E3IB BRERGTIIER

HAMREARE

[ &) BULHEEE A4 BULH G

[2E324 ] thanatophoric dysplasia ( TD )

[EX] BHELE AN BRI, KESKENEES, KETT X4&hF ERHR
A HUBAR, RAHERDE , B v A R 82

DR ARRI]Y ™ E A KB, ERESIEARIARA . 22709 5 2 SRR 5 1 i IR I
WA /NG IR BN, BN A R A JaFs (k). BERBRE™ L /0N 5 JH b 8 S5 J5 1)
S o

B 1R BERZECMILE, HAEFENAEINE, S, MWEGEE/N, M2 b
AN, IR ST R A L RIBET

SEIAL: ITH 1AL, (H R Al B s A e, R it 4 I N7 A 28 SLAMIE S R iy
LT RG] .

AU BF IRIES A T4 [ B 55 T ALZ ],

iS#r ] & ok B ikl , R4 gni A1 732 1& (fibroblast growth factor receptor-3,
FGFR3) JEHN AL T P, CRITES 4 /gL ik b (4p16.3) " AERE R, IR &
s, RHOER S WSE R . AR RN GBS . XA I et ek
Kt ) fikitiz i,

BERRBERXEASHRERENERMELE

[ ) FERHCE R E AR TR BB AE

[2£32 ] severe achondroplasia with developmental delay and acanthosis nigricans ( SADDAN )

[E ] ERCE KB AR T BRI E— W E AR KR, FERMAA
B OB LL R R RS

[ERFRI] BE SN, OISR DB /N /MRS IE R r il BB/, W
kb, gia s, FIREMTE; VOO RRRE . KINESH S5 ms DR, E AR TR ME T
BB

SRR E R I 1) B IR, BRI B R L TR AR, 2R )L AL R

F8H SADDAN (1 8 LA AT LAY 21 28 47 ) FUBLAE

[i2#1] SADDAN & —F i e iR pavist e, i THIURNIAAIIE T FGFR3 B — ML
MRARGRIZBREE . GAW R Bk RIEDUSG B A, an A A R A . X Rk D
S DNA Kl v] 12 .



REXEA®

(X&) HEREAS

[#£324& 1 achondroplasia

[EX ] B R B AR W TR AR 8 38 AR i S 8K B AR K B, FZRM
VLIRS, Tt i W — P R ARE

[ ARFRELY AN 2R ARG 05 5 WL D o 6L s sy RIAT D JHG B A B TE 6 i AR 0, 3
o 22 590 LA S 328V WA Sk o PO S i B i M ReRy b v SR A . RBJLBRWMERD , =R E RGA, F
P15 m BN 135em, oMl 123cm. SCHE LA &5 62.8cm MHRGE . BILSARM T ALER L L,
A AR E T, P N BRRE I ReE THFBER T 7, TAMRIE R NIRRT LA R KR T 1/3,

KR, AMEFARERBUK, g, S8R, mri, EWE, Sl (2
L) THR, REEESREUGFHEERE. MmN, E S, s, B, D
JEE N BUE B RErER 2t . THERmA, 00T, Wil 4, 54—, 2. 345
R, WHER—E, Bl EDORT . ARREMINSIEREZR . TRESDIE, EARIIPES.

BRI, Ftitr, WU, YIRS

28] Wik . OB /NSIKTREAB LG, 23k EASEERGE, LK.
R FOURATE . B0, BEES . RN, BT, @8 ). MIERALA & & ¥IE
o OFREEMARUT, FEARELER. @A MR EEMD, L2 HEEwsE. &
BERZIEIR . HHEA O BYBRIRIE .

