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B B 950 0 950 1 0.0 1.1 1 1.1 1.1 0 0 1 100.0
B K2 400 9 391 0 225 0.0 9 23.0 225 0 0 0 0.0
JUNTEE R K2 305 2 303 1 6.6 3.3 3 99 9.8 0 0 0 0.0
g5 B 1,054 3 1,051 2 2.8 1.9 5 4.8 4.7 0 0 0 0.0
JEFN A5 B 513 1 512 0 19 0.0 1 2.0 19 0 0 0 0.0
TV AL TRk 180 2 178 0 11.1 0.0 2 11.2 11.1 0 0 0 0.0
IR B 377 2 375 5 53 13.3 7 187 18.6 0 0 0 0.0
S5 B 652 3 649 1 4.6 15 4 6.2 6.1 0 0 0 0.0
SRR AW B 186 0 186 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
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Fe SV DA b 609 1 608 0 1.6 0.0 1 16 1.6 0 0 0 0.0
AR b 513 3 510 0 58 0.0 3 59 5.8 1 0 0 0.0
RIS T T B 465 4 461 0 8.6 0.0 4 87 8.6 0 0 0 0.0
KFFREA IR BE 440 0 440 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
NTT 3 H A Hw b 714 0 714 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
SR I AT gL e 1,435 21 1,414 3 14.6 21 24 17.0 16.7 0 0 1 42
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it Lol 37 T B e 76 0 76 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
E PN 355 5 350 1 14.1 29 6 17.1 169 0 0 0 0.0
PRI 37 R B 987 8 979 2 81 2.0 10 10.2 10.1 0 0 0 0.0
U= VAR U S v e 485 7 478 5 144 10.5 12 25.1 24.7 2 5 3 15.8
IV 23 B 493 3 490 0 6.1 0.0 3 6.1 6.1 0 0 0 0.0
TIN5 B 246 0 246 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
TN KA 563 3 560 0 53 0.0 3 54 5.3 0 0 1 333
A L 5l N 9 B 797 11 786 7 138 89 18 229 22.6 1 0 3 15.8
RN 286 6 280 1 21.0 36 7 25.0 245 0 0 1 14.3
MNP 2 R v 7 — 472 26 446 24 55.1 53.8 50 1121 1059 4 0 17 315
SRER KA 228 1 227 2 44 88 3 13.2 13.2 0 1] 0 0.0
AR b 892 2 890 0 2.2 0.0 2 2.2 2.2 0 0 0 0.0
UG v 37 )15 95 B 858 0 858 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
Bl 1,007 11 996 6 109 6.0 17 17.1 16.9 2 0 0 0.0
Bz e 410 3 407 1 73 25 4 9.8 9.8 0 0 0 0.0
JU K2 842 12 830 3 14.3 36 15 181 178 0 0 0 0.0
LR — AR b 691 6 685 2 87 29 8 11.7 11.6 0 0 0 0.0
AR 351 5 346 1 14.2 29 6 17.3 17.1 0 0 0 0.0
AR AR b 498 0 498 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
Pk SRV Y N 286 8 278 6 28.0 21.6 14 504 490 1 0 1 6.7
LSRRI 7. 578 D i B 27 1 26 0 37.0 0.0 1 385 37.0 0 0 0 0.0
K 954 7 947 3 73 32 10 10.6 105 0 0 0 0.0
REATH B e 585 11 574 4 188 7.0 15 26.1 25.6 0 0 2 13.3
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BRI ¥ 5 — 1,625 2 1,623 0 1.2 0.0 2 1.2 1.2 0 0 0 0.0
AR K 573 15 558 4 262 72 19 341 332 1 0 0 0.0
BEBULNEERR v 5 — 329 7 322 4 213 124 11 342 334 3 1 1 6.7
BB R 338 3 335 5 89 149 8 239 237 0 0 1 125
TR LR A Bt 776 3 73 0 3.9 0.0 3 39 39 0 0 0 0.0
JBEHE AR A 589 1 588 3 17 5.1 4 6.8 6.8 0 0 2 50.0
IR 175 1 174 0 57 0.0 1 5.7 5.7 0 0 0 0.0
TP L A B 733 2 731 1 27 14 3 41 41 0 0 0 0.0
AT S B v 5 — gl R B 666 2 664 0 3.0 0.0 2 3.0 3.0 0 0 1 50.0
PR 511 5 506 0 9.8 0.0 5 9.9 9.8 0 0 0 0.0
[ 37 RS PR g v 8 — 297 0 297 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
FE ARBREIITE L >~ 7 — 326 4 322 5 123 155 9 280 276 1 0 3 30.0
[ S7RF PR 78 > & — 1,491 18 1473 7 121 4.8 25 170 168 0 0 0 0.0
] 3795 e e B 1 L R > &7 — 684 6 678 8 88 118 14 206 205 0 0 1 71
[ S e L et~ & — 173 0 173 2 00 116 2 116 116 0 0 0 0.0
[ VR e A S et > & — 868 4 84 3 46 3.5 7 81 8.1 0 0 0 0.0
[ 579 B RE A P Rt v & — 356 1 355 0 2.8 0.0 1 2.8 2.8 0 0 0 0.0
| SE B e /N R > 8 — 478 4 474 1 84 2.1 5 105 105 0 0 0 0.0
T 735 B B A0 0 B 668 11 657 3 165 4.6 14 213 210 0 0 0 0.0
] 3799 B s A A PR e > 7 — 269 1 268 0 3.7 0.0 1 3.7 3.7 0 0 0 0.0
[ 5799 BRSO el > & — 722 4 718 1 55 14 5 7.0 6.9 0 0 0 0.0
T 795 B AT A A B 141 0 141 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
[ 5799 B R R 2 > & — 655 6 649 5 9.2 77 11 169 168 2 1 1 7.1
T 575 e A 1 32 6 v i o 959 3 956 0 31 0.0 3 31 31 0 0 0 0.0
T 79 B AT A S s B 594 1 593 1 17 17 2 34 34 0 0 0 0.0
T ST B B S R e > 87 — 311 0 311 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
[ S B A AR B > &7 — 848 5 843 0 59 0.0 5 59 59 0 0 0 0.0
