIFERBNAED OE > RE
RD062:001_3 BIASREREERBNED OE DRI
RD062:001_4 SRERFREMRBNEIOE 2 RIE :
RD063:001 FFFEME I R SR BER 5194:Idiopathic thrombocytopenic purpura
RD063:001_1 —RIESE ) MREAME : :
RD064:001 AR I/ R PSRBT 54057: Thrombotic thrombocytopenic purpura
RD064:002 SERMTTP 9430:Congenital thrombotic thrombocytopenic purpura 93583:Congenital thr.ombotm throm.bocytopemc purpu.ra
93585:Immune-mediated thrombotic thrombocytopenic
RD064:003 BRMETTP : 93583:Congenital thrombotic thrombocytopenic purpura
RD064:003_1 SERMEMAR /) RN SRR 9430:Congenital thrombotic thrombocytopenic purpura 93583:Congenital thrombotic thrombocytopenic purpura
RD064:003_2 R MEMARE /) RN SR : 93585:Immune-mediated thrombotic thrombocytopenic
RD065:001 [RRMERBEADAEIREY : 101997:Primary immunodeficiency
RD065:002 XEHEB RS S R ADIE 5618:X-linked severe combined immunodeficiency :
RD065:003 HHARRAZRRAE 8625:Reticular dysgenesis 33355:Reticular dysgenesis
RD065:004 77 )2 2T 7 I —CRIBE 5748:Adenosine deaminase deficiency :
RD065:005 A —ANEIRRE 8198:0menn syndrome 39041:0menn syndrome
RD065:006 TUZ RO A RIRZRU S — RIS 4606:Purine nucleoside phosphorylase deficiency 760:Purine nucleoside phosphorylase deficiency
RD065:007 CD8XIBSE H :
RD065:008 ZAP-70KABHE 387:ZAP-70 deficiency :
RD065:009 MHCO S RIRIBAE H 34592:Immunodeficiency by defective expression of MHC
RD065:010 MHCO S XITRIBAE 572:Immunodeficiency by defective expression of MHC class
RD065:011 EERGERDAE : :
RD065:012 D+ A0 b AL KU W FREERE 7895: Wiskott Aldrich syndrome 906: Wiskott-Aldrich syndrome
RD065:013 EMmEILRIEES) KAE : :
RD065:014 FA SN RABRALTTEEIREE 3904:Nijmegen breakage syndrome 647:Nijmegen breakage syndrome
RD065:015 J)L— LJE(REE 915:Bloom syndrome 125:Bloom syndrome
RD065:016 ICFYE(RRE 2945:1ICF syndrome 2268:1CF syndrome
RD065:017 PMS2RHSE H H
RD065:018 RIDDLEJE/REF : 420741:RIDDLE syndrome
RD065:019 > INTEIRRE 4984 :Schimke immunoosseous dysplasia 1830:Schimke immuno-osseous dysplasia
RD065:020 Y — SRR 7182:Netherton syndrome 634:Netherton syndrome
RD065:021 FRORREAZARIEIRRE 10299:22q11.2 deletion syndrome 567:22q11.2 deletion syndrome
RD065:022 BIgEfEIREE 10956:Hyper IgE syndrome 331223:Hyper-IgE syndrome
RD065:023 FFeR DB IREASHAE 2 £ S I ADAE : :
RD065:024 FERMEBCARDRE 10905:Dyskeratosis congenita 1775:Dyskeratosis congenita
RD065:025 XiEgHE > <o 07U > MiE H :
RD065:026 DI RGN DSE 6140:Common variable immunodeficiency 1572:Common variable immunodeficiency
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RD065:027 BIgMAERRE 73:Immunodeficiency with hyper IgM type 1 :
RD065:028 19GHT 252 IR .183675:Recurrer-1t infections.a.ssociated with rare
immunoglobulin isotypes deficiency
RD065:029 IEIRIIgARIBAE 10197:Selective IgA deficiency :
RD065:030 RRTUAEEARDAE :
RD065:031 FLE—BMHES > <007V > IiE :
RD065:032 FIT ATV FRAEER 6035:Chediak-Higashi syndrome
RD065:033 XiEgH ) > ) UBFBIE(RAE 10915:X-linked lymphoproliferative syndrome :
= 538931:X-linked lymphoproliferative disease due to SH2D1A
RD065:033_1 SAPRIBAE .-
deficiency
RD065:033_2 XIAPRIBSE 10916:X-linked lymphoproliferative syndrome 2 :
RD065:034 Bo %t > ) UETEEREE 8686:Autoimmune lymphoproliferative syndrome 3261:Autoimmune lymphoproliferative syndrome
RD065:037 FRIEIE MRS BAEIRAE : :
RD065:037_1 D DHRRENEERRBRE =M S B RREZ RN AL :
RDO65:037_2 IPEXTE(RES 1850.Immunod.ysregulatlon, polyendocrinopathy and 37042.Immune.dysreguIatlon—polyendocrlnopathy—
enteropathy X-linked enteropathy-X-linked syndrome
RD065:037_3 CD25RIBAE H :
RD065:037_4 ITCHRABE
RD065:038 [RRMA BRI R U RIBAE : :
RD065:039 BEFR M PERRANE 13592:Severe congenital neutropenia 42738:Severe congenital neutropenia
RD065:040 AT TR NAE 6229:Cyclic neutropenia 2686:Cyclic neutropenia
RD065:040_1 : :
RD065:040_2 10913:Griscelli syndrome 381:Griscelli syndrome
RD065:040_3 : :
RD065:040_4 9297:WHIM syndrome 51636:WHIM syndrome
79259:Glycogen storage disease due to glucose-6-
RD065:040_5 .
phosphatase deficiency type Ib
RD065:041 BHORB%E = & B FPERKAIME : 2968:Leukocyte adhesion deficiency
RD065:042 BMEEEADIE 4863:Shwachman-Diamond syndrome 811:Shwachman-Diamond syndrome
RD065:043 >a20vI\X> H4TED REREE 6100:Chronic granulomatous disease 379:Chronic granulomatous disease
RD065:044 [EEESEETEEhd 3868:Myeloperoxidase deficiency 2587:Myeloperoxidase deficiency
RD065:045 STONLAFIAS —ERIBRE H .
RD065:046 A7 )VBERIY A )\OF U 7 BREYE 98813:Hypohidrotic ectodermal dysplasia with
RD065:047 R RE S T MRS AR T 10311:IRAK-4 deficiency 7059?'Imm9n0d9ﬂc'en_cy_ due to interleukin-1 receptor-
associated kinase-4 deficiency
RD065:048 IRAK4RIBAE : H
RD065:049 IMyD88RIBIE 12313:Familiar chronic mucocutaneous candidiasis 1334:Chronic mucocutaneous candidiasis
RD065:049_1 6357:Epidermodysplasia verruciformis 302:Epidermodysplasia verruciformis
RD065:049_2 6649:Herpes simplex encephalitis :
1077:Autosomal recessive candidiasis familial chronic
RD065:049_3
mucocutaneous
RD065:049_4 :
RD065:051 SERMEHRRIBAE :
RD065:052 C1qRi8E 12958:C1q deficiency
RD065:053 C1r/RIBSE :
RD065:054 C1sRABAE
RD065:055 C2RABRE :
RD065:056 C3R4BAE 280133:Complement component 3 deficiency
RD065:057 CARABRE :
RD065:058 C5RIBRE
RD065:059 C6RIBRE
RD065:060 C7RABRE
RD065:061 CBRABAE
RD065:062 CORABRE
RD065:063 Factor D/RIBJE : :
RD065:064 Properdin RiBAE 4513:Properdin deficiency 2966:Properdin deficiency
RD065:065 Factor I’RI8JE : :
RD065:066 Factor HRIBJE
RD065:067 MASP1/RIBE H H
RD065:068 3MCHERRE 1118:3MC syndrome 293843:3MC syndrome
RD065:069 MASP2/RIBHE H :
RD065:070 Ficolin3BhE R A2NE : :
RD065:071 BEEEMEMETE (C14> 25 —RIBE) 18 5979:Hereditary angioedema 100050:Hereditary angioedema type 1
RD065:072 BEEMEMETE (C14> 25 —RIBE) 28 : 100051:Hereditary angioedema type 2
RD065:073 BEEMEMETE (C14> 25 —RIBE) 38 : 100054:F12-related hereditary angioedema with normal
RD066:001 IgABYE 863:1gA nephropathy 34145:NON RARE IN EUROPE: Berger disease
RD066:001_1 IgABS & 863:1gA nephropathy 34145:NON RARE IN EUROPE: Berger disease
RD066:001_2 1gA-IgGESiE; IgA-1gG nephropathy : :
RD067:001 SREERE 7419:Polycystic kidney disease
RD067:002 ERAEABEESREERE :
RD067:003 EREASHSRERRE
RD067:003_1 FEHE
RD068:001 HEWNHEE
RD069:001 BHEEEE
RD070:001 LB EIERE
RD071:001 FERMEABRBTRRILIE :
RD072:001 TEAEADH LRSI 10306:Syndrome of inappropriate antidiuretic hormone :
RD072:002 hAR PR ARIE 6015:Central diabetes insipidus 178029:Central diabetes insipidus
RD072:003 )T LS 3B RIE : :
RD072:003_1 )T L2 53R T E
RD072:003_2 ST BIPARIEPRABAE
RD072:003_3 BP 53 BLrPAR I PRABAE :
RD073:001 TEAMTSHY BT TEE : 91347:TSH-secreting pituitary adenoma
RD074:001 TEAMEPRLIY MW TTERE 4508:Prolactinoma 2965:Prolactinoma
RD075:001 PP 12867:ACTH-secreting pituitary adenoma 96253:Cushing disease
RD076:001 TEAMTF R SOES DRI : :
RD076:002 ik BERRE 759:Central precocious puberty
RD076:003 TEATF R NOCEEEES :
RD077:001 TEAMURENILE > TR :
RD078:001 ELSTE 2917:Hypopituitarism
RD078:002 O ROE>METE :
RD078:003 BIBRERBRILES (ACTH) 7R TIE
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RD078:004 ERRBRRIBRILE S (TSH) 3B TFIE 10129:Thyrotropin deficiency, isolated
RD078:005 MENRILES (GH) 7 ARIE 6552:Growth hormone deficiency
RD078:006 GHOWASHRERE (NE) :
RD078:007 RAGH B A RIE
RD078:008 JO050F> (PRL) MR TAE
RD078:008_1 BIERERBRLES (ACTH) DMK TAE,
RD078:008_2 ERIERIBURILES (TSH) DHETIE;
RD078:008_3 MEMRILES (GH) 3B ARIE;
RD078:008_4 JOSOF R TE :
RD079:001 FiEERILAT0O—)LIE GREERSR) : 391665:Homozygous familial hypercholesterolemia
RD080:001 ERIRBRARILE > RISRE 301:Generalized resistance to thyroid hormone 3221:Generalized resistance to thyroid hormone
RD080:001_1 L D1 NDERRE H :
RD081:001 SER MR E R ERE R RIBE 1467:Congenital adrenal hyperplasia 418:Congenital adrenal hyperplasia
RD081:002 FERMEURA RIBRZARIE 1465:Congenital lipoid adrenal hyperplasia :
RD081:003 3B-KEE AT O REtkZE% (3B-HSD) RIBAE :
RD081:004 21- /KB EESR RIBRE 5757:21-hydroxylase deficiency
RD081:005 11B- KB CEER RIBTE :
RD081:006 17a- KB CEER RIBTE
RD081:007 P450AFS KL 55— (POR) KIBIE :
RD081:008 S e - 99763.0BSOLETE. Familial hyperreninemic
hypoaldosteronism type 1
RD082:001 SERMERIBMERZRRAE 555:X-linked adrenal hypoplasia congenita 595337:Adrenal hypoplasia congenita
RD082:002 DAX-1REAE (XiEfHMt) 555:X-linked adrenal hypoplasia congenita 95702:X-linked adrenal hypoplasia congenita
RD082:003 SF-1/Ad4BPERFAE (FHERM) H :
RD082:004 IMAgefE(REE (REIABA) 12312:IMAGe syndrome 85173:IMAGe syndrome
RD083:001 TSR 5740:Addison's disease 85138:Addison disease
RD083:002 SRR R AEIREY : 282196:Autoimmune polyendocrinopathy
RD083:003 HAMAE(REE : 3453:Autoimmune polyendocrinopathy type 1
RD083:004 21X wv NEREE 7611:Autoimmune polyglandular syndrome type 2 3143:Autoimmune polyendocrinopathy type 2
RD083:004_1 FRETZYV R H :
RD083:004_2 TSV ARIR 3453:Autoimmune polyendocrinopathy type 1
RD083:004_3 BN T Y R H :
RD084:001 LA R—2 X 7607:Sarcoidosis 797:Sarcoidosis
RD085:001 FFFEERIE MR 2 : 98300:Idiopathic interstitial pneumonia
RD085:002 TR HERE 8609:Idiopathic pulmonary fibrosis 2032:Idiopathic pulmonary fibrosis
RD085:003 BEERIEEAA : :
RD085:004 IR RMERIE R : 91364:Non-specific interstitial pneumonia
RD085:005 SERIEMER 12835:Acute interstitial pneumonia 79126:Acute interstitial pneumonia
RD085:006 UFEAMRRISE H :
RD085:007 FFFEERRE R 1620:Cryptogenic organizing pneumonia 1302:Cryptogenic organizing pneumonia
RD085:008 iz 5961:Bronchiolitis obliterans organizing pneumonia :
RD085:009 FUBERIEE MR 2 : 98852:Desquamative interstitial pneumonia
RD085:010 DR S E S 2 B R BT A A 79127:Respiratory bronchiolitis-interstitial lung disease
RD085:011 U > ) BRI RSB PR A : 79128:Lymphoid interstitial pneumonia
RD086:001 B Eh A Rib 75 [ FE AE 7501:Pulmonary arterial hypertension 182090:Pulmonary arterial hypertension
RD086:002 FER BRI M EE : :
RD086:003 B RS M RE H :
RD086:004 TACIAS T v —ERRE 6323:Eisenmenger syndrome 97214:Eisenmenger syndrome
RD086:004_1 FRIER (A S R BRI RS IEAE : :
RD086:004_2 FERMS v > MEWRR CHE D I BIIRIEAGE M RE
RD086:004_3 PIRRE TUHERE (C 4 S A ED AR IAEAD = T E
RD086:004_4 HIV R (CHE S BB R MEAG M RE
RD086:004_5 FRIFRME OB MEAE
RD086:004_6 IFIRERIR R (CEH U Iz Ah BRI RS IEAE :
RD087:001 AERAEAZRAE / AhEH i EREE 199241:Pulmonary capillary hemangiomatosis
RD087:002 Bis#AMEAZEAE :
RD087:003 FEH i EREE : 199241:Pulmonary capillary hemangiomatosis
RD088:001 M MAR AR RS ESE 13124:Chronic thromboembolic pulmonary hypertension 70591:Chronic thromboembolic pulmonary hypertension
RD088:001_1 RSB MSERE (TeiER) : :
RD089:001 U > ) BRE FHABIE 3319:Lymphangioleiomyomatosis 538:Lymphangioleiomyomatosis
RD089:001_1 FEERPERBLIE (CfE D CRET DY ) IRERIEAE : :
RD089:001_2 MFAED > ) BRERHIBRE : :
RD090:001 MR EIREMEAE 5694 :Retinitis pigmentosa 791:Retinitis pigmentosa
RD090:002 ARSI OT« H :
RD090:003 AASASZ O D« 10790:Cone-rod dystrophy 1872:Cone rod dystrophy
RD091:001 I\ RFT77 URERRE 5968:Budd-Chiari syndrome 131:Budd-Chiari syndrome
RD091:001_1 R\ RFT7 UREIREE : :
RD091:001_2 =R Cy RET7 USEIRRE :
RD092:001 FFFEEPIRE FUERE 5888:Banti's syndrome :
RD093:001 [RFEMERSIEARE ¢ 7459:Primary biliary cholangitis 186:Primary biliary cholangitis
RD093:001_1 FEIRMERFEEAR AR E A : :
RD093:001_2 SAERMERFEARHIERRE A : :
RD094:001 FFERBCMEARE 1280:Primary sclerosing cholangitis 171:Primary sclerosing cholangitis
RD094:001_1 AR FEERRCIEARE & : :
RD094:001_2 FFOMRFEERRCIEARE A
RD094:001_3 BB ER SRR AR B A : :
RD095:001 EEE T i 5871:Autoimmune hepatitis 2137:Autoimmune hepatitis
RD096:001 O0—9% H :
RD096:001_1 [BEEST P
RD097:001 EBEARR :
. Aokl et I - - 402035:Eosinophilic colitis
RD098:001 YFEEERMEH L BRR 9142:Eosinophilic gastroenteritis 2070:Eosinophilic gastroenteritis
RD098:002 FERLEENMESFREBA : :
RD098:003 GFEABRIERIE 2 9142:Eosinophilic gastroenteritis :
RD098:004 GFEABRIE B R 9142:Eosinophilic gastroenteritis 2070:Eosinophilic gastroenteritis
RD098:004_1 FREERIMEHEBRE GrER-3LR : :
RD098:004_2 YFREERMEHEBZRE (NE-RRA)
RD099:001 R A RS EAZEE H :
RD100:001 E AR/ )\iERR B IR B AR 3442:Megacystis microcolon intestinal hypoperistalsis 2241:Megacystis-microcolon-intestinal hypoperistalsis
RD101:001 PR E R ETHRE M E : :
RD102:001 ILE> S 254 271 EfEREE 7593:Rubinstein-Taybi syndrome 783:Rubinstein-Taybi syndrome
RD102:001_1 EX N T EFIUCEREE : :
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RD103:001 CFCRE{RE¥ 9146:Cardiofaciocutaneous syndrome 1340:Cardiofaciocutaneous syndrome