K Jrik: PP HDE AR A & DNA Rl . X 2kt

fiae K, FIASE L, TR ML EINERESE , (HSURALN, ARSLAS /N 2 e kAL

KA, §TE, SEEZ/N, B SRRSO, ERCTIAL, WILEmE vV
oI, ME e E O IE A VIEYILEZ b, T E DR, [T R B A
WsERESE . TRSIE, MK TRE, FEEREK TR,

HEMR IS BED8 /D, AHA A A 0 /022 P O JE G B2 I DA AR 22 B 8 — A 2 58 T
HE, HES IR B Z S /N BRI Al WHES DN, A 20 HER B 22

HEMA, SMREN, SEANER, HrAeayak, AHNE, B 5Bk RN
Fro BhERE, M sEmiE. BMAABUR, JE IS

FEMEEFEARE

[(hxx&] FAEAS

[ 2324 ] hypochondroplasia

[(EX] FEMEBT AR —Fhsfeh, BEMBIE/N, sl FHEAFAER, BER
T 2~4 Z A,

[EERFIM] HAERERIEA S, S5, KESLCLES IER . BAER Y] 2~4 S EHERE
G, T RIS HOR RG], AT E 2 58 H SR R AN I R AZ e, A SR
IEHS5HEEEASEMR, (RN ZRIFREARR, B GHE K EAASER DL,

TN EBAERE—FAK T EHCE KB AR, W5 B Z AR &5 128~165cm.
AU B ETE AR R A A SRR T, (HREE RO AR 8 25 B R PEGE, Wh
SR SINIEM S HA ERE, IMIA 10% HEEA PR R Z IS

HIEW AR, ArRessA AR 1 E



£3T BERETLER

2] 20 i e R ARG, (T4 4 STt fk b ler qean o B K 1321k (FGFR3)
B R A8 . KRB F NIRRT, HXCEHP— A hEHE, KT, &9
PE, FIREA 50% BERBIE AT .

LWIRYE L R RGBS, ST AR R AR AT (DNA K X ZRAG A

Blomstrand type X B X B A&

[ 1324 ] Blomstrand type ¥l & B A4

[3£324 1 chondrodysplasia- blomstrand type

[ X ] Blomstrand type #CH & B A4 — R WHIBGEIE e RSN, FEREN S KT R .
(EARFRIY BN, AR E R, 5™, B, SR

(2R 255 IRIRRBL . ks 2 W

REREKAE

(e ] B mikn4

[ 3324 ] achondrogenesis ( ACG )

[EX] HEBEKASE MBS ERAEAR, BCFEIL. A5 T 1936 4£5 L H
Paremtl $2 1}, J&TH Y OREMEEE . BB i 101X 587 88t T8 LI

AN EASRPTERTSE CERMRERIE ) s —Fyo, FERI S %
AN BN R A S . R BILR T SR E R N s i 8 TR AR LI, dA R L
L BEST AT SR A A

[iRRRI Y A5 FE C LR TiZmn 3 MIB, 200000 1A BUECE KR 4 1B R14X
HARAA 2 AU RN A 3k SO AR BRI I RE AR | ARAE | 3545 28 DL R st A% Tt DR ke )
FEY, Wal BEAFE A R 2R A, (HEHRRIEATEAE .

2 BUBCE MR AN 4 LIRS, IR Es /N, A B AR ; WrTRERIVEH ., B4
LA, MRIRGTARARAE R . FiAZE ), AN, LT, WRMAEER. EHE
B, SJLFEHAATH & G LK . Rk, (HRTE X 2 BRIIEH .

27 ] 0l A 22 WibadE: OlGIR FEA ™5 R R /NE, HIRTWE. Q%
PR F2 R 1 AR A0 2 B A A 2 RIS B A, R s BRI
HALRHT, HE AR R, @ X KR&fHE: 250z g, fHE. HiEse2IiEt.