PR e b 1,054 3 1,051 0 2.8 0.0 3 29 28 0 0 0 0.0
P T BRI b 647 7 640 0 108 0.0 7 109 108 0 0 1 14.3
VA WK e 1,072 7 1,066 0 6.5 0.0 7 6.6 6.5 0 1 0 0.0
BRI B 435 1 434 0 23 0.0 1 2.3 2.3 0 0 0 0.0
2 R ol R B 1,041 3 1038 0 29 0.0 3 29 29 0 0 0 0.0
ENAYAE WA 439 3 436 0 6.8 0.0 3 6.9 6.8 0 0 0 0.0
R 150 3 147 0 200 0.0 3204 200 0 0 1 333
eI BE 683 1 682 0 15 0.0 1 1.5 15 0 0 0 0.0
ALBERE LR 2 223 5 218 3 224 138 8 367 359 0 0 0 0.0
ALIE o N7 ALIE S B 748 7 741 7 94 94 14 189 187 2 0 2 125
i N 225 5 220 1 222 45 6 273 267 0 0 0 0.0
JA R ESR b 598 2 596 0 33 0.0 2 34 3.3 0 0 0 0.0
AN 468 5 463 3 107 6.5 8 173 171 0 0 1 125
T 5 2 A i 717 2 715 0 2.8 0.0 2 2.8 2.8 0 0 0 0.0
FIAERFNR 1,143 9 1,134 6 79 5.3 15 132 131 3 0 1 5.6
& IR b 776 4 72 0 52 0.0 4 52 5.2 0 0 0 0.0
UL 7 L e 1,069 3 1,066 1 2.8 0.9 4 3.8 3.7 0 0 0 0.0
B 202 1 201 0 5.0 0.0 1 5.0 5.0 1 0 0 0.0
MK 3 K 840 5 83% 4 6.0 48 9 108 107 5 0 1 71
WL 5 R 23l 22 9 915 9 906 5 9.8 5.5 14 155 153 0 0 1 7.1
LR 5 R 2R R i 741 2 739 1 27 14 3 41 40 0 0 0 0.0
TRAIR 1,192 7 1,185 1 59 0.8 8 6.8 6.7 0 0 1 125
AR 854 8 846 2 94 24 10 118 117 2 0 1 83
SR £ H AR KA b 1 0 1 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
VA HCHR T B 264 1 263 0 38 0.0 1 38 38 0 0 0 0.0
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=Y T 754 7 747 0 9.3 0.0 7 94 9.3 0 0 2 286
=) T YFERAE 766 2 764 1 26 13 3 39 3.9 0 0 0 0.0
B 7 YRR R AR P R e 505 1 504 1 2.0 2.0 2 4.0 4.0 0 0 0 0.0
BRI B 1519 24 1,495 6 158 40 30 201 197 1 1 2 6.3
A K B 434 4 430 0 9.2 0.0 4 9.3 9.2 0 0 0 0.0
% 1,546 7 1,539 1 45 0.6 8 52 52 1 0 0 0.0
THRF 618 10 608 4 162 6.6 14 230 227 0 2 1 6.3
BRI ACE 1,062 7 1055 2 6.6 1.9 9 85 85 0 0 0 0.0
R 536 3 533 0 5.6 0.0 3 5.6 5.6 0 2 0 0.0
R 576 6 570 2 104 3.5 8 140 139 1 0 0 0.0
HO R R K2 363 3 360 1 83 2.8 4 111 110 0 0 1 25.0
SR A 1,546 5 1,541 0 3.2 0.0 5 32 3.2 0 0 0 0.0
FORUH R Rl TR G B 393 2 391 0 5.1 0.0 2 5.1 5.1 0 0 0 0.0
HO R R RA R 794 5 789 1 6.3 1.3 6 7.6 7.6 0 0 1 16.7
HORR R ERL 7 7 B 238 2 236 0 84 0.0 2 85 84 0 0 0 0.0
HOLL T RRR PN~ 5 — 661 5 656 0 76 0.0 5 76 76 0 0 0 0.0
WK TR 716 2 714 0 2.8 0.0 2 2.8 2.8 0 0 0 0.0
WL FERRPATRIES Y5 — 892 13 879 3 146 34 16 182 179 0 1 2 118
FRURE 891 8 83 3 9.0 34 11 125 123 4 0 0 0.0
FUBRAFA R e 864 6 858 2 6.9 2.3 8 9.3 9.3 0 0 2 25.0
PN 849 8 841 0 94 0.0 8 9.5 94 0 0 0 0.0
(YN 690 8 682 8 116 117 16 235 232 1 0 1 59
B e 584 2 582 0 34 0.0 2 34 34 0 0 0 0.0
BRI 760 10 750 2 132 27 12 160 158 4 5 3 143
ST AT v i B 542 4 538 0 74 0.0 4 74 74 0 0 1 25.0
IR 356 0 356 3 0.0 84 3 84 84 0 0 0 0.0
T30 o3 S TR AR £ B 427 0 427 0 0.0 0.0 0 0.0 0.0 0 0 0 0.0
B LU e B 746 10 736 0 134 0.0 10 136 134 0 0 0 0.0
IR 262 11 251 2 420 8.0 13 518 496 0 0 0 0.0
[NEREFN 7 565 3 562 3 53 5.3 6 107 106 0 6 0 0.0
AR RO B 1,179 6 1,173 1 5.1 0.9 7 6.0 59 0 0 0 0.0
R R B 1,128 1 1127 2 0.9 18 3 2.7 2.7 0 0 0 0.0
Tl vy N7 vl B B 300 2 298 1 6.7 34 3 101 100 0 0 0 0.0
el Rez 328 7 321 3 213 9.3 10 312 305 0 1 0 0.0
et R b 153 3 150 0 196 0.0 3 200 196 1 0 0 0.0
AL Sy 795 9 78 0 113 0.0 9 115 113 0 0 0 0.0
R LR 476 9 467 8 189 171 17 364 357 1 0 5 278
iR A — R b 407 12 395 3 295 7.6 15 380 369 0 0 0 0.0
PN 404 6 398 1 149 25 7 176 173 0 0 0 0.0
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HABRR R A s M5 B 892 3 889 1 34 11 4 4.5 4.5 0 0 0 0.0
HABRRF R 72 BE 7K 1115 B 720 5 715 0 6.9 0.0 5 7.0 6.9 0 0 0 0.0
HACKZ 785 14 771 0 178 0.0 14 182 178 0 0 0 0.0
HANT 7 2 b #iki 438 1 437 1 2.3 2.3 2 4.6 4.6 0 0 0 0.0
PRI P L B 755 3 752 0 40 0.0 3 4.0 40 0 0 0 0.0
HRER K 604 2 602 0 3.3 0.0 2 33 3.3 1 0 0 0.0
TR A 5 B 516 4 512 1 78 2.0 5 9.8 9.7 1 0 0 0.0
ST UL K L1 B 121 1 120 2 83 167 3 250 248 0 0 1 333
B DN 476 4 472 3 84 6.4 7 148 147 0 0 1 143
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i, HBERLS SERERL ZERE R Hr R JERE S %)?ELE WA JEC I B CE PN e e
(d) () G &