RD103:001_1 (DI BR R RSAEIREE : :

RD104:001 R OYEREE 1550:Costello syndrome 3071:Costello syndrome

RD105:001 F v —IEIREE 29:CHARGE syndrome 138:CHARGE syndrome

RD106:001 oUAED > BhEEEAREIRRE 10927:Cryopyrin-associated periodic syndrome 208650:Cryopyrin-associated periodic syndrome

RD106:002 RIFERSE O REMHERRE 9535:Familial cold autoinflammatory syndrome 47045:Familial cold urticaria

RD106:003 X)L DTV RIERRE : :

RD106:004 MR R AR RS PR (R A 1356:Neonatal Onset Multisystem Inflammatory disease 1451:CINCA syndrome

RD106:005 A RHRIE SRR RAYE IR R 1356:Neonatal Onset Multisystem Inflammatory disease 1451:CINCA syndrome

RD107:001 EEES R R 10966:Systemic onset juvenile idiopathic arthritis 85414:Systemic-onset juvenile idiopathic arthritis

RD107:001_1 2 HREFIHFRERAEA 10966:Systemic onset juvenile idiopathic arthritis 85414:Systemic-onset juvenile idiopathic arthritis

RD107:001_2 BIERBLE IS R RN : :

RD108:001 TNFREARBLEE AR IRRE 8457:Tumor necrosis factor receptor-associated periodic

RD109:001 FEBELAM | PREBAEAEIREE 8702:Atypical hemolytic uremic syndrome 2134:Atypical hemolytic uremic syndrome

RD110:001 TS OERR 304:Blau syndrome 90340:Blau syndrome
90341:Early-onset sarcoidosis

RD110:001_1 NOD2Z R (CRHE U e 2 B HEAFEERZH EM R R :

RD110:001_2 BERJED)L 4 R—3 X early-onset sarcoidosis : :

RD111:001 FEREZA)NF— 5898:Myopathy congenital 97245:Congenital myopathy

RD111:002 AU ZA)F— 12033:Nemaline myopathy 607:Nemaline myopathy

RD111:003 > NSILATR 6014:Central core disease 597:Central core disease

RD111:004 ZZTATR : :

RD111:005 RIVFEZZIATR

RD111:006 EAF2ITS—ZA)NF— : :

RD111:007 PR EA)F— 101:Centronuclear myopathy 595:Centronuclear myopathy

RD111:008 SER RIS A T ANDEE 6161:Congenital fiber type disproportion 2020:Congenital fiber-type disproportion myopathy

RD111:008_1 N7 101:Centronuclear myopathy 595:Centronuclear myopathy

RD112:001 NURRAS 1T~ L AEERE 8341:Marinesco-Sjogren syndrome 559:Marinesco-Sjogren syndrome

RD113:001 HAOT A — 7922:Muscular dystrophy 98473:Muscular dystrophy

RD113:002 SR OT 1 VBB H :

RD113:003 FTASIDIBH T OT A — 6291:Duchenne muscular dystrophy 98896:Duchenne muscular dystrophy

RD113:004 Ny H—BHTAOT 1 — 5900:Becker muscular dystrophy 98895:Becker muscular dystrophy

RD113:005 BRRpH A RO« — 6907:Limb-girdle muscular dystrophy 263:Limb-girdle muscular dystrophy

RD113:006 SAFUSERE : 209224:Myotilinopathy’

RD113:007 SIURBE 98301:Laminopathy

RD113:008 AR R 265:Autosom§| c.iominant Iimb—girdle muscular dystr.ophy type
207078:Qualitative or quantitative defects of caveolin-3

RD113:009 FTRAZRERE 98909:Desminopathy

RD113:010 YLD U DS RERE 207052:Qualitative or quantitative defects of sarcoglycan

RD113:011 a-SZAROJUH>BREE : :

RD113:012 FERMEHZANOT 1 — 9138:Congenital muscular dystrophy 97242:Congenital muscular dystrophy

RD113:013 BAE/R F EBAEBH X hO D « — 9941:Facioscapulohumeral muscular dystrophy 269:Facioscapulohumeral dystrophy

RD113:014 IXU— RLAJREFHZI~OT 1 — 6329:Emery-Dreifuss muscular dystrophy 261:Emery-Dreifuss muscular dystrophy

RD113:015 BRIREEASELAH = A RO T — 7245:0culopharyngeal muscular dystrophy 270:0culopharyngeal muscular dystrophy

RD113:016 RILBEEREH I SOT « — : :

RD113:017 Walker-WarburgfE{&&¥ 2599:Walker-Warburg syndrome 899:Walker-Warburg syndrome

RD113:018 Muscle-Eye-Brainj& 156:Muscle eye brain disease 588:Muscle-eye-brain disease

RD113:019 HREM I RO T« — 10419:Myotonic dystrophy 206647 :Myotonic dystrophy

RD113:020 A7V aRIBRIEREH A RO T « — : :

RD113:021 RO RIBRIERMEHZ I RO T « — 3843:Congenital muscular dystrophy type 1A

RD113:022 UllrichBYSE XM X RO D « — 4769:Ullrich congenital muscular dystrophy :

RD113:023 SRE M EHEIRRY 4723:Rigid spine syndrome 97244:Rigid spine syndrome

RD113:024 HAFI2RIBEERMEH SISO T « — : :

RD113:025 FLYZDRIBRERMEH S SOT 1 — : :

RD113:026 SRS RUTZEEZHESKEREH A NOT « — 10317:Muscular dystrophy, congenital, megaconial type 280671:Megaconial congenital muscular dystrophy

RD113:026_1 U NOT 1 S REE : :

RD113:026_10 IXU— RLAJREFHZZ OT 1 —5

RD113:026_11 IXU— RLADJREFHZIOT 1 —6

RD113:026_12 IXU— RLADJREFHZI AT 1 —7

RD113:026_13 FRAH A OT 1 —1A

RD113:026_14 BB hOJ« —1B

RD113:026_15 ERfH A hOJ«—1C

RD113:026_16 BB ~OJ« —1D

RD113:026_17 R A RO D« —1E

RD113:026_18 R A RO D« —1F

RD113:026_19 BB OTJ 1 —1G

RD113:026_2 BAER R EBRGHS I O T« —1

RD113:026_20 A2 MO 2D« —1H

RD113:026_21 A2 hOD « —2A

RD113:026_22 R hOJ « —2B

RD113:026_23 A2 hO D« —2C

RD113:026_24 B2 hOJ « —2D

RD113:026_25 BB A RO D —2E

RD113:026_26 BB A RO D« —2F

RD113:026_27 BB A RO T« —2G

RD113:026_28 B2 RO D« —2H

RD113:026_29 B A RO D« —21

RD113:026_3 EAER R EBREHZ I O D« —2

RD113:026_30 B2 RO D« —2]

RD113:026_31 BB A RO D« —2K

RD113:026_32 BB A RO D —20

RD113:026_33 BB A RO T« —2M

RD113:026_34 BB RO 2D« —2N

RD113:026_35 BB X hO T« —20

RD113:026_36 BB A RO D« —2P

RD113:026_37 B2 RO T+ —2Q

RD113:026_38 BB A hOJ« —2R

RD113:026_39 BB A RO D« —2S

RD113:026_4 HREM A OT 1 —1

RD113:026_40 B2 RO D« —2T

RD113:026_5 HREMT I ~OT 1 —2

RD113:026_6 IXU— RLADJREHZA MOT 1 —1
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RD113:026_7 IXYU— RLADJREFHZIOT 1 —2

RD113:026_8 IXYU— RLADJREFHZ~OT 1 —3

RD113:026_9 IXYU— RLADJREFHZI~OT 1 —4

RD114:001 ISR SOT 4 —HSA S —ERRYE : :

RD114:002 FEREZA R~ 12301:Myotonia congenita 614:Thomsen and Becker disease

RD114:003 [N : :

RD114:004 Ny F—R H :

RD114:005 RIS ZA =~ 7325:Paramyotonia congenita 684:Paramyotonia congenita of Von Eulenburg

RD114:006 AUDLEEESA R — (FRUDLFYRILEA =) : :

RD114:006_1 FhUDLFvYRIVEA =~

RD115:001 SRR BRI TR AR

RD115:002 BURMEEH Y D AEEIER TR AR : :

RD115:003 Andersen-TawilfE{ZEf 9453:Andersen-Tawil syndrome 37553:Andersen-Tawil syndrome

RD115:004 BEEEHVUD LA (EHVUDL) RS : :

RD115:004_1 BIEMERHY D AEEER TR RRR

RD116:001 7 NE—1EEBE% : :

RD117:001 BREZERE 7725:Syringomyelia 3280:Syringomyelia

RD117:001_1 FEIRMESZRE XRERIESHZEREARURRESZERE :

RD117:001_2 F7USH B = SEERE

RD117:001_3 F7USH2B = SERZERE :

SREGHRTERE PBHEICE N TE BROFHEZHEN. F7USH
RD117:001_4 . .
e R < BREZZRAE

RD117:001_5 PRESHZERE (REICKDNET LRSS IORREEZRL) :

RD118:001 BRbRIRE 3475:Myelomeningocele 93969:Myelomeningocele

RD118:002 L] : :

RD118:003 BRE :

RD118:004 BRESER 268813:Myelocystocele

RD118:004_1 BRIBZZRAE :

RD119:001 TAYy O JEREE :

RD119:002 BV ERRE 83467:Morvan syndrome

RD119:003 HIVGKCHEEARTUABIEINA :

RD120:001 BEESI T

RD120:002 DYTIZX hZ77

RD120:003 DYT2Z X hZ77 H :

RD120:004 DYT3ZX 77 10533:X-linked dystonia-parkinsonism/Lubag 53351:X-linked dystonia-parkinsonism

RD120:005 DYT4Z X hZ77 H :

RD120:006 DYT5Z X hZ77 9817:Dopa-responsive dystonia 255:Dopa-responsive dystonia

RD120:007 DYT6Z X hZ77 : :

RD120:008 DYT7Z XA =77

RD120:009 DYT8Z X hZ77 :

- _ 53583:Paroxysmal dystonic choreathetosis with episodic
RD120:010 DYTOS X =7 - -
ataxia and spasticity

RD120:011 DYT10Z X 277 8721:Paroxysmal kinesigenic choreoathetosis :

RD120:012 DYT11ZX b7 7139:Myoclonus-dystonia 36899:Myoclonus-dystonia syndrome

RD120:013 DYT125Z k=T 11:Altern§ting hemiplegi§ of chilghooq 2131:Alterr.1ating hemipleg.ia of childhogd
9628:Rapid-onset dystonia-parkinsonism 71517:Rapid-onset dystonia-parkinsonism

RD120:014 DYT13ZX 7 : :

RD120:015 DYT14ZX b7 9817:Dopa-responsive dystonia 255:Dopa-responsive dystonia

RD120:016 DYT15ZX 7 : :

RD120:017 DYT16ZX 7

RD120:018 DYT17Z XA N7

RD120:019 DYT18ZX 7

RD120:020 DYT19Z X 77

RD120:021 DYT20 X 277 : :

RD120:022 NBIA1 6564:Pantothenate kinase-associated neurodegeneration 157850:Pantothenate kinase-associated neurodegeneration

. 10688:Karak syndrome . .