(RS H Y A 5 HAR S8 B A RYERWIERE K E A% REERE EEA 2 NI
FEALGRATAH S5

1A BRRERKEARE

[z ] 1A B AR A

[ 2324 ] achondrogenesis type 1A ( ACG1A ), Houston-Harris type

[EX ] 1A BIHFCH AR 22— R WA B AL, LURE M TE i N R iE. ACGIA 5
HoAb s AL SR IB AN R], 5 538 A TR A A G

[EARFRIY BB, M, Thasadr, SiER, SHEMEEane, 30,
iR B, IR, AR AR

SR ] BJLAE I A R B TN | Sk RIRARIAAE , PRIARZS 2 B2 e, X 2k A ]
WUERE - H A RRETE R I, DUIBCH BT 9E, A #O/ N



1B EMmERKAE

[#322] 1B AE KA S

[ 223241 achondrogenesis type 1B ( ACG1B ), Parenti-Fraccaro type

[E ] 1B BHCE A A 22 # 5w th i H N —FIEC, I SLC2642 BEH 287225 R 1)
—Fh i Ye o AR B AR, 1Z 2RI AR N Parenti-Fraccaro Y, FEARAE N ERRE /N oA
fEFREIMZ2E . ACGIB 555 B E 5L %,

[EARRIY SN, Sk, SRAE, T/, SEAER, e, HEg. Heg. e
PR B A4, #EREEsE, KSR, MEts, FRAEm, el aess e,
ALK R 23 BB TR s Al

2] WEEGIRK . U . HEURI2ERHEIZ I 1B BHE KA 4

DNA il SLC2642 (DTDST ) J2& H i C A B E— S iZ00 A OC RO RE IR o e PR b T 2273118t A%
AR SLC2642 (DTDST ) 2ERR#L; W THI> Tl AR & it SLC2642 (DTDST ) 2
RIS DHURF, ATAERS IR 1Y KR AT 4R 40 s rh B AR AL

Torrance 2R FHBERXREAR

[ #3221 Torrance R FHEH K EA R . Torrance BUBBIEME - FHEE B AR

[ 353241 platespondylic dysplasia, Torrance type, PLSD-T

[ X ] Torrance B V- HEF & F A R JE— Rl LA s Mg, R B0 /™ 5 i i 2E
KEAL, WA AR AR A AT,

(i ARRIE] UK BB, FHEmF, B ED, KA Tahm e R, ik,
FERE

AR Mg, E RN, SRy s

[iS# ] 32K IR R AR 28T

FEPIRLIN . COL2A1 S L )T A AT B T2 W7

CERSH Y AHRIAER TS, . Jds (b)) 5E . BEsEm .. BAOET - BRAFAR -(4h)
JEEJURRSE

ERMEAHEBHBEREAR

[hxx&] EREAEHEIHRATEAAR

[ 22324 ] spondyloepiphyseal dysplasia congenital ( SEDC )

[EX] ERMEHEHREE A RE I e O BB, AIEH2I0 1/100 0000,
fi Spranger T 1966 4F B KHGE, IRRLUZR/NG A W E 85 AU FHEA R RRIE. 240 SEDC 1Y
HREMT COL241 SR AR, KZ4 SEDC MR AMH 5 12 T Y AR KR T4t T AR )
COL2A1 FENTALAT R, COL2AT FEN 285 T 57 T S B — L B T RURE IS0, 5 LAY
I PRFEBLALHE 1 AY Stickler ZEATE . Kniest K F AR L2 BUBCE A A4 BT . Wagner ZEG1IE
Strudwiek BIFAEH THim A B AR

[EARRIM] SERUEBHETH LT AREE HAER SME/N, KT UL EREAER R/,
T FIERIE R KN XA R PRE 2R o S B M B R B IER 1. A S
R ZE 90~ 140cm i [l . BULEAER I I R B AR 2 i, X nTRE st ma v, HL A
ARG R A RMER ) SO R S 2URE NHELL I N 1 T iE (RHE R ). ARERTE



£3T BERETLER

IR SRR A OCT — BB B LI AR AT S 2L, A7 I 2 B s B2 A LA B AL BE S 52
Wi BT IR P, AL I BB

iSHr ) e KB EIR AT AR LR COL2AT FENMRA, XU EE R THHmE, 173
AE, AREHEATEA S S5 S, Bl TE A RIRI TR, BB B2 Wi B SEDC B &
Mo FEAMREIRAL 7 AR A A T2