TR 2 2 Wil 413 11 402 6 266 149 17 423 412 0 0 2 118
PRERS A B 404 0 404 0 00 00 0 00 00 0 0 0 0.0
NP 315 2 313 0 63 00 2 64 63 0 0 0 0.0
5 kT R B 1046 15 1031 4 143 39 19 184 182 0 0 1 53
UNZY SRV 7 213 1 212 0 47 00 1 47 47 0 0 0 0.0
Ji R 417 3 414 1 72 24 4 97 96 0 0 0 0.0
T B 555 7 548 2 126 36 9 164 162 0 0 0 0.0
PN 114 1 113 0 88 00 1 88 88 0 0 0 0.0
B AR e 605 3 602 0 50 00 3 50 50 0 0 0 0.0
T K 2 508 9 499 2 177 40 11 220 217 0 0 1 9.1
I W T PR K 2 353 7 346 0 198 00 7022 198 0 0 0 0.0
RN R b 544 2 542 0 37 00 2 37 37 0 0 0 0.0
VR P s B 529 7 522 1 132 19 g 153 151 0 0 0 0.0
Bty B K 25 407 6 401 0 147 00 6 150 147 0 0 0 0.0
TR TR B 344 1 343 0 29 00 1 29 29 0 0 0 0.0
B[RS 309 6 303 4 194 132 10 330 324 3 0 0 0.0
LA 595 e 427 1 426 0 23 00 1 23 23 1 0 0 0.0
S RA R v 5 — 436 6 430 2 138 47 8§ 186 183 0 0 1 125
EgN 374 7 367 5 187 136 12 327 321 0 0 0 0.0
1 RAC o 384 5 379 2 130 53 7 185 182 0 0 0 0.0
B R 307 3 304 1 98 33 4 132 130 2 1 2 286
i S e 1,167 4 1163 0 34 00 4 34 34 0 0 0 0.0
TR IR 7 5 B 504 0 504 6 00 119 6 119 119 1 0 0 0.0
[N/ AT- LR 902 3 899 1 33 11 4 44 44 1 0 0 0.0
B K 204 1 203 1 49 49 2 99 98 0 0 0 0.0
IR B E R v 5 — 768 3 765 0 39 00 339 39 0 0 0 0.0
IR B 692 5 687 1 72 15 6 87 87 0 0 1 16.7
IR 515 3 512 3 58 59 6 117 117 0 0 1 167
ALK 453 1 452 1 22 22 2 44 44 0 0 0 0.0
M L3 e 399 4 395 0 100 00 4 101 100 0 0 0 0.0
R KRR T RS &Sy — 1224 16 1208 6 131 50 22 182 180 1 0 1 43
B e 3k 50 B 873 4 869 0 46 00 4 46 46 0 0 0 0.0
B 57 S e 881 1 80 2 11 23 3 34 34 0 0 0 0.0
ENFY R Bl 779 1 78 0 13 00 1 13 13 0 0 0 0.0
sk K5 294 4 200 1 136 34 5 172 170 0 0 1 200
DAL ) REERE Y 57— 1077 1 1076 3 09 28 4 37 37 1 0 0 0.0
FI LR 37 R R K 2 611 4 607 4 65 66 g 132 131 0 0 1 125
HI L7 935 b 449 1 48 1 22 22 2 45 45 0 0 0 0.0

