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BREEHE T BEEEY v MEE< 2HHRE (Inozyme AR H—

a7 h) |

AP Y o MEME < BIRITEAEMER U v fErE< 29RIE, BIRAE ICBT 2 U
WL DFFIZ LD JRY CHEEAIN L, miEY VIREMETFTAHICL DL DA &
TTHEEBTH D, BEMEIEBEMEICST B, FIEFIXE 5, BB LOERIC
L OBFEEOBEBICHEIND, Bilr. #MESFMIagFER 1 23 (FGF23: Fibroblast
growth factor 23) 2NV UFRZHEKT D ERF& LTRHES I, FGF23 O EAIZ LD
< 9% FGF23 BIEX Y U MJEMES 29/ & HIES, K7 17T AT, BHRIERD O
BIFZWT O EE72 ENPP 1 & ABCCE % B eI BARMAR U o SENE < 2958 O X BB R 1 % M RN
IR 5,

A T ALPL, ABCC6, CLCNS, CINS, CYP27B1, CYP2RI1, DMPI, ENPPI, FAH, FAM20C, FGF23,
FGFRI1, GNAS, KL, OCRL, PHEX, SLC34A1, SLC34A3, VDR Y&fn+ D & 2 /37 8 = — Rilg— 7 v
v EZEDMGED AT T A ZAEAL A A KA — 7 =TT L. ISR S e
T VIVHERE 1%L F Oz —HEEER LBV - KKRICOWTHET S, EHY — R
KRR — 7 P —DF — 2 OMFERMERIGET, Vo =i 2F vy T Y —
=l =T OB EAT 5, RIBRBUEKL - FAFE D 2 B — AR 7/
IAEEZACICBE U CIX SRS EE COMMAEE Y — RO R — 7 v — I E e
=0, WL E LRV, TS A 7 IconTIIERNY 7y ba—F—THRIHTE -
HLOWIE L TUIRET LB, NV T ha—F—CTRIHTE oz b DI L T
H L7220, 723 ABCC6(NM_001171) ex1-9 (JHHFIFEIL 2580 720, Wk &35,
F 7o BRI A, FREOSEE b ITIENT 5,

B4 position (hg38) HGVS. ¢

ALPL chr1:21509427 c. —195C>T (N\M_000478. 6)

ALPL chr1:21570275-21570294 | c. 793-30_793-

11de1GGCATGTGCTGACACAGCCC (NM_000478. 6)

VDR chr12:47879117 c. —2-2A>G(NM_001017535. 2)

FAH chr15:80172128 c. 607-21A>G (NM_000137. 4)

ABCC6 chr16:16155077 c. 3883-46A>G(NM_001171. 6)

ABCC6 chr16:16178976— c. 2248-12_2248-11delTT (\M_001171. 6)
16178977

ABCC6 chr16:16187240 c. 1780-29T>A (NM_001171. 6)

CINS chr17:3636418-3636419 c. —643_-642insT (N\M_004937. 3)

CINS chr17:3648823 c. 141-24T>C (NM_004937. 3)

CINS chr17:3660224 c. 971-12G>A (NM_004937. 3)
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GNAS chr20:58903519 c. 258-12A>G (NM_000516. 7)
GNAS chr20:58903661 c. 313-11A>G (NM_000516. 7)
GNAS chr20:58905491 c. 530+11G>A (N\M_000516. 7)
OCRL chrX:129540730 c. 40-14A>G (NM_000276. 4)
OCRL chrX:129553302 c. 239-4023A>G (N\M_000276. 4)
OCRL chrX:129562373 c. 940-11G>A (N\M_000276. 4)
PHEX chrX:22058360 c. 349+11149A>T (NM_000444. 6)
PHEX chrX:22095367 c. 849+1268G>T (N\M_000444. 6)
PHEX chrX:22172386 c. 1482+3997G>A (N\M_000444. 6)
PHEX chrX:22203628 c. 1646-9276T>G (NM_000444. 6)
PHEX chrX:22219020 c. 1701-16T>A (N\M_000444. 6)
PHEX chrX: 22246606 c. 2147+1197A>G (N\M_000444. 6)
PHEX chrX:22248184 c. #231A>G (N\M_000444. 6)
CLCNS chrX:50072478 c. 106-11T>G (N\M_000084. 5)
(1) BWEFHIE

(2

(3)

(4)

(5)

MEAHEUL L7257 25 DNA b, ST DA GEE T OIS BEa— R
T Y L EDA U b R SENA T E A= g D WIIERR
WL (polymerase chain reaction{£, PCRIELWE) (ICX D RMEL . i —/r
VY —I XD BB TESNRE 21TV, RAXIGBE 707 X< E = — REIRICE
F AR B ORI b O R E L RIS 5, JRAIME DO DT AN E T 5
D, R EFRWGAEITIE SN DNA 2T AN D, ZO5GEIEE 2 OFFIT LY
HIWr 2 b0 L35,

EYEE R O E 2L
EBEIHN BN TNDE b7 AU 7 7 Lo ARSI E O b | (GBI R
DA R HET B

EREBEICRBEME 21T 5 2 & & T HORAEMOHIF
FRC7 Lo AREIIREMZET 550 TiRH Y FHA,

RECETSIHEK
BRARDATIZ B2 H 25 60 B2 B BAN,

AIEZZET DIHEITH > T, ERICHEZIT 5 HEREFT DL H
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(6)

(M)

(8)

(9)

HEDEFEITIH Y FHEA,

RRAE DERER A
AR TRE D B EIRIRFUC W THICHII L AREOH LB DL
AR D

i QUNEA ST
WRET ST DEA L 1D SE# 7~V s b S -8 1 A
(ELZe s B PRER I 45 EDTA-2K (7213 Na) k7))

BIEOERE
i 1ol B &R+ 5,

BRAEDRIEEEM:
PRIMAR T, BT E T2 A R E D

(10) iEDRHEH
Eie (7). (8). (9) ZWT=THRIKIZOWVT, FIC AN TEIRIC TARINIHEET 5

(LEIZIS T T, RFIORMS ), BEHOFRIZEE TS Z & 2FAIE T 5,

(11) REKEERCRED 7~V OFEEHEH

(12) R % BB 2 DR AERER (M OBmAERERTICHE ZKET 2561

BARBESS 7 ~ U IZEEAAL 1D 72 © ONSRIKEERA 1D 25295,

R EIL, YRERBEOHRXEZMHEAT S, FREHREE 2L FIIRT,
- [EA4{k 1D

- LT HMAHE (EEAL, REa— RES. BRI

- RIS

« A KT A 2 MFORETR

- FEOREREA S E R

HlcoTid, BHEARENF) £ THRET D DITET 5 KM
FEEHOEHAEEZFHI &5,
TR BIEEZM TR 22O T, EFREREICIT o mEREE ey,

(13) REFHE

L
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(149) REDORBH LiAZ, BRWELE
NESAENENNT S DNAWIZERT  BinFiA= (0T SBEFHREE)
T292-0818 TIEWRAEHAMN T SHE 2 TH 523
https://www. genetest. jp/index. html

E-mail : onjk@kazusa. or. jp
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