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XY pRE SR Y > MAEM: < 9% (XLH, X-linked hypophosphatemic rickets)iZ IfiL. 7§ FGF23(Fibroblast growth factor
) BRI XKD v dE, BER. OM, (R K. FEoMEMETES AENIC N TR D fioiMEZ D3I
DR IR A R L T R RWRBTHY . ZORRKEE 1-IXPHEXR{E T+ (Phosphate-regulating gene with
homologies to endopeptidases on the X chromosome) T&H 2 Z & BHALZENTWD, BIEZ OPHEXE G O
R°FGF23 & OBE, FGF23EAMMOBF IIREF SN2 TE LT, BInFAR L RGO OV T H R
ZIGRER DV ITRII AR EETH D, Al AARAXLHEE OFH ¥ 5 PHEXE G725 5% L FGF23 % & T FR IR
NTA—F L OBEM A IEMRET 5 2 & ERBTIEE TITHDIL TR 5 72PHEXZ /3 7 O Z IR TS T
SXLHOERELICHE T 2 MR 2 M5 2 2 AL L, EFRIZERVNER A EEICB UV T38% OXLHEE O
fRHT &2 1T 272,
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W 1. BB TEREN
*5 0 UBEE T ERR 122 OXLH & BRRRIC 2 S o B B L OB EFHE3H] (BrE124 . k264, 28
ZRO D LRGHINSA, MFEHI234) 2xtf e Liz,
1-1: LR R RS M OFEIRIC R E 2 5 TR 2 BRI L U > /RBR & 0 gDNAZHIH L7, PHEXEIGTFO2MD =7
Y KR OBUTREEL, SUTREEBUZ DWW T T T A v — & &E, £ HAL7DNA% H\V " TPCR (Polymerase chain
reaction) ZAITWH o B ——0r o RIS THEERI 2T LTz, £/, PHEXEBG FICEREZRO 0o HIERFNICD
W CIXFGF23, DMPI (Dentin matrix protein 1) . ENPPI (Ectonucleotide pyrophosphatase/phosphodiesterase 1) #fs
FAZONWTHEBRIC >V A== v A EBM LTI > 72,
12 o H— 32— R CPHEXEIG - BICEBRRD L2 TIEFNZ-SVW T, MLPA (Multiplex ligand-
dependent probe amplification) %17 \FGF23B 513 L CPHEX B T ORKETLIIERLEROF T A MR LT,
1-3: o H—v—4 A MLPAIZ TERBBH EN PS> TEFIO 5 b, HEZGLAIFIIONT, &=
V= A= AT HTONICNV  (Copy number variation) f#HT %175 72,
EWE 2. iﬁ{ﬁ??ﬂ LRBFA L OBE OB
2-1: FRREk X 0 BIEBIOVERI, A, TRPRBALARTOFGF23, ALP (Alkaline phosphatase) . PTH (Parathyroid
hormone) . 1,25(0H)2D, 25(0OH)D. %TRP (Tubular reabsorption of phosphate) . Tmp/GFR (Ratio of the maximum
rate of tubular phosphate reabsorption to glomerular filtration rate) . £ &SD (Standard deviation) . RSS (Rickets
severity score) , YV VA SN ¥ I U DRA OB G R AT LT, PHEXER AR %Truncating%/ﬁ'sﬁ

(Fre o AER T L—LV T NER - AT T4 ABE) L Non-truncatingZZ it (I AU AER) ITHFELE
& X | TruncatingZZ BEEICEBWTHEDOFHRELZET 2 &V Holmb OHMEOTHESE | BEHI S [FERIZ 2 ﬁ 5
UK /YT A — ¥ % Mann-Whitneyf® I CHRBHRG Lz, £z Vv BICBIT AL EONE LKA T A —X
L OFBIZ OV T B RE LTz,
22 PRRENDT X/ BRELYIH HI-TASSER 2 AWV TIEHR 36 L OB ERPHEX ¥ v 7 OV KEE L RER U —F
TV L, BEEMOBEBLONENBERNTA—FICE2 D82, 12V T MEME 2D 5 TIZO0WTHR
FfL7z, PPMOLZEER L, 6N KF /37 BT OIGVEHAL I X ONEPERAL Y v B 7 « OFH L, ERGD
HEITo7.
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12 : ZERMNEE SN b2 T2 SIEFINE DWW TPHEXBIR 1~ & FGF23BIE TIZB W TMLPAZ T o 72y, =27 YV U2k
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AFFRIZENT, BARANZBIT 2XLHORIEFRIA & 78 5 PHEXTEAG T #HTURE BN TREAE Sz, F£72PHEX¥
VRZE AL aRT T =L L TCOBRENHET STV DM, EESAICE b 2 B TIRERR ST A — X OFEN
ALY, BEBEEECCHRODT M REELIIC L o THREALE X723 2 &0 b WEA A & 13 L Thr
IEREEZEALAPHEX & 3 7 ORSRBICS BT 5 AIREPE S RIS Tz,

(1) L.A.Holm, A.E. Nelson, B.G. Robinson, R.S. Mason, D.J. Marsh, C.T. Cowell, T.O. Carpenter, Mutational analysis and
genotype-phenotype correlation of the PHEX gene in X-linked hypophosphatemic rickets, J. Clin. Endocrinol. Metab. 86
(2001) 3889-3899.
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