Sfiik 116569 917 115652 341 79 29 1258 109 108 62 33 102 75

BEREH (d) = (c)/(a) x 1,000

LI WAE L3 () = (&) / (b) X 1,000

JEREIBEC# (2) = (c) + (e)

JEREMIFET I (h) = (g)/ (b) X 1,000

JAREIBE L () = (2)/(a) X 1,000

HBE (m) = (L) /(g+j+k) x10

IO RMANBLOARRT =8 #R0 R T— 7 2 HEKE L, oMaHid 2 oL Z2ILICHI L.
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AR BIET AR BT B TEEE Lo
TEE XA OSBRI K E e RITT. THH
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OFeH-J58: REACOGD A4 K54 ¥ Tildikhi

i 1393

M, Pk, W FEGAREE R L Tw B,
KIE D FDA Tl 2002 4F i Jar D A B AL 2% &
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- FE T OB
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(VS HALA B (Bishop A 2 7 6 XL F) 4D
CTURY TG VY B ENVADRG L VT

He

=
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<YV TUAMNINVAI R L THS, AF T b
U VDN R WG % To @RI
§ 5 RCT AL LRV, %L O TIX 61
MBS Y by Y ORMEHEZIBL TV S
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CHIIEARERIICB W T TR A Y 5 VYV E,

BWHIDK % : V) 7R b y]oREE 53R
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- TE PR D 2 I B THERBR I o %)
&%, SmFERICBVTCI VTR b=V R
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FAIZOWTRHR LRI N TS,
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i KA
% W 0 ke R W ASTEAL H 22 WA (X W
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O L HHITED > TV LT H 5.
3) KBTI & A7 BRI 2 K TR AE
P

LB X5 IRERIR K 3 K S8 e 0 W T DIC Je47 R
FORFERAE TN AR, RS ZRD LD D
HAEAE L7z, TR o0 K SERE O 5 BLEE W C L3 o 1
FIEKR - BEBRSZBRINT 2 2 D&M E R > T
5. WEOLERMHT D L, BRNFEREREICE
FHLTWThH, MICFEKED % ROV DIEFEKE
BIEL WA R hoTLE). ZITMICFEK - K
Wk z2#O R THEIM LTy 7 NTE
K < BEVRBE S A S e ), IR I 3 K SEAE O
AL, TERACTTEREL THomEIcE
KB 53 % R 2 BN D N TR R D 3 K SR & 1%
KBIL, TEMAKRERELIERES & 2RET 5 (X
10). & 7 ERR I EAKIEAE T T- 26 S W ERI T T
BN R R 2 R0 IS TR R SERE L IR &
EAbETIRET 5. W, HMiZREORFATIETHE
BIERIERRE D FHIRITIE DIC Jed7T B K %8
RIETH 5.

W2 &

2 K FEARIE (R 1 02 0O i i R TR ¥ K S R &
DIC AT BRI RZERIEIZH TS N L. FFERITITO
i R IS S AR A I3 HE KA & Wb LT B R IER
HETH Y, MioMEFIZFEK - IR 2#D 5. DIC
JEAT R R IERRAE D BLAA I A B B I & 5
MAENDFK - BREGOBRMTHSD. 205470
FARIERAE TN TAK - R G ZRD 2w e D
BB, FHREFRIEAEE TR K - IRIRR 2
SNLVEET( 2 W IZHm BT o AR S h
WS, FEICTFEIBREE FEMmE K- BE
W% 38D % b D& FE R KIERIE LIS & 26t
%3 5.

V. RREZHOmEICET 32/ EES
ZHE © B0
T H WIS, RIEEE, £ Al

feWZ W oM ik, % (what), I (when),
25 (who), & ZT(where), £® & 92 (how) B Wi
FTHONPHLPICTHLENH L. LirL, BLURTIE,
ED XD R EAMAERNICED X S R THN
T5HZEDPURELRDD, FOEMMEIREIN TV
W, 2T, ICD-10 IR EN TV L BRBEFIZOV
T, VISR, 2) Bk Ol & Ay, MRI AL,
AR THAE, Yetufhiits, EoMsEniss), 3)ER
OB, 4)BEEXERAL .

ICD-10 12 iR S T 2 i AR H 13X 1,606 3% E T
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B o7z AT EPA T HE 2 5 1S 1,606 BED 9 B,
QI TH-72(FK]). 2095 H, BEEMRAETEHI
ENTWEDDH D S DIESIEETH - 7. 2o,
BETHRAETEM SN2 d 03 187 i, Jetafiids
X 2bD1E52% 8, MRIMAIZE 5D DI 335
B, BIUOZOMEFERATICL DO IIEET
Hotz. Thbh, WERMICBHKNEE ELhEH0
PPEEDLEZEDTWALEZ LWL NI R o7,

REBOREFADS L CBZEAZ, ThEhopl
{2 2 W Tonline mendelian inheritance in man
(OMIM) 3 & O PubMed I2#BWEN TS 7 FL A
ERAEL-BERICE LD (FK 2~4, —THF).

U hogdix, MEEE»SHRZBEBAZ7 Y —=>

1 mEEEREL

DLWk
LS BB
H A A 805
U 518
T 187
/RN 52
MRI 33
Zofl 11
it 1,606

& H P JiE65% 6 5

FRAEOMACAEMN ZEHRTH Y, KEZH oML
BErH0LWFEINh 5.

VI (AF/MEER)REEBRBGARBOHERMZEHER
EHT7OHA NS4 AR ICET 2/ IERER
ZHEHE ®2)] &
Z B EIRel, R, M i
BIRES

1. B SR BERR 5028 (2010 4R R O FIERESE

LB 539 (2010 4RI 2% 2011 4RI IEIC g S
22l EZYT, TOMREET—F 277 V—T1
HEER O X 8= b BT E B & 9 HARBEIFZ5
WCIERUCH LAR . 20124E 3 11 21 H OFERIERED —
XU IN=THLEDLERICEABBIML, WHhE

KRCTLYFLOENPLORLELFH L. 20
#59L, thanatophoric dysplasia 23038 D[ BHEH: & 1
WWAEI2 S 7 F b7+ v 7 5 RBBIKIENS, as-
phyxiating thoracic dysplasia 23] &2 K I 2B 5L Ik
HiE 7> & [IPIRAS 2V g SRS B IS AT & 7% o 7z,
hypophosphatasia perinatal lethal type ®[{X7 + &
77 & — YRR ENM NI S HEER EB Y Ol
% o 72. 12010 4R R B EBR o AER 1 121F
ek L, HERm, HABENR?S HAMNIE?S
DT =% v 77 V—7 L LT HRBEIF 5
RETDLTFETHSD. TO%, FUWHMR) A %

I S254,

2 RPN (— )

QOO0 e Fishe S OFUBLIE K25 T2

Anencephaly and similar malformations

Bt fi i

B PEM

Anencephaly is a neural
tube defect. Its preva-
lence at birth ranges
from 1 in 5000 to 1 in
2000. This malformation
is characterized by the
total or partial absence
of the cranial vault and
the covering skin, the
brain being missing or
reduced to a small mass.