RS ] e RIS HRZ T A RAVGERAAIE S BARSC BN ZERL, a0 2 RUECE K
A BERKEAR, (HRERABEE B,

AHETHRRXEAIR

[Hhxx&] BT Hm AT AR

[ #3241 spondyloepimetaphyseal dysplasia ( SMD )

[EX ] HHET#asm & T A RAE—F 2 m A K s m, SURMRMAE . FeaEvk iy & 58 LA
SRR, P95 110 44 R S s 120 SR MRy (R i AT i s ).

[iEARFRI] Strudwick BLE LA B bR/, SRR RN, TWBCRAER 4, TNEH K
AN, BRI E CERM R FMEMERTSE ), ATRESsREmanFng, SERAHER (HER ) BUZnTig
ST A 1 Y KURS:

o B R A HE S T CRAES ). R ol (XSG ). #EOCTT IR 5 |k e P e L K i
Wi (RHIERL ). 2 REE W BRI 2R ARE, ST R, —2e2 LA
A 24 o R AR LA B R X I 4, L A D

Pakistani BRI, J2—FE LB RSN, EEFHMENSMZ/N . BERR . BREFHE
MY PSR BOCWIR, SRR T E TN WTHE . B E TR . T R S
H.OBMEAN BREEmE . B IR, ALBE RS FE RS PR

IR IR FE S S A . B BB BN E . RIRHR RN L MERRLS

2] G RIZW =245 5 IR KRR . DNA KR SEAR R Aok ik 17

Strudwick 2 J& & Ye (o ik W kmts , Bl COL2A41 FEH 9875 5 R A B AR B 1% b iy —Fibr

Pakistani AU YL (R BR B AE0 , HHSUEREI] 3'- BERRARTT 5'- BEIEARIER & Bl 2 ( PAPSS2)
FENRA G, ZEEHAL T 10 5 g AR . SR 2 PR AE AL 35 808 0G5 F0 R 5G9 B il i 1B iR
Gz CPHE. SCATRIBRAS /N . RUHE ST R L BREETS  DL ST e (R R B
T o

CEFNSHT T A B A PRAE IR AV 5 e KM HEE B R B AN RIS, fEJLEW, WL
b X4 B A s B ST DX 2 A S 3 T A

Kniest R EAR

[#32&] Kniest KHAR

[ #3241 Kniest dysplasia

[ £ % 1 Kniest & F A R A& —Fli WA B 8% B KB BN, Fril2 B M2/, WP XK.
B EE AT (R8T, Kniest & B A RAEMRFEA I (collagenopathy ) I AT X — Rz Y

CiaPRFRE] AN SRR N, SRTFIDU BN, TR AR R ZAE 107~147cm; #H17
PERIOCTT KA, DAOCTIG SN2 R, Sl r FOE B S IE B A2 R ik SE G RE R AT 5 &
KR

FAAY AR B i RS M FIEMERT ™ ) 5 IRSATIER B REg R, - FHE, 1Y



BB HMAAIE , FHERIMZTY, /RS BRI L.

— S LI AERIAT ISR, B AE Ll T AU AR I L BT D, i R A A S A RE R e
M R HR B e UL, ol T HAR S S e s AT 13k

(i2 87 ] Kniest & 5 A RIEEACHPORIE PR —Fl, T COL241 FEN RS, 45 IR
R MARKA . AR A DNA R AE ] i 2187

SR i% M B SR E
(s ] RWEPEERIUAE . KA . FIETE B AP 4 5 W W BEAE . RIGVERTE 2380 . a4y
KAE

[3£324Z] cherubism, familial fibrousdysplasia of the jaws, familial multilocular cystic disease
of jaws

[7E XY G0t L AUAE S22 — i DL ) R P A0 A o, JFE R B AR AR S XU L B XA
PR, B R, JEATEAIRTAERED “BEEE", 52 D4 L b i K e
PR ST AR, A58 KAd

[iERFRIY B RRA LR 2 5, KWFERA 6 MH 27245, 75 UHHRNEL
JAR, B B R R o s Ik

ISR S 10 A S N3 T N w1 D41 N /N < el N P N 1 L N TR T2 e = T T
TN, mifEAE. SrEER, ROFECHAZRI.