RD120:023 NBIA2 3957:Infantile neuroaxonal dystrophy 35069:Infantile neuroaxonal dystrophy

RD120:024 NBIA3 10686:Neuroferritinopathy 157846:Neuroferritinopathy
12569:Mitochondrial Membrane Protein-Associated i )
Neurodegeneration 48818:Aceruloplasminemia

RD120:025 NBIA4 . . 289560:Mitochondrial membrane protein-associated
9499:Aceruloplasminemia .

neurodegeneration

RD120:026 NBIAS 12570:Beta-Propeller Protein-Associated Neurodegeneration |329284:Beta-propeller protein-associated neurodegeneration

RD120:027 Pantothenate kinase-associated neurodegenerations 10810:Fatty acid hydroxylase-associated neurodegeneration [329308:Fatty acid hydroxylase-associated neurodegeneration

RD120:027_1 HARPJE{ZEF ;HARP syndrome H :

RD120:027_10

11:Alternating hemiplegia of childhood

2131:Alternating hemiplegia of childhood

RD120:027_11

10541 :Paroxysmal exertion-induced dyskinesia

98811:Paroxysmal exertion-induced dyskinesia

RD120:027_12

RD120:027_13

RD120:027_14

3957:Infantile neuroaxonal dystrophy

35069:Infantile neuroaxonal dystrophy

RD120:027_15

3957:Infantile neuroaxonal dystrophy

35069:Infantile neuroaxonal dystrophy

RD120:027_16

3957:Infantile neuroaxonal dystrophy

RD120:027_17

10688:Karak syndrome

RD120:027_18

10686:Neuroferritinopathy

157846:Neuroferritinopathy

RD120:027_19

12569:Mitochondrial Membrane Protein-Associated
Neurodegeneration

9499:Aceruloplasminemia

48818:Aceruloplasminemia

289560:Mitochondrial membrane protein-associated

neurodegeneration

RD120:027_2 :
RD120:027_3 53351:X-linked dystonia-parkinsonism
RD120:027_4 :
RD120:027_5
RD120:027_6
RD120:027_7 : :
RD120:027_8 7139:Myoclonus-dystonia 36899:Myoclonus-dystonia syndrome
RD120:027_9 9628:Rapid-onset dystonia-parkinsonism 71517:Rapid-onset dystonia-parkinsonism
RD121:001 WRITUFAE 10686:Neuroferritinopathy 157846:Neuroferritinopathy
RD122:001 BURATST Y VIRBAE : 247245:Superficial siderosis
RD122:001_1 HEANRNEDT U VINEE : :
RD123:001 I — 10424:(.:ere.bral autosomal recessive arteriopathy with

subcortical infarcts and leukoencephalopathy
RD124:001 R T AREE & ERMIE = S R BB EIIREE 1049:CADASIL
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RD125:001 R D T O+ REARZ A SBEEUEAMOERME : :
RD126:001 AU —JEREE 10453:Perry syndrome 178509:Perry syndrome
RD127:001 RISARIBAEZIHAE : :
RD127:002 RIBAAIZA R SR ANAE 8436:Frontotemporal dementia 282:Frontotemporal dementia
RD127:003 EORERRAE 10792:Semantic dementia 100069:Semantic dementia
RD127:003_1 RISARIBARYERANE (ITBIRZEL 7392:Behavioral variant of frontotemporal dementia 275864 :Behavioral variant of frontotemporal dementia
RD128:001 EwH—25 v IRk H 79138:Bickerstaff brainstem encephalitis
RD129:001 T ———— 363549:A.cute-encephalopathy with biphasic seizures and late
reduced diffusion
RD130:001 SER MR TAE :
RD130:002 BEEEBEBEME -1 —0/(F—48 : 642:Hereditary sensory and autonomic neuropathy type 4
RD130:003 BEEEREBEME -1 —0/(F—58 12328:Hereditary sensory and autonomic neuropathy type V |64752:Hereditary sensory and autonomic neuropathy type 5
RD131:001 FLFYIAH R 5774:Alexander disease 58:Alexander disease
RD131:001_1 KRBHBAIRL T LFH >4 —iK(18) : 363717:Alexander disease type I
RD131:001_2 SERE BREEAIRL LY —iR(28) 363722:Alexander disease type II
RD131:001_3 A LFH S5 —Jk(3H) : :
RD132:001 SER MRS EMEEKARE 5598:Worster Drought syndrome 3465: Worster-Drought syndrome
RD132:001_1 —245— RO— NMEREE : :
RD133:001 A EDRIERRE 8549:Moebius syndrome 570:Moebius syndrome
RD134:001 RIRRAHR R B/ REILS 7 AERRE 7627:Septo-optic dysplasia spectrum 3157:Septo-optic dysplasia spectrum
RD135:001 A PIVT + FEIREE 5764:Aicardi syndrome 50:Aicardi syndrome
RD136:001 FriAlERME 2637:Hemimegalencephaly 99802:Hemimegalencephaly
RD137:001 PR R RAZRL : :
RD137:002 PR BRI 1T 1a
RD137:003 PR R E RS 1T 1b
RD137:004 PRI E RS 1 T 1c
RD137:005 PRBIERE RS 1 T 2a
RD137:006 PRB R E RS 1 T 2b
RD137:007 PR E RS 1 T 3a
RD137:008 PRB R ERZRLS 1 T 3b
RD137:009 PR IR ERAZRLY 1 7 3¢
RD137:010 PR R E RS 1 7 3d : :
RD138:001 TR B R 12291:Lissencephaly 48471:Lissencephaly
RD138:002 B ELBANE : :
RD138:003 B =E
RD138:004 BT HIREPIREE
RD138:005 2R B S ERIA R IR N S : :
RD138:006 EZNE] 12271:Polymicrogyria 35981 :Polymicrogyria
RD138:007 BRARR BRI : :
RD138:008 ZURE 166:Schizencephaly 799:Schizencephaly
RD138:009 FLABE 7430:Porencephaly 2940:Porencephaly
RD138:010 =551 H—IEIRRE 3669:Miller-Dieker syndrome 531:Miller-Dieker syndrome
RD138:011 BEILEDZRZ/\NME : :
RD138:012 X EEEH B RMIE 6914:Lissencephaly X-linked
RD138:012_1 AN :
RD138:012_2 JERKE] 7300:Pachygyria
RD138:012_3 XEEH B AMAE 6914:Lissencephaly X-linked
RD139:001 SERMAMEO BRI DIE : :
RD139:002 ARUYT IR )R 4265:Pelizaeus-Merzbacher disease 702:Pelizaeus-Merzbacher disease
RD139:003 ARUYTIZRA)WY) ) GRS 1 : :
RD139:004 EERD SOV SRR SRR AR DIE :
RD139:005 18qRKSEIRE : 1600:Monosomy 18q
RD139:006 TS2I\=2 RS R —fEREE 5617:Allan-Herndon-Dudley syndrome 59:Allan-Herndon-Dudley syndrome
RD139:007 HSP60 chaperon disease : 280288:Pelizaecus-Merzbacher-like disease due to HSPD1
RD139:008 SR 309334:Salla disease
RD139:009 I\IMERE E BRIRRZ R A S OSEEARN E R A DI :
RD139:010 SERMERARE 2 4 D BRI A DIE 11980:Hypomyelination and congenital cataract
RD139:011 K. EEHRRZALE M S BRI AR BIE :
RD139:012 BRBEELRARAE A
RD139:013 PR RS PR RE : :
RD139:014 D—5 > )\—DJEIRRE 5525:Waardenburg syndrome 3440:Waardenburg syndrome
RD139:015 [SIESI 6660:Hirschsprung disease 388:Hirschsprung disease
RD139:015_1 BrR R RAR RIS S : :
RD140:001 RSAJE(REE 10430:Dravet syndrome 33069:Dravet syndrome
RD141:001 TERE(L 4 S NAIRIEEEE C AN A : 99701:Mesial temporal lobe epilepsy with hippocampal
RD141:001_1 mAlEHEEE S AAMRIEEE CANA :
RD142:001 EAOOZ—-RETANA
RD143:001 SAOOZ—BRNREZHDS TANA : :
RD144:001 L)W OXARX S—fEIREE 9912:Lennox-Gastaut syndrome 2382:Lennox-Gastaut syndrome
RD145:001 DI R NERRE 7887:West syndrome 3451:Infantile spasms syndrome
RD146:001 KHFEREE 9255:Early Infantile Epileptic Encephalopathy 1934:Early infantile epileptic encephalopathy
RD147:001 BHA=A OO —RE : 1935:Early myoclonic encephalopathy
RD148:001 WEERREFEHE DR TANA 12919:Malignant migrating partial seizures of infancy :
. e y S (i 166463:Epilepsy syndrome
RD149:001 PRV RRRR TADATEREE 86908:Idiopathic hemiconvulsion-hemiplegia syndrome
RD150:001 BRIR20B R EMEIREE 1334:Ring chromosome 20 1444:Ring chromosome 20 syndrome
RD151:001 SALY T IRER 7527:Rasmussen encephalitis :
RD152:001 P C D H 19BS:&E(REE H :
RD153:001 RSO RIFERARE RN A 11005:Febrile infection-related epilepsy syndrome 163703:Febrile infection-related epilepsy syndrome
RD153:001_1 FERIDRK BIER TANAD—EE (R, RBILE) 11005:Febrile infection-related epilepsy syndrome 163703:Febrile infection-related epilepsy syndrome
RD153:001_2 NORSEE(®EE : :
RD154:001 RRBEREAR SRR R E R 3 CANAMERE : :
RD155:001 5> ROUL T —EIRRE 6855:Landau-Kleffner syndrome 98818:Landau-Kleffner syndrome
RD156:001 L NEREE 5696:Rett syndrome 778:Rett syndrome
RD156:001_1 BRIy NMERRE : :
RD156:001_2 FEBBIL v MEIREE : :
RD157:001 =TT 1T —)\—fEIRRE 7706:Sturge-Weber syndrome 3205:Sturge-Weber syndrome
RD158:001 FEERERE(RE 7830:Tuberous sclerosis complex 805:Tuberous sclerosis complex
RD159:001 BRI 7910:Xeroderma pigmentosum 910:Xeroderma pigmentosum
RD159:002 ERMRRIEARE : :
RD159:003 EEET A
RD159:004 ERMRRIECEE

38




RD159:005 ERMIRIEDRE
RD159:006 ERMRRIEERYE
RD159:007 ERMRRIEFEE
RD159:008 ERMIRIEGEE
RD159:009 ERMRIEVE
RD160:001 SER MR :
RD160:002 S F E R : 281103:Keratinopathic ichthyosis
RD160:003 KRR R (BM M) 1039:Epidermolytic ichthyosis :
RD160:004 RAT R AR AR : 455:Superficial epidermolytic ichthyosis
RD160:005 AL AR AR 6568:Harlequin ichthyosis 457:Harlequin ichthyosis
RD160:006 B AR U OEREARSIHER Rl : 281097:Autosomal recessive congenital ichthyosis
RD160:007 SER MR RRALEAE 9736:Nonbullous congenital ichthyosiform erythroderma :
RD160:008 K H
RD160:009 FRIEREIREY : :
RD160:010 Y — SRR 7182:Netherton syndrome 634:Netherton syndrome
RD160:011 ST >SIVY SRR 7654:Sjogren-Larsson syndrome 816:Sjogren-Larsson syndrome
RD160:012 KIDfE(RE : :
RD160:013 RILIY S v D RERRE 3979:Chanarin-Dorfman syndrome :
RD160:014 RAERRRHEEIE : 165:Neutral lipid storage disease
RD160:015 SRV T 75— CRIBE 5061:Multiple sulfatase deficiency 585:Multiple sulfatase deficiency
RD160:016 XEFHE S S RE(RRY : 461:Recessive X-linked ichthyosis
RD160:017 IBID : :
RD160:018 RESE 12109:Trichothiodystrophy 33364:Trichothiodystrophy
RD160:019 A 2355:Ichthyosis, follicular :
RD160:020 CHILDJE(REF 6039:CHILD syndrome 139:CHILD syndrome
RD160:021 Conradi-Hunermann-HapplefE&&$ H :
RD160:021_1 AR R (B M) 1039:Epidermolytic ichthyosis :
RD161:001 FRiFEREBERER 6559:Hailey-Hailey disease 2841:Familial benign chronic pemphigus
RD161:001_1 ANAU—=~NAU—JF 6559:Hailey-Hailey disease 2841:Familial benign chronic pemphigus
RD162:001 HRBEA (BREREKBEZSD. ) 5972:Bullous pemphigoid :
RD162:002 BRIERRKITAE 6360:Epidermolysis bullosa acquisita 46487:Epidermolysis bullosa acquisita
RD162:002_1 IKBIERR R : :
RD162:002_2 pEEEEES T 5913:Mucous membrane pemphigoid 46486:Mucous membrane pemphigoid
RD163:001 PHRERRESSHRTE : :
RD163:002 FERME D EREYETAE
RD163:003 FREMRETIE
RD163:004 FRIETHEAS H :
RD164:001 [ =20 10958:0culocutaneous albinism 55:0culocutaneous albinism
RD164:002 NIV ZAF— )NRS v fEIRRE 6643:Hermansky-Pudlak syndrome 79430:Hermansky-Pudlak syndrome
RD164:003 FIT a7V RAEREE 6035:Chediak-Higashi syndrome :
RD164:004 DU USEREE 10913:Griscelli syndrome 381:Griscelli syndrome
RD164:004_1 IEREIR B BR RS B9 RZYE ; non-syndromic Oculocutaneous albinism :
RD165:001 BEE MR RS B ARAE 7299:Pachydermoperiostosis 2796:Pachydermoperiostosis
RD165:001_1 YVARLARE R S B ARAE : :
RD165:001_2 AL RARE RSB ARAE
RD165:001_3 STREARE RS B ARAE : :
RD166:001 SHIHRH MR R EE 9643:Pseudoxanthoma elasticum 758:Pseudoxanthoma elasticum
RD167:001 RILI 7 AEIRRE 6975:Marfan syndrome 558:Marfan syndrome
RD168:001 T—S2H D ORERRE 6322:Ehlers-Danlos syndromes 98249:Ehlers-Danlos syndrome
RD168:002 HEA H 287:Classical Ehlers-Danlos syndrome

