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REERB : 147 72V v 7 BERBRUE]

&L [T o2 ) v 7 BRURERIE FRE]
S

EF 7+ v 7 BRI (thanatophoric dysplasia) (% 1967 A2 Maroteaux
VRSN L7oREE LTS Lc, ERREIIERES (Bl Lhig & KIRE) oFEPZ
OMECd D, B ESE K 52 &K 3 i&fs - (Fibroblast Growth Factor Receptor
31 FGFR3) D RZRERMNFEIR THRIET 2 Z L AHIBI L T\ D, 20 X#AT R & KERE
NEH (ZRESRALER) L, EEBFOERORW 1AL KRG OEHIT D72 <, HE
BRI = N"—HERRICER L 2B EIN D, WTIUZE W TH I OFEMEIZ LD
MEMERIZAL T~V & 72 0 | BEEOMREE 2 k3, F-EREEE & g
Zad,

ARRRA CTIL FGFR3D X L X7 ' a— R 7 Y v L T DRSO AT T A AE R
R — 7 =TT L, 7 LVBEEE 0. 1%LL T Ofi/e — @ & A -
KK EVRBRHENTHEIZ2EOMBIE LTHET 5, Y — R — 47
Y—DF =% OMFERMLERGEE, Vo AL 2F YTV —v—F o —TD
fEMT 24T 50 TRBRBUEKK « FIAF O 2 ©—HEALOoRBURL R 7 2HEEZEGIZE L
TIEEHEE COMENEHY — FRORMAR S —F7 o — TR R 720, Wsxig s
LR, AT A 2o TEARY T ha—J —TRIETE 26 DI L TidH
HEITLNR, N T b a—F—THRHETERP T2 DICE L TEHE L,

(1) H®mEFE
MEAHEUL L7257 A DNA 22D, YT HMAEXGBE FOAESE=— R
T Y DA v hu VB NA TV EA B a3 D W ITRERR
&% (polymerase chain reaction %, PCREENE) ITX VRME L, kiR —7r
VY —HDLWEX Y BT Y = — I K D FESIRE R TV, R SR
BRTOTAMEEa— RERICBIT 5 v —7 v vy 7 TR ATRE 2K BUEE O
L IERLA AL O B A R 5 5,
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EEMICHN SN TNDE M7 5 77 Lo RS O R | (RHBIHE AL R
DHBEEHET D,
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E AT D,
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BRAEDREFEEM:
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(MEIZIE LT, RGAIORIMS ), FEEHORRICEET D Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFERHEH

BRARAESE Z ~ U IXEA AL 1D 72 5 ONTRIAEELH 1D 2 fil 3 5,
MRAKIEE L, YREEREORREFEHT 5, E20EEE 2 FICRd,
- [EA4{k 1D

- WETOMRAEHE (REA, BAo— MRS, BRI
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BEHOFRHBEZFA LT 5,
T HMEIIZAMT AR 20T, EEEEICIZ O REEERT,

(13) HREBEHHE
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(149) REDORBH LiAA, BRWELE
NASAETENNT S DNAWFZERT  BinFiA= (0T SBEFHRER)
T292-0818 TIEWAEAM T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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