TEZ B0 R, SR K B AE 1 & W ED ] & 3, Ae fe 1~ 2 4 i il ik A B
i, AT B IE A E I A , T  R R E A S S B R — R AR, R P AR R T R B
o W EWERAL, TG . NIRBRATgE N LR, SO aIUE, e BRI SN, 2L
(A AR ZS B, HAREG , BORLp o L sl /D48, SN R A, & fa A G 0 ol st
&, TTHAARATREAR , Z bl A R R s

A Bl AR el , T HA RSN 75 .

[i2#R ] A8 A K IGER A IR, X 2 R SR A0 XS AR MR Ak, mT LA 2 2 55k, mZF
g AN prEE, hAERE, A/0REmE, BB AR, AL ) ]
PEOEIE . BN, ARSI AT B AU R G S 2R, A Bl glR, BRSO AR IX T
IR AR, DR A L BE, AR I 2 R

(320 ] 5 5 2400 P 25 i A rr B 48 e AH 25 501

Carpotarsal 5 & &R

[ #1322 Carpotarsal ‘BB K

[ 3324 ] Carpotarsal osteochondromatosis

[E X 1 Carpotarsal ‘B HCH R /& — M WBR , T ZERAAE g DA T2 B AR B S o 2B R
BT AN RER I T TR R, IS S EE R BIRRE, 2 BT BUR IR E -

[ERRIM]) FHEFE, FRIMR., 3020, HES S5, HEVEmE, WS, i
BRI B2 PR o

(28 ] 2565 I KRR IANGE Bk A vl 28

Craniofrontonasal £ &7

[ 1324 ] Craniofrontonasal Z5&HF



£38 BREAAELER

[3£324 1 Craniofrontonasal syndrome ( CFNS )

[ X 1 Craniofrontonasal £ & ik & —F X B L BT, WHEAHREEANR .. FH A
PR BRARAL Bl Sk A RN ER B S, T DA P R AR R PR R G 9

[EARFJIL FRORTEAH: AME B, BB MRIE, A iR Ien "85, BESEIE, il 5+
W, OWEOK, SRS, REMR, REMHER.

FERMEMEAHENFE (L) B, SRR, B985, SERBEEBRA 78— F 2
Bks AT BERREAYICTY, RAEE, ARV BORRPIEEIE, ERAFER.

(iS# ] 455 i PR IUMG B R A v 2

(1) X wEmERm, ZILmEFramse i ;

(2) DNA il : Xq12 i EFNBI KR4S,

Stickler £&1iE

[ #3242 Stickler ZEGIF . Stickler &5 55 B B AL WA B AR PR LR S AF

[ #3241 Stickler syndrome

[7E X ] Stickler ZEAESE: 1965 4 Stickler %5 By Je4fai iy — i Y R Mgt A% M e i 4 4 41
BU, RIFELAHR 12 10 000, FEAERSCTTERG . HPRHE 5 AR SR . HHE .

[iERFIY EZDIRES .m0 KT se i AR e M A4S, 7E s Sk e i v, R
RIRAR L R, R A, LB AL S A DR B 8 e LA A5 T

Il R I FE AR IR A4 B RRAIE

AR . DU RTA JC A IS, 148 25 4% TR BSMIR LI s I ; WA, A
DIBR s AL B 1) AR, TR R AL, R G R

EHFE: REAS, FOKT, B, mr, SRME, A, =R, mat#Ek, sl
T, HE, AR ESSE, REE, BB, BMEE/IME.