. " 8507:Classical-like Ehlers-Danlos syndrome . . _
RD168:003 BIEHEY 2081:Hypermobile Ehlers-Danlos syndrome 285:Hypermobile Ehlers-Danlos syndrome
RD168:004 MmER 2082:Vascular Ehlers-Danlos syndrome 286:Vascular Ehlers-Danlos syndrome
RD168:005 BfAER 2083:Kyphoscoliotic Ehlers-Danlos syndrome 536545:Kyphoscoliotic Ehlers-Danlos syndrome
RD168:006 ZFRIESER 2084:Arthrochalasia Ehlers-Danlos syndrome 1899:Arthrochalasia Ehlers-Danlos syndrome
RD168:007 ReERES5 R 2089:Dermatosparaxis Ehlers-Danlos syndrome 1901:Dermatosparaxis Ehlers-Danlos syndrome
RD168:008 TILIH > 4-O-TBEEIRISRER-1 Kiga! : :
RD168:008_1 HHEAT — 525> O RIEREE
RD168:008_2 BIEIAL T — 5 XA > O RAERRF
RD168:008_3 MERT — S5 > O RIEIRRE
RD168:008_4 BAERAT -S54 > OERE
RD168:008_5 SREEMER T — S5 Y D OREREE
RD168:008_6 REMESS AL T — 5 RS > O RIEIREE
RD168:008_7 TV 2 4-O-EEREEEE FR- 1 RIBELT — S X4 © O RE(REE :
RD169:001 A IR 1521:Menkes disease 565:Menkes disease
RD170:001 FOSEHILR—AEIREE 4017:0ccipital horn syndrome 198:Occipital horn syndrome
RD171:001 DALY IR 7893:Wilson disease 905:Wilson disease
RD171:001_1 FeRMESRBRIE 7893:Wilson disease 905:Wilson disease
RD172:001 {BARR D75 —CfE 6734:Hypophosphatasia 436:Hypophosphatasia
RD173:001 VATERJE(REE 5443:VACTERL association 887:VACTERL/VATER association

g _ 9921:Polycystic lipomembranous osteodysplasia with i
RD174:001 A )\ DSHK R 2770:Nasu-Hakola disease
sclerosing leukoencephalopathy

RD175:001 1 —)\—JEREE 7878:Weaver syndrome 3447:Weaver syndrome
RD176:001 a7+ > O—U—JERs 6123:Coffin-Lowry syndrome 192:Coffin-Lowry syndrome
RD177:001 a1 R—)VE BRI SRR 6802:Joubert syndrome 475:Joubert syndrome
RD177:002 BEAEIREE 9455:Joubert syndrome with oculorenal anomalies 2318:Joubert syndrome with oculorenal defect
RD177:003 TZA—)L O—5 AEHERE 322:Senior Loken Syndrome 3156:Senior-Loken syndrome
RD177:004 COACHJE{REF 1410:COACH syndrome 1454:Joubert syndrome with hepatic defect
RD177:005 O-EB-18fEIRRE 10692:0rofaciodigital syndromes 140997:Orofaciodigital syndrome
RD178:001 EOw b D1)LY EREE 9673:Mowat-Wilson syndrome 2152:Mowat-Wilson syndrome
RD179:001 D+ U7 L©XREIREE 7891:Williams syndrome 904:Williams syndrome
RD180:001 ATR-XJEREE : 847:Alpha-thalassemia-X-linked intellectual disability
RD181:001 D)=V EIREE 6206:Crouzon syndrome :
RD182:001 TR—)VIEIRRE 5833:Apert syndrome 87:Apert syndrome
RD183:001 D74 D7 —fEIRRE 7380:Pfeiffer syndrome 710:Pfeiffer syndrome
RD183:001_1 D74 D7 —fE{RRf18 : :
RD183:001_2 D7 A D7 —fE{RR 28!
RD183:001_3 D74 J 7 —fEREE3E : :
RD184:001 7> hL—EORS—EERE 5826:Antley Bixler syndrome 83:Antley-Bixler syndrome
RD185:001 T+ >V EREE 6124:Coffin-Siris syndrome 1465:Coffin-Siris syndrome
RD186:001 ORALS R RAY EREE 4392:Rothmund-Thomson syndrome 2909:Rothmund-Thomson syndrome
RD186:002 S)\G U JEIREE 4637:Rapadilino syndrome 3021:RAPADILINO syndrome
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RD186:003 N\ —=10)L RAEREE 1602:Baller-Gerold syndrome 1225:Baller-Gerold syndrome

RD187:001 REBIEIRRE 6810:Kabuki syndrome 2322:Kabuki syndrome

RD188:001 ZRREIREE : :

RD189:001 SRAGEIREY 6795:Ivemark syndrome :

RD190:001 HEEEEREY 10147:Branchiootorenal syndrome 107:BOR syndrome

RD190:001_1 Branchio-oto-renalfiE{&EE : :

RD191:001 DTV —IEREE 7885:Werner syndrome 902:Werner syndrome

RD192:001 O A YE(RRE 6122:Cockayne syndrome 191:Cockayne syndrome

RD193:001 TS5 — O UEIREE 5575:Prader-Willi syndrome 739:Prader-Willi syndrome

RD194:001 Y N RAEIREE 10091:Sotos syndrome 821:Sotos syndrome

RD195:001 X—F YRR 10955:Noonan syndrome 648:Noonan syndrome

RD196:001 20 DTV ERRE 10892:Blepharophimosis intellectual disability syndromes :

RD197:001 1p36RKAEAREF 6082:Chromosome 1p36 deletion syndrome 1606:1p36 deletion syndrome

RD198:001 ApRIIE(REE 7896: Wolf-Hirschhorn syndrome 280:Wolf-Hirschhorn syndrome

RD199:001 SpRIAERRE 6213:Cri du chat syndrome :

RD200:001 FE1ABRERIRNES 1V S —AEREY 5409:Paternal uniparental disomy of chromosome 14 254519:Kagami-Ogata syndrome

RD201:001 T2 TIVI EREE 5810:Angelman syndrome 72:Angelman syndrome

RD202:001 REZR IFZRERRE 8197:Smith-Magenis syndrome 819:Smith-Magenis syndrome

RD203:001 22q11. 2 RKAEARRE 10299:22q11.2 deletion syndrome 567:22q11.2 deletion syndrome

RD204:001 TIYRTITIVEERRE 9835:Emanuel syndrome 96170:Emanuel syndrome

RD204:001_1 22FBRRAERENEREE 9835:Emanuel syndrome 96170:Emanuel syndrome

RD204:001_2 11/22B&RJV=Z— : :

RD205:001 &35 X JEIREFBI RS 93256:Fragile X-associated tremor/ataxia syndrome

RD205:001_1 HESSXBEAEIRE: JRREIRRE : 93256:Fragile X-associated tremor/ataxia syndrome

RD206:001 eSS XRERRE 6464:Fragile X syndrome 908:Fragile X syndrome

RD207:001 FRBNARERIERAE 7375:Persistent truncus arteriosus :

RD207:001_1 BN HEIRAEIRY :

RD207:001_2 FREDARERE R AEITRY

RD207:001_3 FRBNAREE SR AEITTRY

RD207:001_4 HBREHEEIVE

RD208:001 {EIEXMEERATIE

RD209:001 STRAMEFLNTAE

RD209:001_1 STRAMEFRNAEIR

RD209:001_2 STRAMEFLALEITR

RD209:001_3 STRAMEFLALAEITIEL

RD209:001_4 STRAMEFLMTAEIVEL H :

RD210:001 EIVE=h3 4878:Single ventricular heart 1464:Univentricular heart

RD210:001_1 : :

RD211:001 o RRZRRIEIRRE 6739:Hypoplastic left heart syndrome 2248:Hypoplastic left heart syndrome

RD211:001_1 : :

RD212:001 = RFEAHIE 5274:Tricuspid atresia 1209:Tricuspid atresia

RD212:001_1 : :

RD213:001 (DERR R80T I ENREASIE 4600:Pulmonary atresia with intact ventricular septum

RD213:001_1 : :

RD214:001 (DE PR K8 7% 4 D FhEhIREASHIE 4588:Pulmonary atresia with ventricular septal defect 1207:Pulmonary atresia with ventricular septal defect

RD214:002 1AL D 7 01— TUSAE H :

RD215:001 2 77 01— TUAE 2245:Tetralogy of Fallot 3303:Tetralogy of Fallot

RD216:001 MAMEREIRIAAE 1908:Double outlet right ventricle 3426:Double outlet right ventricle

RD217:001 TITRIAR H :

RD218:001 T ILIR— NEREE 5785:Alport syndrome 63:Alport syndrome

RD218:001_1 XiEEHAY 77 )LR— NEREE : :

RD218:001_2 BREARSET)LIN— NEIREE : :

RD219:001 FrOUTo D NMEREF 65:Galloway-Mowat syndrome 2065:Galloway-Mowat syndrome

RD220:001 BORETHERIAR A H :

RD221:001 FURBRARECRE 4 375:Anti-glomerular basement membrane disease

RD222:001 —RER D O—EREE : :

RD222:002 WAL RIR D O — CEIRRE 9147:Minimal change disease

RD222:003 FEMEBE 9180:Membranous nephropathy

RD222:004 BR S B SRERARRA LY 6517:Focal segmental glomerulosclerosis

RD222:005 [EEESEEEA =P 11982:Membranoproliferative glomerulonephritis :

RD223:001 —IR PR IHETEMEREAE 4 11982:Membranoproliferative glomerulonephritis 54370:Primary membranoproliferative glomerulonephritis

RD223:002 FTUATRDY MR 8555:Dense deposit disease 93571:Dense deposit disease

RD223:002_1 —IRIEEIHEIB MR BRAB XL : :

XY FONBEEERE (BEARVURIH) —RMERMEEEE R
RD223:002_2
BREB

RD223:002_3 1814 BUREI— RIS IHEIE M RERAB K

RD223:002_4 2 BRE RIS IHEIE M RERAB K

RD223:002_5 181 UFAB—RIEBIHEIEMERERAB X

RD223:002_6 IR —RIEIR BB MR BRIAT ¢

RD223:002_7 2 UFAB—RMEBIHEIEMERERAB X

RD223:002_8 BPUBIBR — R IR MHEIEERIRA B &

RD223:002_9 IR —RIEEIHEIBMERIRAB ¢

RD224:001 E3 e : :

RD225:001 SERMEEMEPRARAE 7178:Nephrogenic diabetes insipidus 223:Nephrogenic diabetes insipidus

RD225:001_1 BB M PRARAE : :

RD226:001 FIEERDX (/\>F8) 6787:Interstitial cystitis 37202:Interstitial cystitis

RD227:001 FARS - 6626:Hereditary hemorrhagic telangiectasia 774:Hereditary hemorrhagic telangiectasia

RD227:001_1 SEARMEH MR I EYESRE : :

RD228:001 BIZEMR B & 9551:Bronchiolitis obliterans :

RD229:001 FELE (E s LR 4582:Congenita| pulmonary alveolar proteinc?sis . 747:AutoimmLfne pulmonary alveolar protein.osis.
7499:Autoimmune pulmonary alveolar proteinosis 264675:Hereditary pulmonary alveolar proteinosis

RD229:002 B2 % RS BYE 7499:Autoimmune pulmonary alveolar proteinosis 747:Autoimmune pulmonary alveolar proteinosis

RD229:003 SERMERDRAE EAE 4582:Congenital pulmonary alveolar proteinosis 264675:Hereditary pulmonary alveolar proteinosis

RD229:003_1 B ®&MPAP H :

RD229:003_2 SEXRIEPAP

RD229:003_3 BEEERRRE EAE

RD229:003_4 BERIEPAP

RD229:003_5 TR E AE

RD229:003_6 FFFIEPAP H

RD230:001 RIS IR R 6763:Idiopathic pulmonary hemosiderosis

RD230:002 IEERSEREIO—E (REER ORISR T REEE

(continuous positive airway pressure: CPAP) BUE(C K DAE
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RD230:003 SERMEPARIHEIRSEIREE 8535:Congenital central hypoventilation syndrome
RD230:004 FREPREMRERSERE (MRERKOELIFREELTE
IRAEIROREN® DN BIHE)

RD230:004_1 FREISIEIRRE D T/ 91 TA

RD230:004_2 FREISIEIRR D T /91 TB

RD230:004_3 [RFMA R EIR SRR IR R

RD230:004_4 primary alveolar hypoventilation syndrome : :

RD231:001 al-7>F NUT S RZIE 5784:Alpha-1 antitrypsin deficiency 60:Alpha-1-antitrypsin deficiency

RD231:001_1 AAT R ZHE H :

RD231:001_2 AAT RIBSE

RD231:001_3 al-antitrypsin deficiency H :

RD232:001 h———#Ea 1119:Carney complex 1359:Carney complex

RD232:001_1 Carney#E& : :

RD233:001 DA I TS NEREE 7898:Wolfram syndrome 3463:Wolfram syndrome

RD233:001_1 DIDMOADJE{REF 7898:Wolfram syndrome 3463:Wolfram syndrome

RD233:001_2 Wolfram#E{&Ef 7898:Wolfram syndrome 3463:Wolfram syndrome
11890:Peroxisome biogenesis disorder-Zellweger syndrome . . )

RD234:001 NILAFSY— 175 (BIBEBESR DT — 2B <. ) spectrum 68373:Peroxisomal disease
8398:Peroxisome disorders 79189:Peroxisome biogenesis disorder

RD234:002 RIVAFSY - LERESE (PEXBETREE) :S::@t(r):::ronsome biogenesis disorder-Zellweger syndrome 79189:Peroxisome biogenesis disorder

RD234:003 W T)LAR—F—JEREE 7917:Zellweger syndrome 912:Zellweger syndrome

RD234:004 FAERMRBRES A O 1 — 559:Neonatal adrenoleukodystrophy 44:Neonatal adrenoleukodystrophy

RD234:005 ERCIA N 4648:Refsum disease, infantile form 772:Infantile Refsum disease

RD234:006 IR SRIR B R ARAE 1B 6049:Rhizomelic chondrodysplasia punctata type 1 309789:Rhizomelic chondrodysplasia punctata type 1

RD234:007 NIVAF Y — LR REER RIBE : :

RD234:008 7 )LCoOAAF A — T RIBRE :

RD234:009 D- ZBER¥ R RIBAE 4539:D-bifunctional protein deficiency

RD234:010 XFO—ILFv U7TOF7A OXRIBAE : :

RD234:011 2-AF)LT7)LCoAS Y —ERIBE H 79095:Congenital bile acid synthesis defect type 4

RD234:012 [N 5691:Refsum disease 773:Refsum disease

RD234:013 TSARO—T > ERREERRIBE : :

RD234:014 IR SIRIR B R ARAE 2R 309796:Rhizomelic chondrodysplasia punctata type 2

RD234:015 IR SIRIR B R AZARAE3EL : 309803:Rhizomelic chondrodysplasia punctata type 3

RD234:016 FEFRMERS 1 DRERAEIR 2835:Primary hyperoxaluria type 1 93598:Primary hyperoxaluria type 1

RD234:017 THESTZT (BHHS—CME) 363:Acatalasemia 926:Acatalasemia

RD234:018 [#%#EABCD1/DXS1357ERKAEIREF : .