Prenatal diagnosis can
be made easily by ul-
trasonography in the
first trimester of preg-
nancy when the cranial
vault is not yet appar-
ent.

Q000 MEfi%JE Anencephaly | F&HEHE LS
Q000 e G 1/2,000- i) OMIM :
Hemianencephaly 1/5,000 206500
PMID :
16950981
Q000 e JRE 1.1/1,000- iRl OMIM :
Hemicephaly 1.2/1,000 206500
PMID :
16950981

Anencephaly is a neural
tube defect. Its preva-
lence at birth ranges
from 1 in 5000 to 1 in
2000. This malformation
is characterized by the
total or partial absence
of the cranial vault and
the covering skin, the
brain being missing or
reduced to a small mass.

Prenatal diagnosis can
be made easily by ul-
trasonography in the
first trimester of preg-
nancy when the cranial
vault is not yet appar-
ent.
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Q81 F/KMifiE Epidermolysis bullosa

QL0 HifltkF B K HHE

Epidermolysis bullosa SEIEHE | Wk (e ks e

simplex

Q810 | 7= —s3— - a4 | 1/30,000- | #fsY | OMIM: | A number sign (#) is KRT5 and KRT14 WAt RN
A RSV | 1/50,000 131800 |used with this entry be-

IRIGHE cause localized epidermol-
Epidermolysis ysis bullosa simplex (EBS),
bullosa simplex, previously known as We-
Weber-Cockayne ber-Cockayne  EBS, is
type caused by heterozygous
mutation in either the ker-
atin-5 (KRT5 ; 148040) or
keratin-14 (KRT14 ;
148066) gene. A mutation
in the ITGB4 gene
(147557) has been identi-
fied in a single patient
with a similar phenotype.

Q810 | HiffitkFH ANKAE | 1/30,000- | {5+ | OMIM : | Epidermolysis bullosa are | About 20 different con- | F%efo ik,
Epidermolysis 1/50,000 226670 |a group of skin fragility | genital and inherited | % etk
bullosa simplex during which blisters and | forms have been observed

erosions occur either spon- | and classified into 3
taneously or after mild | groups according to the
physical trauma. There |layer in which cleavage
are several forms of con-|occurs in the dermoepi-
genital and hereditary epi- | dermal junction : intraepi-
dermolysis bullosa as well | dermal forms (mild, non-
as acquired forms clinical- | cicatricial), junctional
ly very similar to the for- | forms (cleavage  within
mer but with adult onset. |the pars lucida) and der-
matolytic or dystrophic
forms (cleavage under
the lamina basalis)
F4 PR (— i8R

Q93.3 4 FHibiK e

Deletion of short arm of | FIEMEE | BBk TSR AR

chromosome 4

Q933 | 4 AR K 1/20,000- | Hefafk | OMIMI: | Wolf-Hirschhom syndrome | Midline fusion defects
Wolf-Hirschhom | 1/50,000 194190 | (WHS) is  characterized | were found in all, ranging
syndrome by the association of a dis- | from minor abnormalities
(4p- syndrome) tinctive craniofacial phe-|such as scalp defect, hy-

notype (microcephaly, hy- | pertelorism, pulmonary
pertelorism, prominent | isomerism, common mes-
glabella, broad and/or |entery, hypospadias, and
beaked nose, short phil-|sacral dimple, to cleft pal-
trum, micrognathia, down- | ate, corpus callosum agen-
turned corners of the |esis, ventricular septal de-
mouth, dysplastic ears, | fect, and diaphragmatic
preauricular  tags) with | hernia. Prenatal diagnosis
mental retardation, sei- | is possible.

zures, congenital heart de-

fects, and genital and re-

nal anomalies.

Q934 5 TR I

Deletion of short arm of —

chromosome 5

Q934 | Ay & EMERE 1/20,000- | Heftafhk | OMIMI: | The Cri du Chat syndrome | Karyotype analysis and, in | (Niebuhr, 1978).
Cri-du-chat 1/50,000 123450 | (CdCS) is a genetic dis- | doubtful cases. FISH anal-
syndrome ease resulting from a dele- | ysis will confirm the diag-

tion of variable size occur-
ring on the short arm of
chromosome 5 (5p-).

nosis.
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HERREIC DR TAH L L T5.
2. [ERHmG AFHHFESE - THERRILE NS B) %2 5 R/
P BB O ET
HRREBEROAGECHALTRESSWETSh
TWano7=0T, HiEEGEIRESITIERIZP LA
Nz, A 2% S NEL TREE 7 &) ol
B, M S T e g (Tl BOG8E ], TIRE RS
R4 17 &) OHIRR, FEO—TBIE ([ 3 E A LE
—[RFIIRAE 17 &) 247> 7o, BHCTHHBMEL L
TH 72 MM 2 8m L7z (B RRA LR, [H %
e BB, [BOE Mk SRR |, [ BV S 8L J,
(R IEEE | (7 + A7 7 7y —¥HE D 62). &
AEEHICRAT S BT HEESE - FERRIE NS 1
LPETHA.
3. REE ML