Stickler ZE & fE43 Y .

29 75% ) Stickler 5 A fiF £ & o | 7 9% 55 (R e 78, J& fly T 11 8 i Jist 2 11 1) 05 A
(COL241) kM7 (MERRAS . BREE ) ek, XERAR FEGENGMIERLL, mhs
w00 PR ST, T AR X I 18 465 4 2 2 0 R R LAY (Y Stickler ZEAHAE

HRTH R A TA B 23205 B LAy T A 2 E R JE R, 454 R4S AR Stickler ZE G1E 4 M
3ANA .

I A1 (STL1): AN T COL241 v, FIF N 1 RBEES IR 5 (AL ), k. T AR,
RHET COL241 (AT 2 (92875, HA Stickler Z5 G F IR AR, LA BFW, [ B A,
COL2AI 5N 1 2 VISMOZRAS, PR Stickler Z54 HEAOIR A2 LA 2 B4R 1E

Il # (STL2): A5 COL241 Jo K, i/ T Y& €8 {4 1p21 b () 4 65 XT Y Jig Ji 1) 5 [
(COLI1IAL), EHmWEXIURIE IR —2 2 REE al (11), FHA T AP EIA S (SR, kK
FEPNAUAE AR BN 4 B AE

M7 ( STL3 ): RAVT COLIIA2, RAG4HRM, MICHRIRFEIR

(287 ] BT Stickler ZEAEA AT 84 JE R 5 2, HEORI P r iR Lol I
PRI X} Stickler £ A AFFEA T SE IS WA B R ME . FLIGIRIZWT B BT o5 —beife, SET B as ik 2
RUENFAE, NG — WS, TEBEEERERAE PR AR O JERE b, 454 IR HAtbRE IR K 11 T 358
W5 A6 T A — BB AE M MR T A T2

Stickler ZE A AiE A I PRFE I EZRSE R BIA T H, SMETTA: O 6 FRiHhIinil; @M



DOR) R L 1L T P R o) R0 25 s 3 SR i A7 55 1L D AR M 5 AT Beighton 43E 5 5 A9 G 1 1
SRR, WA BT O AR T U 2R ;. @BRGE R 2R Sk s OISR T AR
Snead il Yates HfE#E M IZWIbRIEAE SC R MBS RS0 9 SERE I, B0 IR RBRAY 3 TRI a2 Hr .

(45012811 5 Wagner ZR G 1iE . Marshall ZE51iE . Marfan ZEGAE . 211 357 285 A4 00 D9 JR
A FHSE S

Léri-Weill X & & pk BET§

(302 ] Léri-Weill £0CEAEBERT . Léri-Weill £Z551F

[3£324 ] Léri-Weill dyschondrosteosis, Léri-Weill syndrome

[ X ] Léri-Weill ZEGE 2 —FP 2 0L LRI, il THEGL AR B ARG R IX A9 short
stature homeobox gene ( SHOX ) FENRAZFTEL, Léri-Weill 08 Az il B g 5e 4] i 1 [ A= W2 R %
EEL - H (André Léri) AL - 5K (Jean A Weill ) 7E 1929 44 H.

[EARFI ] Léri-Weill Hei A s B8 SRR/ . bea il 3o ke, s
FEMFIEAE ( Madelung’s deformity ) AHSCHR, SEUREARTESE . RELEAE. R Mbe Bt
K. FRiSE . oS TR E A RE SeE NG, B E B TTRE S fE St

[T ik 70% 9 Léri-Weill 0 A R 8 & & i SHOX &R BB 1 i o

(50287 1 Léri-Weill 30CE Az il B 5 FN S FERE i JE A A AR 25 U0 B 0GR , 2 S i e S i Y —
PR A, AR ) S R M A 110 22 57 2 B AE Léri-Weill #CE A2 B — B S 1 R & B
PRFAEN, DhERE AR 0 B AT BEPI A (B W B, 94h, Léri-Weill 0 A i RS 25 52 1
EmBEERT , SRR N2