RD234:018_1 RIVAFIY — L©EREEE

RD234:018_10 AMCRRABIE

RD234:018_11 SCPXRIBSE

RD234:018_12 AOXRABIE

RD234:018_13 2L IYLR

RD234:018_2 PEXB(EF RSB

RD234:018_3 BEA LR B TR RABIE

RD234:018_4 72 )L-CoAAF A —CRIBE

RD234:018_5 TSRO AR REERIBE

RD234:018_6 FEFMERS 1 DBSRAE [ B

RD234:018_7 TRISTZT

RD234:018_8 WIIAR—=H—ZART RS A :

RD234:018_9 DBPRIBIE 4539:D-bifunctional protein deficiency

RD235:001 SR IRARHLRER T 6733:Hypoparathyroidism

RD235:001_1 FERMERIPIRIR AR TE :

RD235:001_2 PTHARE A& FRIRRR AR R T AE

RD235:001_3 IR RI IR IR AR R T RE : :

RD236:001 AR FR R AR REAR T 10758:Pseudohypoparathyroidism 97593:Pseudohypoparathyroidism

RD236:002 & 7486:Pseudohypoparathyroidism type 1A :

RD236:003 10680:Pseudohypoparathyroidism type 1B

RD236:004 IR FRIR IR R R FAEICEY 10681:Pseudohypoparathyroidism type 1C

RD236:005 PRI FRIRIRH AR FAETTEY 10682:Pseudohypoparathyroidism type 2

RD237:001 BB RERIBRLE SIS : :

RD237:002 Triple AJE(REE 457:Triple A syndrome 869:Triple A syndrome

RD237:002_1 ACTHASIE H :

RD237:002_2 ~UZTIUARERRE 457:Triple A syndrome 869:Triple A syndrome

RD237:002_3 Allgrove JE{REF 457:Triple A syndrome 869:Triple A syndrome

RD238:001 E4 = DIk < 39/ BEILE : :

RD238:002 E45 =2 DIEMEL 2%

RD238:003 E4 = DIk BEILIE

RD238:003_1 B > MmiE < 2% BRICAE

RD238:003_2 &Y > mEEBEILIE :

RD238:003_3 <37 5700:Rickets

RD238:003_4 BEILE 7285:0steomalacia

RD238:003_5 BRMEES S DIRUEBRILE :

RD238:003_6 IEEHEBRILE

RD238:003_7 FGF23BaiE (K > MiE

RD239:001 E45 =2 DIRFHE < B9/ BEILE

RD239:002 EAS =2 DIkTFIE < 1R

RD239:003 E45 =2 DIkTFIHE < B5m28L

RD239:004 E4 = > DIRTFIEBEICAE

RD239:004_1 E4 = > DIRTFAE

RD239:004_2 E4 = DIRTFRELRL

RD239:004_3 E4 = > DIRTFRE2EL

RD239:004_4 E4 =2 DIRTFMHE < 2%/ BFICAELEL

RD239:004_5 E4 =2 DIRTFME < 2%/ BFICAE2EL

RD239:004_6 Vitamin D-dependent rickets, type 1

RD239:004_7 Vitamin D-dependent rickets, type 2 : :

RD240:001 J TV SUBRE 7383:Phenylketonuria 716:Phenylketonuria

RD240:002 PAHRIBIE 7383:Phenylketonuria 716:Phenylketonuria

RD240:003 BH4RISAE 7751:Tetrahydrobiopterin deficiency :

RD240:004 BH4X G 4= PheMIfiE H :

RD241:001 BF0O3 > MmiELR 2658:Tyrosinemia type 1 882:Tyrosinemia type 1

RD241:001_1 AEAEFOS > MAELR ' :

RD241:001_2 HRAUABFOS D MAELR
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RD241:001_3 EBHREFOS > MmiELR : :
RD242:001 BFOS > IMAE2E 3105:Tyrosinemia type 2 28378:Tyrosinemia type 2
RD242:001_1 RUREFOS > MAE2R : :
RD242:001_2 FRAMABFOS > MAE2E
RD242:001_3 BHREFOS > MAE2R H :
RD243:001 BFOS > IMAE3E 10332:Tyrosinemia type 3 69723:Tyrosinemia type 3
RD243:001_1 RUREFOS > MAE3R : :
RD243:001_2 FRAUABFOS > MAE3R
RD243:001_3 BHREFOS > MAE3R H :
RD244:001 A—T)L>0w TREE 3228:Maple syrup urine disease 511:Maple syrup urine disease
RD245:001 JOEA > BiiE 467 :Propionic acidemia 35:Propionic acidemia
RD245:001_1 PA 467:Propionic acidemia 35:Propionic acidemia
RD245:001_2 BEJOEA > BEIAE : :
RD246:001 AF)L O > BEMAE 7033:Methylmalonic acidemia :
RD247:001 - VSRR 465:Isovaleric acidemia 33:Isovaleric acidemia
RD248:001 V=R RS> RR—4—1 RIS H :
RD248:001_1 glucose transporter type 1 deficiency syndrome 9265:Glucose transporter type 1 deficiency syndrome
RD248:001_2 GLUT1IBfE H H
RD249:001 DIV )VEEIIAE1 Y 6522:Glutaric acidemia type I 25:Glutaryl-CoA dehydrogenase deficiency
RD250:001 DIV )VEEIIAE2 B 6523:Glutaric acidemia type II 26791:Multiple acyl-CoA dehydrogenase deficiency
RD250:001_1 RIVFTILT7 S )LCoARKREE SR RIBRE 6523:Glutaric acidemia type II 26791:Multiple acyl-CoA dehydrogenase deficiency
RD250:001_2 A RERRIERLD )L 5) LB IMYE 2L : :
RD250:001_3 FL4IR FEIRRAERD)LS ) LEEMAE 2R
RD250:001_4 PRAFIERLD )L ) LB MIE 28
RD251:001 PRERD A DILVRERE :
RD251:002 N-T7EFILIILE = D BEREE R RIBAE 7158:N-acetylglutamate synthase deficiency ::f?i(.:il—ehr/‘zjrammonemla due to N-acetylglutamate synthase
RD251:003 BIVIZILY S BEE R EE SR RIBIE : 147:Carbamoyl-phosphate synthetase 1 deficiency
RD251:004 FAIWZF> bSO RPN S—CRIGE 8391:0rnithine transcarbamylase deficiency 664:0rnithine transcarbamylase deficiency
RD251:005 =MLY IME ((R#EL, 18) 6114:Citrullinemia type I 247525:Citrullinemia type I
RD251:006 FILVFZ )\ IEERRRE 5843:Argininosuccinic aciduria 23:Argininosuccinic aciduria
RD251:007 7)LFZ > MIE 5840:Arginase deficiency 90:Argininemia
RD251:008 BAINZF BT EZTVIIERES ML > RAEEREE 2830:0rnithine translocase deficiency syndrome :;:c.l:!oyr:(irorn|th|nem|a-hyperammonemla—homootrulllnurla
RD251:008_1 HEAS MUY M : :
RD251:008_2 OTCRIBAE 8391:0rnithine transcarbamylase deficiency 664:0rnithine transcarbamylase deficiency
RD251:008_3 CPSIRIBAE H 147:Carbamoyl-phosphate synthetase 1 deficiency
- . 927:Hyperammonemia due to N-acetylglutamate synthase
RD251:008_4 NAGSRIBIE 7158:N-acetylglutamate synthase deficiency deficiency
RD252:001 U pRIMEEEATAE 3335:Lysinuric protein intolerance 470:Lysinuric protein intolerance
RD253:001 FERMEERIRNASE 12983:Hereditary folate malabsorption 90045:Hereditary folate malabsorption
RD253:001_1 SERMERLIRINADIE : :
RD254:001 AILT 1 UAE 10353:Porphyria 738:Porphyria
RD254:002 RBRINIL D « U AHE H :
RD254:003 SERMEBBMEAIL T U E 4446:Congenital erythropoietic porphyria 79277:Congenital erythropoietic porphyria
RD254:004 FREEKME (BREE) JOMNRILT r UIE : :
RD254:005 XEFRMEM T O ML D+ U SE : 443197:X-linked erythropoietic protoporphyria
RD254:006 BRFEIERZEMRIL D 1 U SAAE 7433:Porphyria cutanea tarda 101330:Porphyria cutanea tarda
RD254:007 FFEBREMEAIL D « U E 6169:Hepatoerythropoietic porphyria 95159:Hepatoerythropoietic porphyria
RD254:008 BRIV 4 UAE H :
RD254:009 SRRV T 1 U NE 5732:Acute intermittent porphyria 79276:Acute intermittent porphyria
RD254:010 7= LTV S EERKEE SR RIBIE : :
RD254:011 FRGRILD « UAE 7848:Variegate porphyria 79473:Porphyria variegata
RD254:012 BEEDTOMNILT 1 UE 6619:Hereditary coproporphyria 79273:Hereditary coproporphyria
RD254:012_1 FRERMETONNILI « UE (B : :
RD255:001 BEEHIVRFS S —CRIBE 3824:Multiple carboxylase deficiency 148:Multiple carboxylase deficiency
RD255:002 AROAIVRFS S —CEMkER RISE 2721:Holocarboxylase synthetase deficiency 79242:Holocarboxylase synthetase deficiency
RD255:003 EAFZH —CRIBAE 894:Biotinidase deficiency 79241 :Biotinidase deficiency
RD255:003_1 HCSKISHE H :
RD256:001 FHENERR 206959:Muscular glycogenosis
RD256:001_1 AHEUERROEL H :
RD256:001_10 AHRUAERRXIRY 3159:Lactate dehydrogenase deficiency
RD256:001_11 AHELAERRXIIEL 600:Glycogen storage disease type 12
RD256:001_12 AREYERRXIIIR :
RD256:001_13 AHRAERIRXIVEL
RD256:001_14 FHRLERRX VA : :
RD256:001_2 ECEEIEY 5714:Glycogen storage disease type 2 365:Glycogen storage disease due to acid maltase deficiency
N i 366:Glycogen storage disease due to glycogen debranching
RD256:001_3 ARELHEEIRIIIRY 9442:Glycogen storage disease type 3 .
enzyme deficiency
RD256:001_4 ARELYERRIVEY 2520:Glycogen storage disease type 4 367'GIYCOQ'_EI7 storage disease due to glycogen branching
enzyme deficiency
RD256:001_5 AHELHEERVEL 6528:Glycogen storage disease type 5 368:Glycogen stor.a.ge disease due to muscle glycogen
phosphorylase deficiency
. 371:Glycogen storage disease due to muscle
RD256:001_6 ARELHERRVIIEL 5686:Glycogen storage disease type 7 i .
phosphofructokinase deficiency
RD256:001_7 FRELMEERIXEL : :
RD256:001_8 FHEUAERIRPGK RIBAE 7389:Phosphoglycerate kinase deficiency
RD256:001_9 AHRUERRXEL 9964 :Phosphoglycerate mutase deficiency
RD257:001 FFRUERR :
RD257:002 FFRUERRIEL H
RD257:002_1 FFRUER R R 7864:Glycogen storage disease type 1A
RD257:002_2 FFELERRIbEY :
RD257:003 FFRUAERIRIIIRY
RD257:003_1 FFEUEEYRIIIa ') 05 DR SR RIBAE
RD257:003_2 FFEUEEIRIIID DU J—4 > BROREER RIBE
RD257:003_3 FFESERIRIIIC 2L —ERIBAE
RD257:004 AFEERRIVEY H
RD257:004_1 AFESERRIVEL 71:Chylomicron retention disease
RD257:005 FFELEERRVE :
RD257:005_1 FFOU -5 >R AR S — B RIS
RD257:006 FFELMEERIXEL
RD257:006_1 FFEUBERIXERZARY 5 —EFF - RIBAE
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RD257:006_2 FFEUBERIX B T 1 -y NREE
RD257:006_3 FFEURERIXERH T 1 -y NEEE
RD257:006_4 FFRMERRIXEY S D 1=y NEFE : :
RD258:001 ASOR—=R-1-USBHOUD)L NSRRI T S—ERIBE 13639:Classic galactosemia 79239:Classic galactosemia
RD258:002 A5 h—RMAETR 13639:Classic galactosemia 79239:Classic galactosemia
RD258:002_1 GALT RIBJE 13639:Classic galactosemia 79239:Classic galactosemia
RD259:001 LEF2ALRAFTO-ITIILNS SR T TS —CRIBE H 650:LCAT deficiency
RD259:002 FRIRA 6450:Fish-eye disease 79292:Fish-eye disease
RD259:002_1 LCAT RIBJE H :
RD259:002_2 TR CAT RIBJE
RD259:002_3 BB53 RIBRILCAT RIBAE : :
RD260:001 > hRF0O—)LIMEE 7653:Sitosterolemia 2882:Sitosterolemia
RD261:001 A2 T—)UR 7731:Tangier disease 31150:Tangier disease
RD262:001 BREEHOZO/0> ME : :
RD263:001 BoifiE e E B RE 5622:Cerebrotendinous xanthomatosis 909:Cerebrotendinous xanthomatosis
RD263:001_1 27-E ROFSS5—CRIBE H :
RD264:001 BN )\ IIIAE 5:Abetalipoproteinemia 14:Abetalipoproteinemia
RD264:001_1 MTPRIBRE : :
RD265:001 REASEMRIE : :
RD265:002 SRR BERERAEHRE 13388:Congenital generalized lipodystrophy 528:Congenital generalized lipodystrophy
RD265:003 RIFIEEB I ERBAHEHEAE 11962:Familial partial lipodystrophy 98306:Familial partial lipodystrophy
RD265:004 BREDBERERHEHRE 12603:Acquired generalized lipodystrophy 79086:Acquired generalized lipodystrophy
RD265:005 BREEB D ERERAEHEE 10509:Barraquer-Simons syndrome 79087:Acquired partial lipodystrophy
RD266:001 REEEM AR 6421:Familial Mediterranean fever 342:Familial Mediterranean fever
RD267:001 =IgDJEIREE 2788:Hyper-IgD syndrome 343:Hyperimmunoglobulinemia D with periodic fever
10988:IJMP syndrome 2615:Nakajo-Nishimura syndrome
10811:Chronic atypical neutrophilic dermatosis with .
RD268:001 i FEFTEIREE lipodystrophy and elevated temperature 324999:JMP syndrome
3916:Nakajo Nishimura syndrome 325004:CANDLE syndrome
3917:Nakajo syndrome
RD269:001 {LRRMEREIERAET % IRAMIREIAE 770 T AEIREE 7510:Pyoderma gangrenosum 48104:Pyoderma gangrenosum
RD269:001_1 PAPAJE(REE 9176:Pyogenic arthritis, pyoderma gangrenosum and acne 69126:Pyogenic arthritis-pyoderma gangrenosum-acne
RD270:001 BHEBRUSRIEBRIA 6108:Chronic recurrent multifocal osteomyelitis :
RD271:001 SBEEEHER 9518:Ankylosing spondylitis :
RD272:001 TR HR A RE 6445:Fibrodysplasia ossificans progressiva 337:Fibrodysplasia ossificans progressiva
RD273:001 IBRB=MDERIEAEE : :
RD274:001 BRI 1017:0steogenesis imperfecta 666:0steogenesis imperfecta
RD275:001 SFRNIA U OBREME 85:Thanatophoric dysplasia 2655:Thanatophoric dysplasia
RD276:001 RERAZRIE 8173:Achondroplasia 15:Achondroplasia
RD277:001 U > )CEREE/ T —) \\JR 10979:Lymphangiomatosis 141209:Diffuse lymphatic malformation
RD277:001_1 V> ) VERESE H :
RD277:001_2 J—)\LJ" 73:Gorham-Stout disease
RD277:001_3 UFEAMD > ) BIEE : 141209:Diffuse lymphatic malformation
RD277:001_4 J—)\Ln X5 NEREE 6542:Gorham's disease 73:Gorham-Stout disease
RD277:001_5 REBBRE : :
RD278:001 EXUZN\ESH GESEERKRZE)
RD279:001 EXERIRE (GEEPOREIREAU E A MERE)
RD280:001 EXENFHNRETA (FASPEAE X SMUAIRES) :
RD281:001 DUy AL KL JR—D 1 —)\—JE(RRE 3122:Klippel-Trenaunay syndrome
RD281:002 2w AL KL J R—RERRE 3122:Klippel-Trenaunay syndrome :
RD281:003 IN=D 2 T —)\—fEIRRE 9787:Parkes Weber syndrome 90307:Parkes Weber syndrome
RD282:001 SERMEFRMBRAZAR R E R N 1999:Congenital dyserythropoietic anemia 85:Congenital dyserythropoietic anemia
RD283:001 SRR 10898:Acquired pure req cell aplasia
7504:Pure red cell aplasia
RD284:001 SATES RISV O I 7 EM 6274:Diamond-Blackfan anemia 124:Blackfan-Diamond anemia
RD285:001 J7 > 1”&l 6425:Fanconi anemia 84:Fanconi anemia
R 667:Sideroblastic anemia 260305:Autosomal recessive sideroblastic anemia
RD286:001 BEIEHRITHN 9456:X-linked sideroblastic anemia 1047:Sideroblastic anemia
RD287:001 TT 25 A SRR : 1019:Epstein syndrome
RD288:001 B 2 %E MR IR E R F R ZAE :
T e e T =
RD288:002 iziiﬁgf{iﬁE%XIn/B? (F13) X2 (I8# - B2 10766:Factor XIII deficiency
RD288:003 HC R B R ERE RV B8R (F8) RZAE (BAMEMAMR |6591:Hemophilia A 599480:Acquired hemophilia A
A) 6405:Acquired hemophilia A 98878:Hemophilia A
BERBEHEEREI A D(IILT ST FRFRZE (BC®EEE . ‘ ] ]
RD288:004 . 7867:Von Willebrand disease 903:Von Willebrand disease
KETA>D+4ILT 5> RK)
BofBMRRERERYV,/SHF (F5) RZE (LWHWBESEF -
RD288:005 N 2237:Factor V deficiency
> EES-)
RD288:005_1 B R R IERESEXII/ 13’ FRZE
RD288:005_2 B 2 % M MwXIIT
RD288:005_3 B R R IERESVII/SRF R ZE
RD288:005_4 HBRMEMRIRA
RD288:005_5 BEfBEMERETIA > D1ILT S REFRZAE : :
RD288:005_6 HOREHEREI A > D1 ILTS> KK 7867:Von Willebrand disease 903:Von Willebrand disease
RD288:005_7 B R X ITEREEV/5SHF R ZAE : :
RD288:005_8 FESRFA>EES— :
RD289:001 DO2HA & HFFREREE 2930:Cronkhite-Canada syndrome
RD290:001 IR Z R NEEBE : :
RD291:001 EILS 2TV DR (2FEREIR (3/\VBE) 6660:Hirschsprung disease 388:Hirschsprung disease
RD292:001 B ESRE 4080.0mpha.locele, exstrophy of the cloaca, imperforate 93929:Cloacal exstrophy
anus, and spinal defects complex
RD293:001 HHEHERER : :
RD294:001 SERMHERIRANIL =77 1481:Congenital diaphragmatic hernia 2140:Congenital diaphragmatic hernia
RD295:001 L4 BHFE KM ERE : :
RD296:001 ABSERASHE 12010:Biliary atresia :
RD297:001 75— )VAERRE 804:Alagille syndrome 52:Alagille syndrome
RD298:001 peURET N 6632:Hereditary pancreatitis :
RD299:001 FERIHIRHERE 6233:Cystic fibrosis 586:Cystic fibrosis
RD299:001_1 [EREERDHRHENE; cystic fibrosis : :
. s . . 284264:1gG4-related disease
RD300:001 1gG4RhEERE 12521:1gG4-related disease 596448:1gG4-related systemic disease
RD300:002 B o R A 10911:Autoimmune pancreatitis 103919:Autoimmune pancreatitis
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RD300:003 IgGARSERE(L AR E 2 447764:1gG4-related sclerosing cholangitis
RD300:004 IgGABERIR BRE R OMERIFHZE :
RD300:005 1gGABSEBS il 449395:1gG4-related kidney disease
RD300:005_1 IgGAE R B aIE :
RD300:005_2 IgGABIERIR BRE D L OIERIRRE
RD301:001 &R ROT 1 — H :
RD301:002 DIEREMIS A RO T 1 — (R NR) 182:Best vitelliform macular dystrophy 1243:Best vitelliform macular dystrophy
RD301:003 Stargardtj& 181:Stargardt disease 827:Stargardt disease
RD301:004 ARV RERSZ~OT 1 — H 247834 :0ccult macular dystrophy

