275 RFLITAIVIEBERBIE

1. =

BFRITA) VI BEFRIE (thanatophoric dysplasia) [& 1967 1= Maroteaux HAIRILLT-FREELTER
&L 1=, "thanatophoric” &1F death bearing (BISEH) ZEBKY HF VI vEETH D, THHBIIREFT I
[CEBIEERRERE) DERLEMRTHD, MEFHIVEERFZEARIELCFOREREENFRATH
FESTHIENFIBAL TS, TD X fRFTEN O KR ENE i (ZERALER)L. BEEOEBOG M E
ELKBEOEMIT VLG BEEENVO—N—FRICEBL2B(CHEINS, WTHIZBEWLWTEME
DEMEICESMEMER AT, NILKWEELGY | EEDOTFREETERT  F-EREZELAEHELET
L. EETLERMERETHS,

2. &R
REORRITFHEF SRR FZERSELTFORRARERICLS, 1B THERDELFEED
EhEENIRESH ., 7I/EEDE #2 (Arg248Cys. Ser249Cys. Gly370Cys. Ser371Cys, Tyr373Cys) 4>,
BIEORF DT I/ EEA~DIE 2 (stop807Gly . stop807Arg. stop807Cys) L EZEF|E# 2T, HARATIL
Arg248Cys H' 1 B D#) 60~T70%IZH LN EREH S, RUVT Try373Cys HY20~30%IZR 5N 5, TN LS D
ZEOBMOEENMEHEINGOEDD, ~10%FEEFET 5. 2ROV TIELHIT Lys650GIlu &
HREEIN TS,

3. fEIK
RIFERLEEREEEDEMRERD. CNIEHIGERIKRESICELL, BBEEILEEERL. FIEELRESH
EEREOMEMMNIEETHD. WBIFEMRK TINICEDFRRLSIEIRE RS TR0 HE AR
1R RSB FIC KD RS DRREELEE MR TH D,

AEB(IEIREABPICZDATREMZRHONEHEHEL IRIRDERETIHIEIR 16~18 BEULV o= 1EHR
b AN D ERALERIERERT . IR 20 BD%END (XFEAERBEDBEEIAONT, 1R 30 8
EMSIEEKBEEEITENZN, CNSEDOFRRNHNIEREELNEON ., EIHMNEEERELTIEEK
MER: FGFR3 BiaTFNEEF#RHTHLTREZHA TR TH S, 1=12L. BEFEEHTIER
RETHNIEZHIIRE T E0. thDBRREEDISAICIE BHIIFHDEETHD, T THEL

RIRDI3RTAYAIL CT OEMICKVIEEZEICNZYBLIENTEELLIIZHY ., hDERMKEEL
BOTEMITESIENTRETH A LMD, RSN IEENMEATETNS I-FELLUNT VB D
BRENHAENDBIGICITEETHIMLENH D, BEIFRENAKRENIELDL, PIRFEBRIRICAE
HERBEBRTESHOEEDGENEEEILZYDOT Y,

HERIIFRAEDO, FREBLTHLEVRERY . BHICRTTEIENZN, FREEZTo1-15
BICE. RPEGFELLAINRESN TOEA, SSLEBAEHOBEBHLSAERICEAL T, ERHED R
MOIEBRDBHDHECATHAM., BEDOHIEELTIZER DKRE TOH A — IR TEGELMNERDNA
%, MIZMER KIS EREDFREEL AN . REDREA LGS,
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HERDLUN VW TIIEREEZEEDEMR. KEGEER LRI O RIE . ATEEAREH A%
HMTHD. MEDRMBICIYBABIEZLERR T, NIVELELGLS WELEHREREIZLEHLTS
Y RFICKBREIE, EERCTEREDREREOERE T I HREMNLEAETHS. F-REEFDEHIFT
IRL. LWhR DR ER LPRIREREVSIFTREH D, EMIIR L. EERTEIFEUFROHFR
ZEYTHN. HBEIRND HEFSMUT. EREBEREMRTHS, BRIIBEENEEARDIE
MEIZEYAREZRL, BEKEL, £BUROERE, I ADNS,

BE.2ETFEZEOERALVEZERATLOLPESIO0—N—FHREELTT, NF1RLYBAIERAL
FYUBBEICHELTWSCLICESMETHD, T-RBEEDEMBOREIX1 LY FTEET, ZHILED
BUNEETHD, FELIETHIO-—N\—ERERERDHDIELHY . BHHEICRATELGW T —X3H
%o

4. BEE
AN AERITG, EEEZTS.
5. %%

HAERT CICETT S BAEHET) CeAZVD. BMREEZTAR. RPAFELEAIRE
EhTW%,

O EHHEIHELSIE

1.