Ramon &E&7E

[ #32% 1 Ramon Zi A 1IF

[ 3324 1 Ramon syndrome

[ X 1 Ramon ZEGAFS&—F UL AL MRS . FRIE @B G, AR W . &)
BEERRES Z (ZEAF ),

[Pk FRELY BIMACHE, A URLFAERNG, oA I BE, BagEaiiEa AR, ERKE,
ZE, MIEATPERRNBET R, BHZIL,

(28] @R KRR . (AR . SRR A T2 .

DNA fir: X YLtk A 5 Wi (HatEssa ).

I & Geleophysic X EAR

[3z&] 1 % Geleophysic K AR

[ 33241 Geleophysic dysplasia I (GPHYSD 1 )

[EX] 1% Geleophysic & & AN R E—Filn K EMZ R BALTERR, & ADAMTSL2 3
(6PHYSDI) eI Ba A2 M5 &2 /Y, W] BB JE H fibrillin-1 (FBNI) H[H (6PHYSD2)
41 1 42 A5 G R AR SR G R

[EARRIM]) BEMHRTRSE, QWA LB, SR00F, APk, BET—HRI 532
vi, WZE, BEEMISE .

HATHER A KB T S S M/, T W/, BIER, XWEIZR, ORI, K
RRIGIE, K. #FEPAEFBOTRIIGRAS . BILERLT 5 ZHl.



£3T BERETLER

[i2WTr ) ADAMTSL2 $:H ( 6PHYSDI ) %875, FBNI 3N ( 6PHYSD2 ) 41 Fil 42 4h i 158 7%
K

MEIEEREARR

[hxx&]) FEINEREAR

[2£32 ] cranioectodermal dysplasia ( CED ), Levin-Sensenbrenner dysplasia

[EX]) Fig MR E R AN R g A RBR s G e, 2Ry ok T fmide b, L
SR . SNSRI R

CiERFTINT fige b, K, MmAEREUE, X MEJh, =X Eshhikd.

fRba, TeHE, feEim i E e, BIBEYE, B, SRR, NIER, Rk
7, REEL A, FREEAS, FRHEA, Al FRBEKEARIE.

JFRERh, s, FFerdefh, R IRIMASEE, MMEERAR, HTHETEAe, B
vy, INERBPEE R

[i2#r ] w0tk RrEm s, 2560, IRRRI., Mok d (XL kd ., BAkdl
K CT kit ) ML ERd (Fimfleakd . ks ) nlfgihiem.

| B Kn - BiREEREKETE

[hxx&] 1 AR - B/RBLERE LR Gk

[2E32 2] Weill-Marchesani syndromel ( WMSI )

[EX] [ BFR - BRELER R i Bk Je —Fh ZE WA S5 40 AH VB, SRR E N B bR/
Feadt i . A IEEE L R SRR e . ADAMTS10 55D (19p13.3-p13.2) 4li 45878 SHEOZ LR I &
4. B LB Weill-Marchesani 25 & 1IF #1 Weill-Marchesani #£25-& 1iE & 1) LTBP2 ( 14q24.3 ) FE:[H
RAEBEEGEAE

[ERRIM] BHGMEAN, BHESHEZABE 155em, TS RHZANET 145em, BHH
TR RO A A R Bk

DB EARERE ), R EE R IR o O RSP B B 3h kS
g IS BKIEREAE . QT MU | AR peAs | —A0Meliiae . — 2Lt T BB/, @
FIRE R BLOCT T E L

iSWR) 25605 . IRIRIEIR . RAELUR B RG A, I X Zerkds . AR A S 2.

DNA il . ADAMTSI10 F£[H (19p13.3-p13.2) 4li& 27K .