. ~ _ . -~ _ 10790:Cone-rod dystrophy 1871:Progressive cone dystrophy
RD301:005 HESANOT A~ RUSMRHFRS R OT 1 11897:Cone dystrophy 1872:Cone rod dystrophy
RD301:006 XE R (XL BIR) BRI BIE 4690:Juvenile retinoschisis 792:X-linked retinoschisis
RD301:007 FOHERBUAIEIR > X hO D« — 10049:Choroidal dystrophy central areolar 75377:Central areolar choroidal dystrophy
RD302:001 L — ) BRERARRIE 6870:Leber hereditary optic neuropathy 104:Leber hereditary optic neuropathy
RD303:001 Ty v —fEIREE 7843:Usher syndrome 886:Usher syndrome
RD304:001 EERENH RIS R : :
RD305:001 EFMEAD > ) UKRE
RD306:001 SFEABRIERI SR H :
RD307:001 BFHIHR 5984:Canavan disease 141:Canavan disease
RD308:001 AT ERE : :
RD308:002 R TR % 6 DA ERMAE : :
RD308:003 BEHRR 231:Leukoencephalopathy with vanishing white matter 135:CACH syndrome
RD308:004 SPERARPRE 2 A DHEA TIE N EIAMAE : :
RD309:001 ETHESAOO—-XITANA : 98261:Progressive myoclonic epilepsy
RD309:002 D> IJTILUE N LY RARILIR 3876:Unverricht-Lundborg disease 308:Progressive myoclonic epilepsy type 1
RD309:003 ST A5 8214:Lafora disease 501:Lafora disease
RD309:004 RERARREESAOO0—-XATANA : 86814:Benign adult familial myoclonic epilepsy
RD310:001 SEREEIEIREE :
RD310:002 1QER5y AR AEIREE 261344:Trisomy 1q
RD310:003 9q34RIE(RRE H :
RD310:004 JILRUT 75 5 ERRE 10109:Cornelia de Lange syndrome 199:Cornelia de Lange syndrome
RD310:005 RZR LAY AEY\VAEREE 5683:Smith-Lemli-Opitz syndrome 818:Smith-Lemli-Opitz syndrome
RD310:005_1 AR KIEIRBESAEIREY : :
RD311:001 FERME=RFIRFERE : 95459:Congenital tricuspid stenosis
RD312:001 SERMHBIBAIRAERE 1496:Congenital mitral stenosis 99057:Congenital mitral stenosis
RD313:001 SERMEREA R RE : :
RD314:001 RN AR A ED AT A RE
RD315:001 FAINFSERRE (TREBAEREY) /LMX1BEEENE :
RD315:002 FAINTSERRE (TREBAEREY) 7160:Nail-patella syndrome 2614:Nail-patella syndrome
RD315:002_1 21 )V SRERRE 7160:Nail-patella syndrome 2614:Nail-patella syndrome
RD315:002_2 THREBJEIREY; Nail patella syndrome : :
RD315:003 LMX 1 BRS:EEAE
RD316:001 DIVZF > EIERERE
RD316:002 PIVZFU)ULERAILNSRTTS5—E 1 (CPT1) RIS :
RD316:003 PIVZFUI)ULERAILNS ORI S5—t2 (CPT2) RIS 157:Carnitine palmitoyltransferase II deficiency
RD316:004 PIVZFU/TIIAIIZF> RS> AOH—T (CACT) RIBfE [1123:Carnitine-acylcarnitine translocase deficiency 159:Carnitine-acylcarnitine translocase deficiency
RD316:005 PIL=F> hS>ZR—4— (OCTN-2) KiBAE 5104:Primary carnitine deficiency :
RD317:001 = SRR SR RABIE :
RD317:001_1 HAE R ERFE B = SRR SR RIBYE
RD317:001_2 FL4h R EAFE R = BARY SR RIBVE
RD317:001_3 JEFER = BERY SR RIBAE
RD317:001_4 FEERIR = BERE SR RIBSE :

. N [ 10215:Citrullinemia type II S .
RD318:001 > MU RIBE 10214:Neonatal intrahepatic cholestasis caused by citrin 247582:Citrin deficiency
RD318:002 A BT S o SHiE 10214:Neonatal intrahepatic cholestasis caused by citrin 247598:Neonatal intrahepatic cholestasis due to citrin
RD318:003 PRAFIEIRS MUY > MAE 10215:Citrullinemia type II 247585:Citrullinemia type II
RD319:001 CEFTIFUSETER (SR) RIBE 10365:Sepiapterin reductase deficiency Zgzg:ijpa'resmns've dystonia due to sepiapterin reductase
RD320:001 FEREDUDIIRR I 7FTILA )2 =)L (GPI) RIBJE :
RD321:001 3T b= RBFI U T ME 7219:Glycine encephalopathy 407:Glycine encephalopathy
RD321:001_1 FAERBIES M= XBEIYUS DI : :
RD321:001_2 FLREIES M= BRIV S D ME : :
RD322:001 B—4 hFAS—TRIBE 872:Beta ketothiolase deficiency 134:Beta-ketothiolase deficiency
RD323:001 FHERL— 7= ) B ik FERE SR RIBAE 770:Aromatic L-amino acid decarboxylase deficiency 35708:Aromatic L-amino acid decarboxylase deficiency
RD324:001 AFIVI IV > BERRRE : 289902:3-methylglutaconic aciduria
RD324:002 AFILIILA > BERRAEIRY 10321:3-methylglutaconyl-CoA hydratase deficiency (AUH 67046:3-methylglutaconic aciduria type 1
RD324:003 AFILIILA > BEPRREITRL 5890:Barth syndrome 111:Barth syndrome
RD324:004 AFILIILA > BERRREITIR 5663:0PA3 defect 67047:3-methylglutaconic aciduria type 3
RD324:005 AFILIILAD D BEPRREIVEL 10342: 67048:3-methylglutaconic aciduria type 4
RD324:006 AFILIILA > BEPRREVEL 12964:DCMA syndrome 66634:Dilated cardiomyopathy with ataxia
RD325:001 BEEE S RERE : :
RD325:002 NLRCAEZAE H
RD325:003 ADA2RIBJE 12383:Adenosine Deaminase 2 deficiency
RD325:004 THIVT « D7+« T—)VEIREE 575:Aicardi-Goutieres syndrome
RD325:005 A20/\TOFREIE H
RD326:001 KEABR 4155:0steopetrosis
RD326:001_1 A RBRIBEEER :
RD326:001_2 hRIBKIREBR
RD326:001_3 EFRRAIBEER
RD327:001 FREMYE (BEEMRERRICEZEDICRS. ) : :
RD328:001 RIBREBFZAL R 10025:Anterior segment dysgenesis 88632:Anterior segment developmental anomaly
RD329:001 HITRIE 5816:Aniridia :
RD330:001 SRR BRI,/ SR FIRE 12008:Congenital tracheal stenosis 141127:Congenital tracheal stenosis

141121:Congenital subglottic stenosis
RD330:002 SRR ERFERE 12008:Congenital tracheal stenosis 141127:Congenital tracheal stenosis
RD330:003 SERMAPI T REAE : 141121:Congenital subglottic stenosis
RD331:001 BRESRLIEF Y LR 12656:Castleman disease 370431:Idiopathic multicentric Castieman disease
160:Castleman disease

RD332:001 BARERARS I N0 D 1 — 9647:Amyloidosis corneal 98957:Gelatinous drop-like corneal dystrophy
RD333:001 I\YF YIS F) T A — REIREE 7467:Progeria 740:Hutchinson-Gilford progeria syndrome
RD334:001 WO L 7 F > RZAEIREE : :
RD335:001 XIJOE 206:Nephronophthisis 655:Nephronophthisis
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RD337:004 RESRAFURBRENIR (AFL>F NSt ROEMETERRE | :

RD338:001 EATHEREMEFFRIE S o iHiE 9802:Progressive familial intrahepatic cholestasis 1 172:Progressive familial intrahepatic cholestasis
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Collaborative survey of designated intractable disease patient databases and other
public databases/disease registries for treatment development using patient data
National Institute of Biomedical Innovation, Health and Nutrition

Intractable Disease Research, Development and Support Center Director

Tomonori Kimura

A. What are designated intractable disease
patient databases and disease registries?
An intractable disease is a disease that requires

long-term medical treatment because the
underlying cause is not clearly understood, and a
treatment method has not been established. In
Japan, there are 338 designated intractable diseases
| These diseases make patients and families
eligible for welfare support. The Designated
Intractable Disease Patient Database (IDDB) is
a repertoire of a large amount of information
related to each intractable disease patient, such as
age, test results, and current treatment scenario.

