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Fibroblast growth factor 23 (FGF23) 3'E#lifld CrEA S, Blig~DOIEHICE Y, Vo es
» DR#ERE T HHELELTHD, EFHAOMPIZIE, £F FGF23 EHIMA T N B L
Clii FGF23 7 7 7' A v " MFET 03, IRV VIEFEIER 2/ % DI 4K FGF23 BA DA
ThD, FREEMERY > iEBE OMm P 4K FGF23 IBE DT 6, 2K FGF23 7Y 30 pg/ml LA
- CI3 FGF23 B R, 30 pg/ml Aili TlXZ OO JREIC K 24K Y e & R FTRETod 5 =
EDPRENTND,

FGF23 DEMMMREIZ LV, B Y »MfEME < DFid L OVEEHILIEN R S D, JERME
@ FGF23 BH#AK U e B {3 & LT, phosphate-regulating endopeptidase homolog,
X-linked (PHEX) ZE84C & % X YoM U o~ miEME< 5% (X-linked hypophosphatemic rickets,
XLHR), FGF23 & H|Z X 2 # Yo REMEIR Y U iffEM: < 5% (autosomal dominant
hypophosphatemic rickets, ADHR). dentin matrix protein 1 (DMP1) Z %2 X 2 # YR LMK Y
MEMEL A9 17 (autosomal recessive hypophosphatemic rickets 1, ARHR1). ectonucleotide
pyrophosphatase/phosphodiesterase 1 (ENPP1) Z8 %2 X 2w R LMK U v fiErE < 545 2
(autosomal recessive hypophosphatemic rickets 2, ARHR2) 2351531 CW\ 5, XLHR 1T RIEDIK Y
VIJENE K BIROHF TR OBBENE OV E S TWDHAY, LS XLHR 2SEDIIZIEF T b
7' 7 2 DNA % 7z PCR EE) DEBE Y — 7 = 0 AL T PHEX AR A RAHER S 11D DI
60-70%(Z T 72\, FR Y OREHITIX, TERDMASIEDIKEEN /7 TRVFTRENME, H2DWIT
FGF23 R BUCPH 5T 2 HHlEIR FICE R Z AT D MR E 2 b D,

FERE, HERIT Raine SEGEREDOJRIK B S - & S 4L TV 7= family with sequence similarity 20, member
C (FAM20C) Z5IZE 5 FGF23 BHdK U o ME MR B DAFTEN , =7 Y — MMFEHTIZ K > TEHH
BT o7, EHIZ.FAM20C / v 7 77 b~ 7 A/ FGF23 BEMR U MfEMES D& 2 L.

Hfllig T DMPL EHUK T 21 5 FGF23 JEBULHEN RO b Z L@ Shiz, DMPL /
v 77U b~ ATIE FGR23 IRIFE B RO HAL D Z LD Raine JEERED FAM20C 28 5212
£ % FGF23 BIER U v MAEMESR B OFIERF 1L, DMPL HBUK T3R5 L TV % ATREMEDY S
z b,

2. B
AAFFETlL, FGF23 BEAR Y  MSEM S DR DOIRRZH LN THZ 2R E Lz, /-,
7 7 5 DNA Z AW T-BEE O R K& LT D PCR EEM D EHEY — 7 = o AETERNFE SR



VMEFIZxE LT, PHEX mRNA % FH W 7= fi## <> multiplex ligation-dependent probe amplification
(MLPA) IERFH TH L0 E I hERFLT-, S 512, BETEAIRIEOWm B 249 FGF23 B

HAR Y > ME O BF (% LT FAM20C B R DT 217V, invitro TZA 5L FAM20C & H O RE
FENT 24T 5 Z LI k0 | R TREICE Y FGF23 BIEIK U o MAEMER RS FIE T DB FF % 1R
L7,

