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No. BETNA Ver. i BA A A VERLE ARE
1| HHERK 1 2022/4/1 ME— | B R
2 | Q) MEEEEOTHEROLFE | 2 2023/4/1 FEEFICHE | R R
3 | intron fEIRDZ T 3 2024/6/1 ME— | R
4 | FROLEF 4 2025/4/1 A TR | RBE%
5
6
7
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REERB : 147 72V v 7 BERBRUE]

&4 [T o2 ) v 7 BRURERIE FRE]
S

ZF 7+ v 7 BRI (thanatophoric dysplasia) % 1967 4EIZ Maroteaux
VRSN L7oREE LTS Lc, ERREIIERES (Bl Lhig & KIRE) oFEPZ
OHECd D, Bk EESE 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
EHh (ZEEEHAE) L, HEBFOEREOLRW 1M E - KRG OEihiTd7e <, BHE
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 A G
R — 7 =TT L, 7 LVBEEE 0. 1%LL T O /e —HEHE L & A -
KK EVRBRH ENTHEIZ2EOMBIE LTHET 5, Y — Rk —47 v
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
LW, AT A 7 1o TEARY T ha—J7 —TRIETE b DI L TidH
TN, NI T ba—=F—TRIHTE L7 bDOIE L TIHRE Ly, £z k
RLAEIEICIN 2 . TFREOBEE b fEHTITBINT 5,

Bint4 position (hg38) HGVS. ¢
FGFR3 chr4:1803931 c. 1075+95C>G (N\M_000142. 5)
(1) BAEFE

A SEIL L7277 L DNA B 8T 2 RAMGEIE T O A Ha— R
TERT 7 Y L EDA v hr VRS ENA T I XA B a b D WITEERR
MHEYE (polymerase chain reaction %, PCRIEEME) X VEHME L. Wiy —4
Y=L 0EF Y BT Y == I XD BB RS EZITV, AR
BRFOEAMESEa— NEBICBIT 5 v —F o v 7 Tl ATRe AR B B o
WRBSN AL DOFEL BRI 5,

(2) EYEME KO EREAE
EREAICHW SN TWD e RF 2 LY 77 L ARSI E OGS | IR B R
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(3)

(4)

(5)

(6)

(7)

(8)

(9)

DHEBEZHES D,

EREBEICRAEEITO Z L LT aREMEOHHA
FriZa L, AREITREMEZET L0 TIEH Y THA,

REICETSHK
BRIRDATNC BN B A5 60 52 B LA,

AEZZFET HHEITH o TiE, EERCHEEAT 5 FEREFT DL
HEDEFELH Y F A,

/ AENPE AN s
FERHERIC TR O HBRCERFUC DWW T HSICitA L, AKBEOH LIAZRDOE R
T HERT A,

BAIRDERRA S
WRETESAT D EA AL 1D S0# 7~V s AE A S -8 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BIEOERE
i ol P EZ5Rm+ 5,

RIE DRI
PRIMAR T, TR IE £ T TR E T 5,

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, RGAIORIMS ), FEEHOBRICEET L Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

FRIRREAT 7~ ITEA L 1D 70 & QNSRS BEA 1D 2 5tk 7 5.
MRARIEHE L, YRESEEORX AT 5, EREHEIEE 2L TITRT,
- B4k 1D

- WETOMRAEHE (RE4A, BAo— FES. BRI

- [EREEE AT

c A KT A 2 EFOMERR
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(12) MRk % ERBEE D D FEAERER MOBHEREFNCHEZEKET 5561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREBEHHE
7L

(14) REOBH LiAA, BRWEb#E
PASENEANDT S DNABFZERT B FiAsE (O B FRA=)
T292-0818 T AR H M2 S8 2 TH 5-23
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E-mail : onjk@kazusa. or. jp

5/5