HAR AR O KBE & FL) 3 ER S 9 5 Mkl
(JSUM) 28t S Tw B2, TR UM oE R ESS
A LTEINE THCKRDF— 7 LIRS, &
TR EOBRICHEEE LT, 22Tl
o LR, B, Ra, KA, B o a0 3%
A2 E 3 5 & & HAZICS fisk AL 2 47 >
7. BiEEEACEE RS, EARIEALC &bk, H
RAgifigembe, FENLRBERY V7 —, K HIFT R
Be, WS RARERE v 7 —, BRI i b
ANBKKFTH -2, WM, EFAERRAER 7 —
FERIEL, AENE FEREICBCIRERE G
EBSATT B EVHIIBIHDE, FHEfli% Py =
iR T L7, bR, BEE, RaE, Ka, M
HOILRA Z L OFH S X OR#EF %X JOGR 12
RETFETH 5. HAANGROIEEMIRD 5N/
LI, SRBRITERMRESR EORHWIEIEOMEIES
WicHHTHEEEZOND.
4. BRGEHB OB EEIE T B X OB REHERE O 1
EVES

TR 400 5 OB O D B Lo R EE
THbroTwad, EMITENRS DM fsTRE DK
AT B e b, BWBEOF—yN—2%, HPEDbP D
HPHTER L7z, £ Q3RS A THIZEE T 5
2%, BWEBFOZBBLICANE Y T —212
FoThENTVEHIRTH S, TODIITF—%
N=2FIERHEL, IVINTF—=Ya v I ATLE
EDXHBVITTZhERE Lz BiE, v+ 74
VXN Ay VI ThLERE R T A —F
AEZFIETHZ LIl

& H P JiE65% 6 5

5. JGW CT OIS A 4 K54 ek

b b & BRI BOBE BRI EITIIML L T
Wa7z0, WARBZK THIRE CTG RILKERAY
VCT) # M ED %) EBE0MfFCcE 5. 7272
LIGEREROMERDH Y, VAZHELTRERL G2V
LIEVZ, AUEEREIITELZRY S RELE
AbNb, ZITHIBTA F54 2 LT, REAL
LG, (DT 28 MPLRETDH 5, (2) 5% BfhE L2k
REFEDEEDNS, (3)BEWZ T TIIZMAHE L vk
BTH B, (4) M RES O —4SD~ —5SD LL T 05k
ZRDD, HDHVIIREFOFIREM, WHOME
e WVo WO REWRELRDDL, hEXHELL
THE L. 4%, HARERZBSHRESICERICHL
ANZITW, FRITY—F V77V —T 2R &4,
WEETOI 2y 2 E BT P ETH - 7.
Lo LIRS0, AEIRE o T L E o 72
7o, SHEKNAENZE 20BN EESICHRE
LLTHLEY Z1T) PETH 5.

I. (ABIMEER)FHAEHERT — 4 N—XEE
ICRAd 3/ EES

ZHE B #

Z: H g, ARREE, BBV, A%
—lELsic—

H AP R ik ANFEF SR BE I B8 7 — 7 X— X (H
It DB) A3 2001 4EICPHIA L C 124E & 2 %, ZOM, &
SRS B X OB SRR L, 2011 4TI 192 1
¢ 116159 Bl DB &8s 3hTwb, BAEDH M
it DB O34 — R~ Z R Mk TR CEELSINGE
figt& L, N"AYRZRER - A RFE, B
DR EEINT L L LD, DB Y br—
SEB QEF ) 2 &2 & 225 ZH D case-control A
DY —AELTHFHENTVS., L2LLAR2ES, #E
# DB O dy & LTHAROEN % GUE - R4
RECOFW) ICHTL2HBZLEEATRL50D
WoORMPHICHET2EHZZLoBBUIRTH Y,
RERRG OFMIBHR DB L LTE SR 2UEZNS 2
DIZRIMEROEM 7+ u—7 v 7E#EEMA L &
BLRURTHSD., ZOLSBHERPS, ARHAKTE
H #di DB & 742 )8l DB GBr A= JAERR A SE A v b 7 —
2 :NRN) (NRN-DB) ® Y ¥ 7 % #&H, i DB #f; D
WEB X OF P BRI & &2 BEE L7z,
—HREN—

M DB ik #RAL I EICE T, ORZLER
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BIXUHMW T S HERk DB B X O°'NRN-DB
i DB %3 & OFEE O B THEHERS 25 5k 2y, @&
Bl 7 DB MG Z & 72 o T O MBS o & P )y
W, EWHLNICTAHIE, S5O SN2 DB

ZHWTHEE~ 7 % ¥ A FAEE 5. & i i A f i )
D3FRTHREDMEERHLPICT S L, &AM
DHME L7,

—XREFEF—
1. HPE$% DB & NRN-DB OERDEEL S PICHEE
(ZBAT 245

H £ ## DB 1& 2001 4E %> &, NRN-DB & )J5 4 57 ) %
TFFERE (924« A IESE - RiHIR) @ b & T 2003
ENSBEDVHBENRTHAEZEZHT A, M DBO
2003 4E~2007 4E O 54E MU S 7S % dkE 3 %
& & L7 SAERICM O DBICEI L T\ 5 ik
140 Jtiik Tdh > 72, W DB 7 — 7 #kE I » TRD
X9 MBI EAT - 72,

DAk DB : #Hii%A 5 07— & 3 BFH K4 H B

Ih, 3o ALT— FMES Rkl 441k
MR R ENT VD78, T— FRIBRITX Y 5 40
Mgtz L, & S5ICKHZITBIT S 1,500g LT o
PEBIZ I L2, kT, HER DB ISR Rb o3
W5 T AR\, BRI & %A
LChtig~ 7% ¥ 7 MEROF IOV T KA %
1oz,