BEHY

100 AK

RRDOHE

A (FGFRIBEGEFERICKYRET S EIFFIBAL TS, )
MBRMGRERAE

RS (N ITHER)

RHDEE

B (B-FYTREZFLFSKTELLY,)

HY

BEREESEE

PHEEBREZEEEIRFLL. DHEELZFH-TLDEL2THERET S,

(ST B R RIEQBIRE T %I T HH L
WRAEE REEHAS %F BHEY

(B8R -3 BB R B OB LT IR BTN
FRAEE REEHAS %E BHEY
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<FoMTEEE>
REMBECKYFFT IV I BERBE1 R XIF2EDZMEHETET 5 (Definite) . TN ENDIERIZD
WTIXTORERESRI S

A. fEIK
1) E BRI O 5EHE
2) ERGHIEMER RKIC KL HERES
3) EXEEE (RIFHEXHEKREE)

B. HARQEMI Y/ IRERFT R (IEE-8IHE)
)R (FICKEEEELBE) REFODERLEREFF DB HINER
2) B DRaHEI< LD MEME RS AL
3) EXERE (RIHAXMMEKREEE) LEEEEE R
4) ERLGHED BT
5)AMEE (B&GEDERK)

C. BiaFiRE
R SRR E F 2 B4A 3 (fibroblast growth factor receptor 3: FGFRI)BIZFNT7I/BEEREELDR

<gEOhTI)—>
RD1)E2) DI AZEE =B ILZMIFETE T S (Definite) , £1=1) (XiE=F M, 2) (XiE=-SHWORIKBAET
(FELVMEE(E, 1) E3) ODMAZHE - ILZEAHEET 5 (Definite) .
DA FERD1)~I)DETEHT L,
2)B. HEROBEMIYIXBREBGMED1)~5)DETEE-I L,
3)C. EEFRETHVI NI DEENREINDIL,

<fFEn>
A. fEIK

1) ZRGOEROEMEE., FIOEARE (KRB OLBE) ICAbh, BEREGDHHD . KREDEMREITEEX
FIFFXEETHD, BOEMKL T, BEABIIEEICRET 50, MR TREMEEAAMIZKE
DHBWEENELD,

2) ERLHEMER R &Y MR EE ORI EE R T MR HICIIRTREICLSFEKBEMNTTLFR
T.LIFLIERRKEZET S, ZTHAEERINOFREENVHET, BFREBZTHEVGEEIE. I
BALICKYFERFETIZESZENSLY,

) EXRBEHIEEFEOEXILIZLDLDO T, EEE P REBTLLEMER B LAY, BISEERZEH S SR SR
(%) Lh REPOTFIBLEERMERT , 45 HRAIE KFEZ (relative macrocephaly) &I ERRIZIXTEE
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DRESIFFREELEDLOBVIEEDILATHAHA ., WIBER K., HEOREEOZHLTEMELMA
DRFEIZKVECESRGE . BRABRINNSGL0 ., BENEMMICKECRADILEEKRT
%o

4)ZDHDIERELTITHRRDIET . KRFIFEX, RIKEHGELNH D, RERLEMIT 2D TREIER
FEETRY . SR F (trident hand) 2R CELH 5. T MBICKYREDBBREENAHRT HIE0%
LY,

B. HARQEMI Y/ IRERFT R (IEE-8I5E)
IVIRAREETEIBEREREEDOERNI—VDEHNEETHY, LEEDBLXDFIRDEEIZHI=>TIE,
PHRBROEECEMOFHZERCHEOREFESRL. EEMREZZW I ENDEATHS BH.
NoDITYY ABRERET R DM S HER (HARE 28 BREDOHERD) [CRESN-ERERRET S,

NERFICKBRELLEBE) REFIERLGEBETRT . LN LERRERDEMROEELTHMNICET
i 2= DHEZRDFAREACT Y RBHEHAEIERE SN TULVEL, O EDDIRIZEEL TIEH AR
DHEERBEEDIREKEEE & (femur length: FL) §HBME T, A< &L 1R 22 38 LARE 28 BRFE TIE 4SD
LLE . b1k 28 sELIRE (T 6SD LI EDEMREN AN, HERD FEFFHRAIPIVIRREHRICENTHE
NoDEEEEREELSD,