There is also a paediatric version of the
intractable disease database. Among the diseases
that require long-term treatment from childhood
onwards, data on 788 diseases designated by the
government are accumulated in the Paediatric
Designated Chronic Disease Database (PCDB).

Five years have passed since the start of
operation of the IDDB and the PCDB. Guidelines
for data provision have been formulated, and data
provision has started since 2020 after approval by
the data provision review committee.

Since the IDDB and the PCDB are lawful
databases created by the government, input items
and input methods are predetermined. Conversely,
disease registries (clinical innovation network
[CIN] disease registry'li, Intractable Disease
Platform™, etc.) are databases of patient
information created by various researchers
according to their own research; therefore, there
are no established rules for input items and input
methods. As a result, there are numerous disease
registries that vary in size and content of data.

Therefore, in this research, we examined the

following four issues regarding linkable contents

B. Research objective
Among the issues to be reviewed five years after

the implementation specified in the Intractable
Diseases Act and the Child Welfare Act
Amendment Act, rather than using a single
database, we aim to linking it with other public
databases and disease registries. Further, we will
investigate the actual conditions and utilisation
methods of public DBs in other countries, verify
issues related to data items, concatenated keys, and
methods of providing data in the future, and utilise
them for disease research and clinical trial
applications. Our ultimate goal is to ensure better
treatment for patients with intractable diseases.
However, associating and linking databases and
registries is challenging. Assuming that the disease
"oxA syndrome" is divided into type 1 and type
2, there are cases where only type 2 is registered in
the PCDB. It is also conceivable that the registry
for ‘oxA syndrome’ does not distinguish between
types 1 and 2. Furthermore, even though the
disease is the same, there are cases where it is
registered under a different disease name in the
intractable disease database and the disease

registry, or the input items are different (Fig. 1).

OxA syndrome Not h;lked OxA
Type 1, Type 2 syndrome
Tyne.2
*
PCDB
oA +
syndrome
e Input

items
OA syndrome registry

(Same as OxA syndrome but
registered under a different name)

Figure 1 Image of issues with public

databases and disease registries



and linking effects between public databases such
as the IDDB and the PCDB database, and public

databases and disease registries (Fig. 2).

1. Investigation of linkable diseases

We aim to create a disease list that can be linked
with the intractable disease DB, the intractable
disease database, the intractable disease platform,
and the disease registries registered in the CIN
registry search system. In addition, a comparison
list of registered data items will be created as a
basic material for promoting collaborative

research.

IDDB

W

~1 1

French DB

The IDDB and other public databases (such as
the PCDB and NDB (National Database)") are
based on various different laws. In addition, there
is no legal basis for disease registries operated for
individual research purposes. Therefore, we
organise the effects of linking these databases and
the technical and ethical issues involved in linking

them.

IDDB

I ' American DB

PCDB \
Disease Aa

Disease A

Disease AA

Disease A

Disease A

!

»;

J

}

Disease BB

Disease B

Disease Ba

Disease B Disease Bb

X

!

_.

J

J

Disease C

Disease C

!

Disease Cc

Disease C Disease CC

Which of these diseases
are domestically
linkable?

IDDB

Disease A

‘Birth date: 4
Onset year and month

Which of these diseases are
internationally linkable?

PCDB

Disease Aa

:Full name- "

Which of the following data
items zase

are comparable between DBs?

Fig. 2 A survey image of data items that can be compared

with linkages between public DBs

2. Linking effects and technical and ethical

issues
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Data accuracy verification of the IDDB and the
PCDB has been investigated by conducting

comparative analysis of the IDDB and other



disease registries in a designated research group
(dissemination enlightenment group and
comprehensive group) since four years ago.
However, collaboration for the purpose of disease
research has not yet taken place in earnest and we

aim to examine issues for its implementation.

4. Actual situation and usage of international
public databases

Since it is unclear whether there are any
diseases that can be linked with intractable
diseases in the database of the US and EU, we
investigate the diseases that are linkable, part of
disease group classification, and patients’ basic

information.

C. Research methods
1. Investigation of linkable diseases
1-1. Investigation of linkable diseases

The designated intractable diseases (333
diseases at the time of this study) and specified
chronic childhood diseases (762 diseases at the
time of this study) may have different notified
disease names (formal disease names when
registering in the DB). Therefore, it is important to
define diseases that can be coordinated by whether
or not transitional medicine is possible so that
paediatric patients can receive treatment smoothly
even when they become adults. From that point of
view, ‘the diseases whose characteristics are
roughly the same’ or ‘the diseases that are
considered to partially overlap’ are organised as
diseases that can be linked.

In the case of linked diseases in disease
registries, it was possible to link if the disease
name matched. However, among the 333
designated intractable diseases, there are similar
intractable disease names with the same diagnostic
criteria and severity classification. A total of 1,259
diseases are synonymous with designated
intractable diseases. Based on these disease name
lists, we investigated the linked diseases in disease

registries.

1-2. Comparison of data items for diseases that
can be linked

To compare data items for diseases that can be
linked to the intractable disease database (data
items common to both, data items specific to

each), we prepared the following disease dataset.

(1) PCDB
@ Acquisition of structural design drawings

When a patient with a designated intractable
disease receives subsidies for medical expenses,
an Individual Clinical Survey form (hereinafter
referred to as ‘ICS form’)" is prepared by a
designated intractable disease doctor. Regarding
the IDDB, the database structure design drawing
(data arrangement table) that describes the
hierarchy, data type, selection type, and
numerical values (number of digits, minimum
value, maximum value) of all data items created
for the construction of a database of 428 ICS
forms for 333 diseases is prepared for each ICS
form (more than 90% of new applications and
renewal applications have the same data items.
There are ICS forms that have data items
indicating new application only or renewal
application only).

There is a similar data sorting table in the
medical opinion form of the PCDB (MO form,
corresponds to the ICS form). Two types (N, U)
of data organisation tables (XML format)
including new applications and renewal
applications for 786 diseases were obtained
from the Intractable Diseases Division of the
Ministry of Health, Labour and Welfare.

(2 Conversion of XML to Excel

The XML format of the data arrangement
table of the PCDB was converted to Excel
format so that it could be processed in the same
format as the data arrangement table of the
IDDB.

(3) Comparison list of data items



A comparison list of data items and options
was created by comparing the data sorting tables
for ‘new applications’ in the IDDB and the
PCDB.

(2) Platform for intractable diseases
(1) Obtaining consent from registry holders
The structural blueprint of the disease registry
of the Intractable Diseases Platform is owned
not only by the holders (the researchers or
research groups who built the registry), but also
by the Intractable Diseases Platform Secretariat.
Therefore, the Secretariat explained the purpose
of providing structural design drawings to this
research group and contacted each holder to
obtain consent for the study of linked diseases in
this research.
@ Acquisition of structural design drawings
Structural design drawings were provided by
owners who were able to obtain consent at the

Secretariat.

(3) CIN disease registry
(D Creation of web form for collection

Since the Secretariat has not created the CIN
registry search system operation, the structural
design drawings are held only by the registry
owner.

After obtaining consent from the owner to
provide the structural design drawings, we
constructed a dedicated web form that allows
users to upload them. Our research group sent
an e-mail to the owner with a statement of intent
and reference materials, requesting cooperation
in uploading structural design drawings to the
web form.

@ Use of structural design drawings

Structural design drawings uploaded to the
web form were collected, and the hierarchical
structure of data items and options was aligned
in the same format as the trial form and then

compared.

2. Linking effects and technical and ethical
issues

We organised the effects and technical and
ethical issues of linking PCDB and NDB, which
are public databases and therefore can use Medical
IDs (patient identifiers in the field of medical care,
etc.)"!! for patient name integration (integration of
the same patient information across databases into
one entry), as well as linking disease registries
registered in the Intractable Disease Platform and
the CIN registry search system, which are
research-use registries and therefore cannot use
Medical IDs.
3. Examples of data linkage with disease
registries

Regarding mitochondrial diseases, which can be
considered for consolidation between the IDDB,
the PCDB, and the disease registry, in accordance
with the guidelines for utilisation of the
IDDB/PCDB, the Division of Intractable Diseases
determined that it was necessary to apply for a
formal data provision request, and decided to apply
for it (the actual application is being carried out by
the Designated Comprehensive Research Group
(Wada Group)).

4. Actual situation and usage of international
public databases
We searched the internet for public

information on intractable and rare diseases in
the US and EU. We investigated the efforts of
each country's intractable disease policy and the
diseases registered in the public DB, and
compared the diseases that can be linked with the
IDDB and the disease group classification of the
IDDB/PCDB.

<American DB: GARD>

https://rarediseases.info.nih.gov/diseases

<European DB: Orphanet>
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https://www.orphadata.com/orphanet-

nomenclature-for-coding/

D. Research results
1. Linkable diseases and data item

comparisons
(1) PCDB

Among the 333 specified intractable diseases
and 762 specified chronic paediatric diseases,
diseases that can be linked were classified as
‘those with roughly the same characteristics’ or
‘those that are considered to overlap’. As a
result, it was possible to link 232 diseases in the
IDDB and 410 diseases in the PCDB. Table 1
shows examples of linkable diseases between
both DBs.
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Table 1 Examples of diseases that can be linked between IDDB/PCDB (notification

number/disease name, disease group)

<IDDB> <PCDB> Disease
Designated intractable disease name Disease name group
72-2 Pituitary ADH secretion 10 Antidiuretic Hormone endocrin
disorder (vasopressin Inappropriate Secretion Syndrome e
hypersecretion) disease
113 Muscular dystrophy 38 Duchenne’s muscular dystrophy
118 Spinal meningocele 118 Spinal meningocele
134 Septal optic nerve dysplasia/De 8 Septal Optic Nerve Dysplasia
morsier syndrome Syndrome
177 Joubert syndrome-related 11 Joubert syndrome-related
disorders (Arima syndrome) disorders
156 Rett syndrome 12 Rett syndrome
158 Tuberous sclerosis 13 Tuberous sclerosis Nerve/m
191 Werner syndrome 18 Werner syndrome uscular

diseases

192 Cockayne syndrome

19 Cockayne syndrome

131 Alexander disease

22 Alexander disease

139-1 Congenital cerebral white
matter deficiency syndrome

(Pelizeus-Merzbacher disease)

23 Congenital cerebral white matter
deficiency syndrome (Pelizeus-

Merzbacher disease)

182 Apert syndrome

31 Apert syndrome

181 Crouzon syndrome

32 Crouzon disease

22 Moyamoya disease

34 Moyamoya disease

For example, craniopharyngioma, a disease
included in the PCDB, causes abnormalities in
the pituitary gland in the brain, which secretes
the antidiuretic hormone, vasopressin. Therefore,
it can be linked with pituitary ADH secretion
disorder (vasopressin hypersecretion) included in
the IDDB. Duchenne muscular dystrophy in the
PCDB is also included in muscular dystrophy in
the IDDB and therefore linkable.

Examples of data item comparisons are shown
in Table 2.
Table 2 Examples of disease data item
comparisons that can be linked between the IDDB
and the PCDB (nerve/muscular diseases)
<IDDB> <PCDB>
118 Spinal 118 Spinal

Category
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meningocele

meningocele

Symptoms

Tests

Findings

Motor
dysfunction
Sensory

impairment

epilepsy,
hydrocephalus

Hydrocephalus:
Marked
enlargement of
the ventricles on
CT or ultrasound

Movement
disorders
Sensory
impairment
Microcephaly,
hydrocephalus
symptoms,
epileptic
seizures,
disturbance  of

consciousness

CT



(2) Platform for intractable diseases
There are 136 diseases that can be linked with
the intractable disease platform (Table 3).

Table 3. Examples of linkable diseases on the

Intractable Disease Platform

Designated intractable disease
Linkability

Notice no. | Notice disease name

Spinal and bulbar
muscular atrophy
Malignant
rheumatoid arthritis

195 Noonan syndrome

Hutchinson-Guilford
syndrome

333

O: 136 diseases

Since the Intractable Disease Platform adopts
an efficient format in which multiple related
diseases are registered in one registry, the number
of disease registries is 54.

Consent solicited by the Secretariat was

obtained from all holders.

(3) CIN disease registry
Of the more than 900 disease registries
registered in the CIN registry search system, 50
diseases can be linked to the IDDB (Table 4).

Table 4 Examples of compatibility with CIN

Linkability
O

registries

Designated intractable disease

Notice no. | Notice disease name

Spinal and bulbar

muscular atrophy

Malignant

rheumatoid arthritis O »

Noonan syndrome X
333 Hutchinson-Guilford »

syndrome
O: 50 diseases

* Disease names on the CIN registry side include

rheumatoid arthritis and malignant rheumatoid arthritis.
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It took three years to register the registry in
the CIN registry search system with the
cooperation of multiple related organisations
such as the Ministry of Health, Labour and
Welfare's Health Policy Bureau, which is
responsible for CIN, and the medical association.
As it was not easy to obtain structural design
drawings for the purpose of conducting data item
comparison surveys of diseases that could be
linked, it was decided to limit the diseases to be
investigated after discussions with the Intractable
Diseases Division. We requested and received
structural design drawings from the registry
holders of the following two diseases, using
which we created a data item comparison list. An

example of comparison is shown in Table 5.