(@ NRN-DB : #litigk 2> & O 57— & 1Z BA K 2 B S
N, Midksn33 — FMEE 7z BERE 1,500g DT o
W REESIL T — 2 5% 5. F—FHHEV—F
WHE UCRH AR, #00% - o iemisk, BaIEE, Bk
LR B A 2 & 12 HH O BHRILRERT 3, - Hukk
K, Wb, A7v4 FERGOHMELR EO 6 JHH D5
153, WARE, SURTREKGE - H) % &0 7257
WHHOB ARG, BLOBEER-1®R6 7 HPH -3
WIRTPHRICHET249HA2 SR Y, S HIZFHIIATH

HELTL6 7 AB L3 RIBEZREIT RO AT
PRFOLNTVD, I— FHINFEITE Y W5 40 fliFkic
BULMEONV—F YHHB L OEHMADEHE O 7 —
Yty M) EMHL.

OB RIDY, BHEKAVIOEH T DB
DEHHBIZE TN, BRO—HoOWREEIMKL, 2o
ZamA RO B EASE WIHE & LTV AR () 4R
WotER, HEARESD X 05 ERE GRE O H)
O 4EHZMREF—HH & LCENL, NRN-DB %
CSVZ 74 MLEL, €527 74 VA —H—ERITE

i 1417

L7774 VEHKERDB & DM (—Kk~ v F ¥
T)&fiotz. E5IC, BRDI A v FRBUNT 572
o, AT H TRk % & B W AR & N 2 72 2R
< v F U IIEERTY, T8 —HERBIUA-HD
P %2 RET L 72,
2. BIANOHE~Y T %> 7 L (Mg) 5 OBKEEF
EIZ (VLBW B) FEAOEEICE T 245

1. ORHIZE o THMWTH o 72T =5 DH b,
TR~ Mg $e5- 0 F AR U 729 2 Bk Mg 1§
JHEE (Mg +#6) B L ORMHBE Mg —#) 0 2 D DBEIC
GV, MR 3R BB TR H OMYERR, K
DQ i (DQ<70), EBEEE, CTA»A, BHEE, IE
JIBEE S X OVF 8 BAFH)) 025 58 2 Mt U7z, it
Bz e g, x2 Mg a Hv, 5% Al o4 K HE
Lo THEADY E L.

1. HE$® DB & NRN-DB OERDEE L S PICHEE
ICEBY iRt

2003~2007 4E 0 B35 40 ik 2> & H #El DB 12
BRI N7 VLBW BIZ 9101 B CTH o7, ZDaMhT
NRN-DB {288k S e WILEBI A 876 Bl V), DB i
RxE gL 0 1% 2 0 B B0 8,225 (9,101 - 876) T
otz —Ji, 5B S MRk A S NRN-DB (2% 5
SNz VLBW BRI 74131 TH -7z, ThHOIERD
B CTHRER—THHE LA4THI - L7 =% 1
5825 %12 ¥, HpElt DB & NRN-DB B2 & 72—
W~y F v TRIK L 708%(5825/8225), 786%
(5,825/7,413) Td - 7z. HP¥EL DB A & & 72 i 3% Bl
2,400 $1 (8,225 —5,825) D# X, W hAh? DBIZE
mE, BLR, RIBMEDY, LIk 7F—FKH
LI03#l, = v F Y Z7HHOANIADHHVIET—F R
H 720 B, ZOMST7TBITHo7. —), K<y F
VIEEIC X 5 TH82B I 148 FII A v F L
D, REW <y FREGIEIZ 5677 Bl (5825-148) T
Hotz. IATYF 48 BIOHINIZ, HElt DB Ok
PRAEWAIAY] (A 99") F 721322, 5 Vi3l
DB OFHRERA—HTH - 7. ZORE, HiEkt DB
L NRN-DB M5 & A7z~ v F v 7RI % 4
69.0% (5,677/8,225), 76.6% (5677/7413) Td - 7= (X
1.
2. BEAD Mg 250 VLBW BRFEADSEICET
35t

Wt~ v F ¥ ZHER 5677 Bl 5 B, Mg i 47 it
B, R RGERIE, BURBEMAEGERE, WS
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< BERDB> <NRN-DB> (& :VLBW!R)
NRN-DBDE§ SR T HERDBD B R MEE% T2003F LRI
2003-20074F H EE DVLBW IR BikSh ., SEEFF & HIEAH

| 2&% 910160

M 74130 |

|32 876t |-

| HEH 8225041 |

TIYFUYT

& (HE) R E. HAESF., HRFEIREL. R

|—>X7‘y5°>7& s825f3) |
T

[
[ 54 . B HERERTIVFLY |
|

[
[ =R @) 2vFo T8 se776 |

ZIEPURY:, #E FGR(<3% ile) 2 Bk L 725 4,
Mg+ %, Mg—BEIZ &4 1,375 6138 X 12254 BITH -
72 WEERIER, MAAKE, Apgar score 1 5Mil, 5 7l
B X OBERF BRI pH 13 Mg+ BT 27.7+26GH), 1,050
+280(g), 55+23(), 74+18(r) B X 187319+
0084, Mg-HETi2279+25GH), 1,083+274(g), 55
£23(), 741708 BL7306=0101 TH Y, v
FTHLEELELRD LD o7, SBFICHRENESH
TWREF D5 B, WMk, K DQ #(DQ<70),
Pk, TAPA, HHEE, BEOEEBIOTPHRRE
AFBE Mg+ BE T4 4 53(12%), 41(15%), 55(13%),
11(26 %), 59(14%), 8(2%) B & 07166 B1(72%),
Mg—#T117(12%), 66(12%), 102(11%), 16(1.7%),
106(11%), 19(2%) 3 X 08365 #1(74%) T, Wihib
WA B AT RO Rh o7z,
AE@&J%&&%“ELi H pEdi DB OHEFEIC
Lo TARIBIZBIT B EWMEB O 10% IR BRI I
IR E Y, AR DB AR - Hi A W oo i e W i x
ETHFMDB & LCHMIN MBI > TE
2, —HTHAERMYED ROREICHT 2 HEHE
ARDBICIFIZIZEMETDH Y, RO T Y% W5
T BB O AERE - AR ru—T7 v T
BMED) v —V %MD EHPBIFEOREHEEEZ S
NBZ MDD, HAERE - AR E T 2 AR