F-.HEOEBRHERLHY . REFODERIGIIBEEFEBLEHARANDIFKKEM (cupping) | BEE
YLK (flaring X[ splaying) Z#RL . B8 in#Z L AIREESR (spur) £15d, TN DT RIZK YR AL in B8
HIZIXEBERGERDD 1 TIEIKREEDOEMMNZH TEEZETIFRZER (French telephone receiver
femur) & R9 . 2R CIE KB FIIERTEBOREREIX 1R IV OOEEDIEN S, ElITFRHIELVH
EHHTERETHD,

2) B DREMBICEYRENTIER R EGEY N IVIKREEEL S,

B)EKRFBEELEEREBD-OIZ, BIEEFMMNREHL ., EEEPRIBIFLLERAIERK THS, 28 TIEAIZEER
DEIZKYEZEBDIO—/N—ZEH LR (cloverleaf skul) #RHBIEMNZ LN, CHIF1ETEENS
ZEDBY ., F2RTHLREDBNIEAH LD T, 1R L2 DHEEIZIIRBE DT RNMEBRIN S, Fi=.
REBEALOBEICLIMUBREBEREET HENZLY,

4) ERAGHAEDORFLICIUMBEETIERL .. AKX EmE TIEHFEXRIFUFRZRL, BIEE TIEATE
DOOAAEHUND, IEEE TOEHHH SIRMEEROM/METZE DO DEHNGIEETHLH .
HERBAORWMITIEBIEWNEEH D,

5) BB (BEEDERK) EEBREOFRLLTEETHD, BEIFEMKATEEARICERL. BRE
MRS 5. BRERIIEEOREREZRIT A THD, LEUEFEGEREL. BEIEKFELT
W5, Y REEHS DM ERELMAEHOEIE=REAZLLTHEEIND,

476



C. BEfzFRE

BRFREFEEZHELTOERMNKEL,

1) 18 484 R ISTE R F 24K 3(fibroblast growth factor receptor 3: FGFR3) &I F D R EARETE(C
FYT/BOBEBRPCRIEIFADEBEBRDNELLIENRERTH D, 7I/BDEHR (c.742C0T=
Arg248Cys. ¢.746C>G=>Ser249Cys. c.1108G>T=>Gly370Cys. c.1111A>T=Ser371Cys. c.1118A>G=
Tyr373Cys. c.1949A>T=Lys650Met) %>, & ILAR DT /EE~NDEHE (c.2419T>G=>stop807Gly.
c.2419T>C XI& ¢.2419T>A=>stop807Arg, c.2421A>T X ¢.2421A>C=stop807Cys, ¢.2420G>T=
stop807Leu, ¢.2421A>G=>stop807Trp) ILE AR ESN TL VD, HAR A TIE Arg248Cys A 1E DH#J 60~
70%IZH5NEDHE L RUVT Try373Cys A 20~30%IZRoh b, FNLUNDEEROCEAMDETENRH
SNBNEDH, ~10%REFET D,

2) 28 £l T FGFR3EIEF D c.1948A>G=>Lys650GIlu ZEMNHESN TS,

3 EELEFEEITODVTEILEENRESNDAREMEAH LD T, AT LELFITEDOERICRESINDD
DTIEEWD, T/ BEREHOLBVECFEERTIIERERREIEELHN, SO5LEGFEEDE
FIZDOWTIEDITT LD GeneReviews® (HK[E NCBI DA b http://www.ncbi.nlm.nih.gov/ D DT —4
R—R)GEDRHEESEIZT B,

HERLETELBAREBHEGHEAZLLIN. BEROFERANSENRIAICETT H5IEA L. FE
AEIREZEDHLIEMICESLHNIEL, TOERKICESTELTLHEBMTEAFTELGNI LMD, E
BRORIE L LBINFERARERTH S, O TREMREISHER FREEZEL) D 1/20,000~1/50,000
RELHTHDS.
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<EEESE>
PHBEERRZEEENEFLL. SHEEEZR-TIDEETHRET D,

ST K OV HIEE B O BN T 31T 5

1. WAZWITHWDEERIER, AT REICRE LT, ZREE RICRFBOBEN WGEITE, Wi
NOFEOLDOEHANTHZE LI 2R\ (72720, Sk oi 2~ iRIERE Th - T,
RARER B DIZIR D, ),

2. IR IZ T D EIEEAFHICOW T, BEUREFHERO T TIREMTOIL TV OIRETH
ST, HIL6 2 HE TR EWVIREAEM>HET 2L L35,

3. B, FEROBREN FRROBEEESHEFE C—EU LICEY LRWE TH L0, SFERERZ kT
52 ENRERSDIZONTIE, EREMROKNGEET 5,
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