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¥MEEE : [TRPV4 B EIE |

BEL - [TRPV4 REER FRE]
S

TRPV4 BLEEIX. VS 7 A A BT ¥ %V Td D TRPV4(transient receptor
potential cation channel, subfamily V, member 4) DE{nT i ZJRK &4 A EMREEE
T, B LRI S E SEREEZ S0, BEET (BHROMER, BEOREE) 2 X
e B L LR, OFEBMERIEUE: Metatropic dysplasia (OMIM No. 156530), @
B MEE RS i R RE Maroteaux ! (A Morquio JEfERE 2 )
Spondyloepimetaphyseal dysplasia, Maroteaux type (pseudo—-Morquio syndrome, type
2, OMIM No.184095) ., @FHEE rvm BIZAVIE Kozlowski %: Spondylometaphyseal
dysplasia, Kozlowski type (OMIM No. 184252) . @3 %Y JH{KEJE: Brachyolmia, type
3 (OMIM No. 113500) . &I %1 5 FHEMFEEIEIIE : Familial digital arthropathy
with brachydactyly (OMIM No.606835) %M &EEN D, KFE (FUARA) . FFHE, MU
D REEET DRER IS K O, 3 EARREATH 5, BRSO RHHRFEE S & HIZ
YL ARBANE () OB E R,

RRAE T ERROKEE Bf) OFLES T TRPVA DX X B a— Rigllim s v o b %
DM AT T A ZAFNLFEZ IR — 7 2 =T L, Bl s nz7 vov
B 0. 1% LA FOR7R2NY T 2 MZOWTHRET 5, Y — MRy — 7P —o
T =B OMGENLERGEE, VT —BC L%y T ) —v— 7 U =T O %
1T 90 RBRIABRI - AN O =2 B —EEALKIARL 2R 7 7 DREEZEAIZ B L Tl
FETOMREPEE Y — RO — 7 o —CIXEE 72D, ERE L, K
HRLESF A ZIZONTIEIANT T ha—7 —THRIETE b DI L TEdHE T 525,
NY T b a—F—THRIETERP-T2b DI L TEHE L,

(1) WAL
Mg SEIL L7277 L DNA B #%8T 2RAMGEIE F O A Ha— R
T b 2DA 2 br U BEIREG NA T Y FA B =T a o WIFEEER
¥Hi% (polymerase chain reaction %, PCRiEEWE) (ZX Vi L, KRS —7
YH—=HLHNIF BT Y == L K D BRFRSIRE Z ATV, RARTR
BIRFOIMELSE 2 — FEEICRIT 5 v —F7 3 v 7 T e 2 AR B EE oD
HIERCP AL DA I 2 i 3 D,

(2) EBEEROHERLLE

EBICHWSOR TN D E FF ) A0 77 Lo AESIE O b | FEEMEIZS T
DI ERINEA DB HEZHET D,
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(3)

(4)

(5)

(6)

(7)

(8)

(9)

EREEICRAMEZIT O 2 & LT ORAEEOHIH
RIS/ L, AREICREMZET 550 TIRH Y FHA,

REICETSHEK
BRIRDATNC BN B A5 60 2 B LI,

HEERETHHEITH - TE, ERICHIEEIT 5 FBERERFT DL
iR A e AN

/ AENPEAE s
FERHERIC TR O HBRCIRFUC DWW TSIt A L, AKBEOH LIAZRDOE R
HERT A,

BAIRDERRAE S
R IAT DEA AL 1D 30# T ~ b S -8 1 AR
(B e fRIEL M58 EDTA-2K (7213 Na) Hk7)

BIEOERE
i 1ol B &R+ 5,

BRIE DRI
PRIMAR T, TR E 7 TG R E 1D,

(10) BiEDORHESEM

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

(11) REKEERCRED 7~V OFEEHEH

ARG 7 ~ U IXEA AL 1D 70 & ONSIHRIAE B 1D 25tk 7 %,
FRARIEHE L, YRESEEORX AT 5, ERLHEE 2L TITRT,
- B4k 1D

- WETOMREHE (RE4A, BAo— FES. BRI

- [EREEE AT
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(12) By % EREEE ) DREARER (OBAREFICHAE ZIKET 5681
bico> Tk, HREEREFE) £ THRET D DICET 5 R
FIEAOFAREZFAE T D,

TR EIEZAMAT A R0 T, EFEERIIT R A RT,

(13) FEHHE

7L

(14) MEDOBH Lidk, BEWEHE
NEMEEANDT S DNABFZERT  Bia A= (07 SEEFRES)
T292-0818 THERARMHHNT S8E 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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