B 1

BOROLOROT =T v T F—FR=2L LTIRH
1E, 1,500 DL o WA Z 34 & U723 A4 e BRI 78
A v b7 —27 (NRN) Ak Ko DBHE#a A LT
5500, MIROZ L7055 HEl DB & NRN-DB K
Ji OGBS H B VI AT - R
RpoTwb. Z0X) LBREHEARIZ) 2T, K7 —
FR—Z2OMAME M EMERE LoD, ERW
DB—#r A AR DB O &= 2> 45 H M1 22 4G A%
WHERTR A Z W S AL, RN % HER DB O%E
RS % Hig 720084 uy MYSHE L LTRIIE
iio .

DB #AEICH 2o T, TTRME % 2 DA AE#H
PRI D S BB RIERORETH L. Bl L
2, FEFEWYE DB TR BH KA S O B0 248 AN
FHIBE NS D0, SO DB OGRS
BV TR REEA LA 2 S hTB), &5
AR AT R, W (A AR, SRR 4 &k
RIZ FEMERERE SR TWSE, 2o L2

T, RMEICBWTIEW DB LT gsh, 2o
RO—F O REVEDME < A TR L 7z A (HE)
4, Wk, HEARES X O ka5 G o
AR)DATEH % DBERICHVAF—HE L LTHRINL
2. 851, F=7ENICH L TIZHER DB A7 7
AW A—7—, NRN-DB % Access V7 b & HWTw»
72, MHFIECSV 774 Ve LTERTETDH
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D, SHOEETT— 27T u s A LdhbviEdF
HLEoOMEIZIZEALEN 72, O DB &b IZH
A7 75 ATRELSTROY 7+ = 7 %ISR
LTt F— Y HHPBR TH 72— HTH 5.
L OKECIE, HER DB & NRN-DB BU5 7% & &
=Ky F U IRIIK A T08%B L 786% Th
D, XvF VT ENGD o EBORFIZERED O
F— 2 RI\FLRBERTF—FDANI A TH-72. A
WHWEH OWBR S N7 DB EREEEICB TR D AR
EhaZrid, v v F v Z7HANEOHKRO -3
FoTHREZBHEEZMEMTITLEI VA TH 5.
C DGR Z S 5 7280, KRB TIPS L O
FHRGWIRERRC I L C— Wk~ v T ¥ SBT3
W DB O—F M2 M Lz, ZofE, ok
RYFUTEEICE S TI AT Yy F LS N 148
B, WIS BERO AR E IZATI &%
Zbh7z. Dbas, SHEIRL7z 4505+ —1H
HiZ K4 7% EoM AN ok SN ey - 5
HRF— s R—=ZAMOMAfHFIZH I TIAT Y F
VAT DRNFREIC R VL EEZONSL. —FT,
MROZ L HoF— 5 WO EE LT 2RDE
EANT ERAEHRAN ThHrI L, wHTHH
DR LIRS E O NI
ARNFHZRTIE, DBHEMICK > THANREE 2D
142 BN ZEE LT, BANORES 7427 A
Peli LI AERTEIR O 3R PR E oMM R BE L
7o, BREE~ 7R T MG TR B L OV L G
WL UTHASEN SV &, $EETIRE~NDLH
- RHPHEoMEICELT, HRIMOERD %
WIZEHEN R IR 2 A L2 o RIF B4 EO
WEEESHE SN TWE—5T, BREMORHICL S
ROBEREE Lo AEREOY 27 bR h
TBY, WP OBENHE RO 7 + 0 —7 v 71H#R
ORFFZWZ D LI X o> TREHNORFHITHT 5
HEPHON LB PRI N0 THE. &
B OBETIE, HEE~ 7 & 2y A O AR,
HHVIIEELLEREYE, WEFGRLEDTF—F R
HdHHWIFROPHRIZKE BET Mo HF % Bt
L7z Bl & fillh U721, Wi~ 7% ¥ A6
A BNE K 4 1,375 BB £ O 2254 BITH - 72, Wikk
2B B R i %, HE1KE, Apgar score 1

i 1419

S, 5B X O BRI pH iV b AR A
ZRDT, S OIT3EIEZ ORI BT B R,
X DQ i (DQ<70), FEBHEEE, TANA, BIEE
IR EDORE, 7 O RN RE 2 30 2 Wi
Bl (71 BRAFB)) OBED W N S EHFINAE BT
O HNh o7z, Sl oK IE W #E O matched control
WIETIE RV 00, ST EEE, HAKESD
WEOWMMERE 707 1 — VIR AEBEF B,z L
Mo, i LHMEY 7R Ty MM OF I E
B7ra 74— I8z RIZL TRV 2R LT
Wh. E51T, B~ 7 A Y7 AOMHIEHE S %K
PERBEOIESE, AEEIIED 5 WV IZMORARFE D
B2 LB S RELEBIFED LNV L %
MRLTWEEMRENS., LarLEiEDS, LB
DGR L IRFUT DOV TIZ, NRN-DBIZB W THIE
B FEAM I H AT SR TOWIEBIEAD vz
BAEROMREENTETE RV, ZoMICELT
&, NRN-DB DHEATINEOHMHEREZITI L LD
2, GHOF—=5 2y bh b E SICHAER CHER
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