3. Fik
(1) FGF23 BHAK U > At < %99 O IR IR B AR 1 Dbt
RAICAR Y U IEMES 202 2 L. i FGF23 728 30 pg/ml LA Lo #3535 L O OF Wk % %
%!k LT, K7 7 2 DNA Z VT, PHEX i#{5f-. DMPL1 {51, ENPPL {51, FGF23
BIRFIZDOWT, PCREMDEREY — 7 = AiEZRWTINT Lz, ZENFEE S VR WIER]
12k LTI, PHEX mRNA OfEHT<> MLPA 1412 & 5 PHEX 51 Okt 217 - 7=, PHEX mRNA
OFFFNTCIE, BRI A MmER L Y L7z RNA Z2 VT, PHEX MRNA @ 21— Rk % 5 > 7=
X6 DOHEMET D RT-PCR EM & L THANE L, BUKEN L ONEHEY — 7 = BT K D fift L
77
(2) FAM20C 2552 & FGF23 BHd U o i 149 FB oD BIFR O Fe st
FETEA AL &t B & fE 9 FGF23 BIEAR U MEMER RO BF T L, FAM20C & fs 10
AT 24T > 72, WIZ, Raine JEERE CREICHE D & 5 4 FEFHOZ A FAM20C & AE i D 2% FiAl
FAM20C DEEREfRHT % in vitro TIT > 7z,
DFAM20C O RFED T
FAM20C 13 SV IR CEMDO IR E R 2 Y U b L i E A & L c st oo s n s
EBEZDHNTNWD, & ZC, HEK293 MifimiZ By A 4 OV FliZS 5271 FAM20C % %8Bl S, 1%
# EEEMIEANO FAM20C 2 7 = A% 71y MEZEI VR LTz,
@FAM20C @ % F—B{EHE D MFT
JRAG % ERS  Sy ik 2 X7 T & % small integrin-binding ligand N-linked glycoproteins
(SIBLINGs) X FAM20C DI T&H v . osteopontin (OPN) <° DMP1 72 K& £ 5, Raine JEfE
FEOBEAIRALEFIZIL SIBLINGS OV U bEENEE L Tn5 B2 b Tn5, £IZ T,
HEK?293 #lfiu1Z osteopontin (OPN) & % L DMP1 &, #F& FAM20C % M3 3 S8, Keag Bigh
®D OPN HHWMEDMPL OV U b2 ENENT = A X 7 vy ME, 7 v —A 7 VEKIKE)
B TR L 72,
@FAM20C Z£ H (2 X % FGF23 i@ fI%E B O F O Rt
b NE IR ERE A FE AR Saos-2 MEREIZ BF A & 5 W TR B FAM20C A BLsSH, & b
DMPL 7' & —X —{EEOLEA(bZ NV 7 =T —ET v A2 THIE L7z, WIZ, HEK293 fifiaic
FAM20C siRNA Z 3 A L, [AERIZ DMP1 7' 1 & — 2 —{EEO B2 E Lz, S 512,
1,25(0H),D; #lI4 12 & 5 FGF23 mRNA OIS SN TWD T v N B AIEHIE B ki
UMR-106 #fificd 2 FH YT, Fam20c siRNA % AZ & % Dmpl mRNA 35 L T Fgf23 mRNA & D20,
DMP1 %8I~ 7 % — D& N2 H Fgf23 mRNA ED 2L & /it LT,



4. FER
(1) FGF23 BE#K U > gt < 295 O JRIA B A 1 O fiEdT

32 5% 45 15 (ZEHEMI 8 Z25% 21 i, INFEA 24 f5) > FGF23 RIS U i fiEdE < 2 95 A 1t
L CEIG T 21T > 72, 28 5% 41 Bl PHEX BinFDER (I Ak AR 8 K 11 4,
TR AERSFRTH, RIEI10FR 1561, BEEL1FZR2H6], A7 T4 A% A NEE I FR
541, =0t 14l]) 28Dz, ZDH b, 3FKR5HLS /A DNA ZH\ - PCR EM D EH:
— 7 TV AETIEIZEN 257, MLPA 75X° PHEX mRNA OFEHTIZ X > T XLHR O 2 Wiz =
72, ENPP1 A2 X 5 ARHR2 1% 1 fil& - 7223 FGF23, DMPL |2 & B % 4 HIEFNIE 72 Do 7,
3R 3BITIE, WTNOFIEIC L > THEEMOFR B TICEREFRET D2 ENTET,
FGF23 LA OJRRIZ AR TH ~ 72,
(2) FAM20C Z5 5 & FGF23 B U o i iEMERR B D BILR O f