(D Muscular dystrophy (Harumasa Nakamura,
National Center for Neuropsychiatry)

@ Pemphigus (Jun Yamagami, Tokyo Women's
Medical University)



Table 5: Example of comparison of designated intractable diseases and CIN registry data items (gait

Designated

function in muscular dystrophy)

Data items

Input value

3 4 5 |

intractable €A Independence ng.ht Parpal Full assistance
. assistance assistance
disease
Gait function
ggalt . Can walk
impairment)
@
Able to walk Before
Able to walk using acquisition of
Use of without a equipment walking
braces/canes  handrail or (orthosis/cane, function (no (Cosmmag s
CIN disease support walker, leg acquisition of
registry brace, etc.) gait)
Can assume a Cannot assume
Seated sitting posture  a sitting
posture without posture even
support with support
Age at which  Age at which
walking walking
becomes becomes
impossible impossible

2. Linking effects and technical and ethical
issues

We categorised the expected effects as well as
any technical, ethical, social, or legal issues that
might arise from linking data with the IDDB.
Some of them are shown in Table 6. If medical IDs
become available, patient name integration in
public databases becomes efficient. However, as
databases have their own legal basis, it is necessary
to revise the legal basis of each to facilitate
cooperation.

By contrast, although there is no legal basis
for disease registries, it is possible to use patient

IDs from disease registries instead of hashing

patient IDs from public DBs (i.e., replace them
with different numbers so that patients cannot be
identified). By doing this, the registry holder
receives secondary disclosure of the patient’s
personal information. The fact that this results in
the provision of data that is not permitted by the
data provision guidelines should be taken into
thoughtful consideration.

After careful consideration for the protection
of patient personal information, it is necessary to
solve various problems with an eye on the

impact of collaboration.

Table 6 Expected effects and technical/ethical/social/legal issues that might arise

from linking data with the intractable disease database

Use the

medical conditions and
treatments used in
childhood as a
reference for adult
treatment.

Intractable Increasing drug
development by research

groups and companies

Disease
Platform

Development of new
diagnostic methods,
evaluation of
therapeutic agents, etc.

CIN Disease
Registry

Complicated patient
integration

Same as above

Same as above

1ssues

Revising the Child
Welfare Law and the
Intractable Diseases
Law and obtaining
consent from patients
are essential

Same as above

Same as above



3. Examples of data linkage with disease
registries

HTLV-1-associated myelopathy (HAM), the
target disease for accuracy verification of the
intractable disease database, was linked to the
Health, Labour and Welfare Administration
Promotion Research Project ‘Comprehensive
research for the spread and awareness of
designated intractable diseases (Wada group)’. We
are currently preparing a paper on the IDDB
verification results and the registered data (307
records for 138 patients) of ‘HAM Net’, one of the
CIN registries.

Depending on the symptoms, mitochondrial
diseases, which are conditions verified in
association with PCDB/IDDB, are classified into
different types (disease types). Among them,
‘Leigh encephalopathy’ and ‘MELAS’, which have
a disease registry, have registered data in IDDB
(Leigh encephalopathy: 181, MELAS: 2,372 out of
5,187 records). Thus, we are preparing to apply to
the Ministry of Health, Labour and Welfare to
request data from the IDDB.

4. Actual situation and usage of international
public databases
(1) Linking with diseases in international
databases
The disease names used in the 434 types of
ICS form for 338 designated intractable diseases
were converted into the English names used in
scientific literature and compared. It was found
that there are 44 intractable diseases in the United
States and 53 intractable diseases in France.

Some of them are shown in Table 7.
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Table 7 List of diseases that can be linked with

overseas DBs (an excerpt)

Japan The US France

o

Lysosomal

storage disease O O

(Fabry disease)

Mitochondrial O X

diseases

Moyamoya x O

disease

(2) Differences in disease group classification
The 788 minor diseases can be divided into 16

disease groups, while the 338 designated
intractable diseases can be divided into 15 disease
groups. By contrast, intractable diseases in the
United States (GARD) were divided into 4,322
diseases in 32 disease groups, while intractable
diseases in France (Orphanet) were divided into

33 disease groups (Table 8).

Table 8 Differences in disease classification groups

Number

Disease
of

. group
diseases

16

PCDB

Designated
Japan

intractable 338 15

disease

-

(3) ICS forms and basic information for

The US

32

France 33

patients with intractable diseases in the United
States
The basic information on the ICS form
comprises 28 items, including the medical

beneficiary identification number that allows the



patient to receive subsidy for medical expenses
and the administrative entry column that indicates
whether the recipient is eligible. In the United
States, 71 items are listed, including race, country
of origin, and level of education (see Table 9 for
characteristic items). The EQ-5D,"!! an index for
evaluating living conditions, has five items that
correspond to the ICS Form, but only two of
them (pain and depression) are set in the United
States.

E. Discussion
1. Diseases that can be linked with the IDDB

and comparison of data items

Paediatric designated chronic diseases are listed
under a classification that collates diseases of a
similar nature under individual disease names. For
example, disease names such as leukaemia,
lymphoma, and central nervous tumour are listed
under the major category of malignant neoplasm.
Therefore, the definition of target diseases is often
restricted.

Recognised intractable diseases also have a
historical background. In some instances, the target
disease name refers to a sizeable group of illnesses,
many of which fall under the umbrella of
paediatric designated chronic diseases. Therefore,
it is often recognised that a single designated
intractable disease (notification number)
corresponds to a number of specific childhood
chronic diseases (IDDB 232: PCDB 410). For
instance, the lysosomal storage disease
(notification number 19), a designated intractable

disease, encompasses more than 20 distinct
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Table 9 Characteristics of the items of American
Intractable Diseases (GARD) (an excerpt)

Race
2 Ethnicity

Father’s level of academic
attainment

Mother’s level of academic
attainment

Participation in clinical trials
Household income

Type of health insurance

9]

Nationality
Health insurance coverage

Age of death

childhood chronic diseases, such as
mucopolysaccharidosis types I through VII,
Gaucher disease, and Pompe disease.

Additionally, disease registries are typically
built using a uniform format that includes
information on a variety of designated intractable
diseases.

In the future, the primary task will be to develop
a comparison list for the pertinent disease at the
data item and option level. The PCDB and the
IDDB, in particular, contain hundreds of data items
that can be compared. Therefore, these contrast
lists are completed to identify common data items,
unique data items, and the like. We hope to enable

their use for database linkage in this way.

2. Coordination issues between intractable
disease database and research disease registry
The Intractable Disease Review Committee of
the Disease Control Subcommittee, which is being
encouraged by the Intractable Disease Control

Division to consider the linking of both DBs,



should use the materials outlining the effects and
difficulties of doing so.

Linking analysis is now possible thanks to
changes to the Nursing Care Insurance Law and
the Law Concerning Securing Medical Care for the
Elderly (High Accreditation Law), both of which
are based on the linking of the NDB and nursing
care DB (but only for public interest research). It is
crucial to revise the Child Welfare Law and the
Intractable Diseases Law in order to connect the
laws that form the foundation for the PCDB,
IDDB, NDB, and nursing care DB. At the same
time, it is necessary to revise the explanatory text
presented to the patient so that consent to use the
link can be obtained using an opt-in method (a
method in which the patient consents after the
healthcare provider explains the purpose to the
patient) for researchers to use the data when they

apply for medical expense payment.

3. Basic information of the United States Rare
Disease Database

Basic information on rare disease patients in the
United States is structured such that paediatric and
adult patient information can be collected on a
single platform. This is a reference when
considering data items of basic information
(patient information) scheduled to be operated as a
common platform for PCDB/IDDB from FY2023
in Japan.

In Japan, items related to death (whether alive or
not, age at death) are not typically recorded in the
written opinion form/ICS form. It is therefore
difficult to determine whether the suspension of
the annual ICS form data was brought on by a
death or because the application itself was not
submitted on the justification that a patient with a
moderate or higher illness who is eligible for
medical expense subsidy could not receive medical

expense subsidy due to mild illness. Hence, in
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order to comprehend the actual conditions of
patients, we think it is essential to register data on
items related to death.

Based on the pathology, disease onset, and
genetic makeup, each disease group in the PCDB,
IDDB, and US intractable diseases has a different
ratio in Japanese children, adults, and Americans
(the disease groups with the highest number of
diseases are shown below). The percentage of the
total number of patients is significant for both
domestic and international comparisons, taking
into account both the number of diseases and the

number of patients.

IDDB

Nerve/muscular disease, metabolic disease
PCDB

Congenital metabolic disorders, neuromuscular
diseases
America

Congenital/genetic disease, musculoskeletal

disease, eye disease, rare cancer, metabolic disease

In addition, in France (Orphanet), the ratio of
genetic diseases (16%), cancer (11%), nerves
(11%), and metabolic diseases (8%) is high, which
is relatively similar to the situation in the United
States.

F. Conclusion
1. Investigation of linkable diseases

For each of the three public databases/disease
registries, we created lists of diseases that can be
linked with 333 designated intractable diseases,
and we discovered that the following diseases can
be linked.

+ PCDB: 410 diseases (232 IDDB diseases can be
linked)

+ Intractable disease platform: 136 diseases



* CIN registry: 50 diseases

2. Linking effects and technical and ethical
issues

We organised specific collaboration effects
obtained from the data. We discussed both

technical and ethical issues.

3. Examples of data linkage with disease
registries

+ In collaboration with the Comprehensive Group
(Wada Group), we are currently preparing a
paper on the verification results of 307 records
for 138 patients using the IDDB and HAM Net
registration data.

* Verification with PCDB/IDDB for
mitochondrial diseases (targeting Leigh
encephalopathy with disease registry and
MELAS) is necessary to submit a request for

IDDB data, and preparations are underway.

4. Actual situation and usage of international

public databases

- A list of English names of 338 designated
intractable diseases and 434 ICS forms was

prepared.
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+ We compared diseases and disease
classifications that can be linked between
intractable/rare diseases and designated
intractable diseases in the EU and the US with
those in the PCDB/IDDB.

+ We compared the US patient demographics and

the IDDB data.

G. About this report

This report was created based on the 2021 report
on ‘Linkage of IDDB and public databases/disease
registries’ by the Ministry of Health, Labour and
Welfare Research Fund for Intractable Disease
Policy Research Project (Project No. 21FC1018).

Reference: https://mhlw-
grants.niph.go.jp/system/files/report pdf/20211108
6A-buntan2.pdf

(Ethical considerations)
There are no items related to ethical regulations
in this study, such as the handling of personal

information.
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Research and Development and Support Center for Intractable Diseases, Project
Leader)

Fumihiko Matsuda (Professor, Center for Genomic Medicine, Graduate School of Medicine,
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Kazuo Izumi (National Research and Development Agency, National Center for Global
Health and Medicine/Clinical Research Center, Research Resource
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(Research abstract)

The need for using the various disease registries in disease research and clinical trial
applications by linking with other public databases and disease registries built and owned by
disease research groups built with public research funds, such as AMED, is one of the issues that
must be reviewed five years after the implementation specified in the Intractable Diseases Act
and the Child Welfare Act Amendment Act. Furthermore, after actually performing data linkage
related to various DBs in Japan, researchers must look into the conditions and usage practices of
public DBs in other countries and confirm issues with data items, linked keys, and future data
provisioning methods. Research that advances the use of the IDDB and PCDB is needed. Based
on this background, the following issues were examined in this research.

1. Researching diseases that can be linked with IDDB and preparing a data item comparison list

PCDB: 232 diseases, intractable disease platform: 136 diseases, CIN disease registry: 50
diseases
2. Compiling linking effects and technical and ethical issues

Effects of linking the IDDB with other public databases (PCDB, NDB) and disease registries

(intractable disease platform, CIN disease registry), etc.

3. Preparing examples of data linkage with disease registries

IDDB and disease registries (HAM Net, mitochondrial disease Leigh encephalopathy and
MELAS)

4. Reviewing the actual situation and usage of international public databases

<Research collaborators>

Yoshihiko Furusawa (Head of Medical Research Excellence, Japan Medical Office, Takeda Pharmaceutical
Company Limited)

Hidetsugu Murai (National Institutes of Biomedical Innovation, Health and Nutrition, Treatment Development and
Support Office for Intractable Diseases, Specialized Research Coordinator)

Izumi Yamaguchi (Kyoto University, Center for Genomic Medicine, Graduate School of Medicine, Lecturer)

Atsuko Okazaki (Research Center for Diagnosis and Treatment of Intractable Diseases, Juntendo University,
Associate Professor)

Tomoka Nakamura (Department of Regulatory Science, National Center for Global Health and Medicine, Senior
Researcher)

Takuya Fushimi (Chiba Children’s Hospital, Department of Metabolism, Doctor)

Ayako Matsunaga (Chiba Children’s Hospital, Department of Metabolism, Chief Medical Director)

Masato Arao (Saitama Medical University, Department of Pediatrics, Assistant Professor)

Sayaka Ajihara (Saitama Medical University, Department of Pediatrics, Assistant Professor)

Ikuma Musha (Saitama Medical University, Department of Pediatrics, Assistant Professor)

! Ministry of Health, Labour and Welfare, designated intractable disease
https://www.mhlw.go.jp/stf/seisakunitsuite/bunya/0000084783.html

ii Website of the Ministry of Health, Labour and Welfare designated intractable disease patient database and
childhood specific chronic disease database https://www.mhlw.go.jp/stf/nanbyou_teikyo.html

il AMED Clinical Innovation Network Promotion Support Project ‘Patient Registry Search System’ Release
Announcement https://www.amed.go.jp/news/program/cin_2019news_1907.html

¥ Intractable Disease Platform https://www.raddarj.org/

¥ About NDB https://ndb6nec.ncgm.go.jp/outline/index.htm 1

i About the Ministry of Health, Labour and Welfare Individual Clinical Survey Form
https://www.mhlw.go.jp/stf/seisakunitsuite/bunya/0000170897.html

Vi Medical ID refers to an identifier (ID) for linking various information on an individual basis in the fields of
medical care, nursing care, and health. The provisional name ‘medical ID’ has been used, but now the Ministry of
Health, Labour and Welfare calls it ‘identifier in the field of medical care’.

Vil See “What is EQ-5D’ in the Ministry of Health, Labour and Welfare document ‘Specific methods for QOL

evaluation’ https://www.mhlw.go.jp/stf/shingi/2r9852000002mpa7-att/2r9852000002mpe0.pdf
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