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TRPV4 BLEEIX. VS 7 A A BT ¥ %V Td D TRPV4(transient receptor
potential cation channel, subfamily V, member 4) DE{nT i ZJRK &9 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 ME T RS w0 R BRJE Maroteaux ! (A Morquio JEfERE 2 )
Spondyloepimetaphyseal dysplasia, Maroteaux type (pseudo—-Morquio syndrome, type
2, OMIM No.184095) ., @FHEF orum BRIZAIE Kozlowski #: Spondylometaphyseal
dysplasia, Kozlowski type (OMIM No. 184252) . @3 B! JH{KEJE: Brachyolmia, type
3 (OMIM No. 113500) . ®FLfEZ (¥ O FIEIEFGBIMIE . Familial digital arthropathy
with brachydactyly (OMIM No.606835) %M & EN D, KFE (FUARA) . FFHE, MU
D REEET DR IS & O, 03 ERREATH 5, BRSO RHHRFEE S & HIZ
YL ARBANE () OB E R,

ARRAETIX LRROBRER (B OBLEE T TRPVA DX o837 Ea— Rilk—= s Vv %
DM AT T A ZAFNLFEZ IR — 7 2 =T L, Bl s nz7 vov
B 0. 1% LA T Ofi7e XY 7 2 MZOWTHET 5, MHY — FRIRIH Y — 7 v —0
T =X OMGENLERGEX, VB L%y T ) —v— T =T O %
1T 90 RBRIABRI - AN O =2 B —EEALKIARL 2R 7 7 DREEZEAIZ B L Tl
FETOMREDEE Y — RO — 7 o —CIXRE 72D, fERE L, (K
HRLESF A ZIZONTIEIANT T ha—7 —THRIETE b DI L TEdHE T 525,
NYT o ha—F—THRIETERPST2bDICE L TIETHRE 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 %, PCRiEEME) (ZX Vi L, RS —7
VY —HDWEF Y BT ) — = UL K DR TR E 2TV, MRS
BT O E L E 72— RFEBUCI T 2 v —F v v v 7 TR AT 2 (R HH BUBEE
HIERCP AL DA HE 2 3 D,
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EREBEICRAMEZITO 2 & LT ORAEOHIE
FRC72 L, AREICHREMZET 550 TIRH Y FHA,
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iR A A AN
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HERT A,
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(B e fRIEL M58 EDTA-2K (7213 Na) Hk7)

BIEOERE
i 1ol B &R+ 5,

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

(10) BiEDRHESEM
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(11) REKEERCRED 7~V OFEEHEH
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(12) Ffd% EREEE M DREAREN (OBAREFICHAE ZIKET 561
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https://www. kazusa. or. jp/genetest/index. html
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