T8FR - 5RIEREESTE

(&) TR - BREEEE LR G 1L

[ 33242 1 Weill-Marchesani syndrome 2 ( WMS2 )

[EX] T RFR - BIRYLEE LA IE & — R fibrillin-1 (FBNI)(15q21.1) 244 T4
SRR R e R, TATR - BRI RGAIES T AVT R - B/REIEE R LA fEIm IR
SERAAML, TR - BIRYEE LS ME R 2 ADAMTS17 ( a disintegrin and metalloproteinase
with thrombospondin type 1 motif 17 ) JE&PR &A= 4l & F 24851 ALY

[ERRIM] BE BRI PHETAR, FRED; ARG ZR, 501
J5, THeMRESE M,

BEEMBN, TN, BRSO R 0, T HIE . B B O IR



P/ RANE A7 ) 7 N
[i287] 25600 . IGACEIR . IRAF DA SGHBIAG AT, a0 X £k Ay . B K S i i
DNA #illl: ADAMTS17 J:[K & A= 4lif 19828 /]

[BE%-8-45 (k) KETE

[(hxx&] 1 BT -5 -4 () &1

[ 3324 ] trichorhinophalangeal syndrome type I ( TRPS1 )

[EXYIBER -5 -48 (BE) ZRAEE LUK BA . M A a8 & B 58 HEEERN S
DL B R, R e R ks L, DECH R

[EARFZIM] [ BEL -5 - 48 (BE) ZEAAEH Giedion T 1966 4F i Ik HGH, J&—Fhi Jen
PR AR, G R s Sk B B R DR E -

FERN IR EAERKGE, miikbrds, JHEIMURG ; MiHEERI 82398, A
AR, B, T EmEMR, SRR tAh, BEATRES N BUE T (BE) BHE .t
BRSBTS RN

(27 )] 242 2RI AF IR P EdE s (RS ) IR 2T

W LA REFIE R AR E 2R . TRPS T BUEYe (O fRAZH S5 % (R 4RAE /D

T8EX-5-3 (i) K1

[hxxg] IMER -5 -3 (fF) ZEB1E. Langer-Giedion ZE & 1iF

[ 3324 ] trichorhinophalangeal syndrome type II ( TRPS2 ), Langer-Giedion Syndrome

[EX] NAEE - 545 (BE) ZEAMEREUREEH R TRPST FiZ BYEBYE (exostoses, EXTI )
FEH, AT YK 8q24.11-8q24.13, BN K Z—FhSRIE SENZEGAE, A REFEF AL, 2
— MLk B R B SR OVRRIE R WAL, R R YR R, O
[0

[ERFTM] HErE AR DHE, HARWAER AN S EikE, T8EL-H-48
(b)) ZRAIEads | B ) EXTT 36 R SR F s gtk B B e sk, BRE T B RHAE SR A PR )
REBEMZ LM EIE, EAMZ G AR 75 5 UL T TRPS 1T AY,

G LT WA Bk . S BESSUS RS M R B IR M R MEAMEBYE; IRATRetEA 1%
SHHE, BEURATRE, FE. PIEBUK. Wi MR G TR R kA I E R
Yoo AR PEAR MRS . FARBRIDAEIAR . AR KBRS IA R . I - RS A B | BRI -
R PRI A S e L B 45 o

2] 456G . IRIRRIL . Ak A fsi Bzl (X &h . @Akd ) Sz,

DNA #ill . SO SE R TRPST i EXT] P4 58 A8 e S 4G

[E5128 ] AR EMEAIZ, 456 X LR RESWIAME, HFES5LUTFRRE .

(1) Larsen ZEAMiE: B, AUaized . IREEMGSE | &k &AL LB, B, FNAE
AR, PUROCHTN  F5B A, AR CEHERY . /) .

(2) Ellis-van Crevel ZE51iE: . &b, #ifs24 (), 6448 () PAEAR,
HE R E L, by fa sl f e b 45

(3) BR -7 - BEGAIE: BAMEH . B, SRR, EJIBW, /0, TR F
Rl A B BIE, B RN