FETEA KA &t B & 0E 9 FGF23 BIER U MEMER RO BFIZHBV\ T, FAM20C 51
DO I At AZEH ¢.1222C>T, RA0BW DR EHEAIKZFR 0 7=, Raine SEMERE TEEH O 4 FEE
DIEF L RA0BW DHERE A in vitro THEHT L72fE R, 2 TOZEREM FAM20C TEFAEM FAM20C (2
Lz L C OPN X° DMPL KT 2 & —BIEHEOIK TR b vz, —#OERTiX, FAM20C
D BT ~D5W b EE ST, DMPL 7 10— & — G~ DI S\ TS L 726
. BAM FAM20C 12 DMPL 7' 1 & — & —{EE 4 A EIC BA S8, 225 FAM20C 13 E5-
S®e otz £72.FAM20C siRNA OE A2 L Y DMP1 7 1 & — 4% — &3 A EITIE T Lz,
512, UMR-106 % AW /=i Tk, Fam20c siRNA 3 A (2 X % Dmpl mRNA O 3 LY
1,25(0H),D; FIFLIZ & > THENN L 7= Fgf23 mRNA O & 572 53N &2 580 7=, £7-. DMP1 I~
7 X —DEANIZ LY, 1,25(0H),Ds #IlFLIZ & > THIMN L 7= Fgf23 mRNA XA &2 L7z,

5. &2

e RVED FGF23 AR U > ffiEME < 295 D B % X RUTBAR TN 21TV, 45 £ 42 412
R EEZEZ ONDERZFEE LTz, PHEX BIE AR £ 7213 PHEX mRNA O EHFIZ X% XLHR
1$414 (91%) THY ., ZivE TOHE & FERIC, FGF23 BIE(K Y > Mgtk < 295 D H1T XLHR
WECHBEDOEVIEREBTH D Z LRSIz, £72. PHEX mRNA DA & 2 Wi MLPA 1
£V XLHR ORZWrMNm LT 25 B2 b, —FH, 3ERRICBWTRRERFZRET D Z
EMTET, BEMOBIR FICERZ AT 2R GIEICREN & 2 /THetE, H 5%, FGF23
B Y o ME DR BB IS AR A2 H T 2 lRetEA VR Sz,

Fro. BprtEA KA & A A0 O FGRF23 BIEAX Y o iEPER B D BF 128\ T, FAM20C
AR T1T RA0BW R D AR EHA KA D T2, RA0BW R A 4325 FAM20C 1. MIFISN 05 &
¥ —BIEME AR FAM20C & HE_CTIR N L TH Y, R40BW X Raine JEMERED FrlA L & &
Z bz, &5, Algs Lz 5 O Z A FAM20C DL TIZBW T F—EiEEOK T
MRO BN Z LD FAM20C EEE R OV i b D22k Raine SEGRREDOFIEIZRT S L T
L EHEN N7z, F7-, FAM20C i% DMPL #BUZAEHERIZ/EM L. DMPL X FGF23 ZHLIZ il



FNZIER9 5 2 & 26, FAM20C #E8E IZFE 5 DMPL 3 EK T 23 Raine JEERED FGF23 5
WCEHELTWA EEZ b,

6. find

AEOBFHC I Y. BARANCET 2RO FGF23 B Y v MAENMEL 2WOH T, XLHR
OREEN bW & 2l Lz, £7-, Kb PHEX mRNA OfEfTix, 3k D7 7 - DNA %
W2 PCREMODEEY — 7 2 ZAEX ) bEICERZFEET 22 N TE, BRED
FGF23 PHEX U et < DI ORI T iEDH —EIRE e V155 Z L 2R LT,

X 512, FGF23 BIEAR U > i iEMERR B % 95 Raine JEMERED B 2B FAM20C 48 B % [7]
L. ZOBREMATIC XV . Raine SEMERED FGF23 LR D72 < & b —FBIT1E FAM20C H§AE 5
IZfE D DMPL R EBUR TG L TWnDHZ L &R LT,

FGF23 BIEX U o MAEMEZR B OJFEIK O i8 U T, PHEX ¥ L U DMPL 3 FGF23 pEA: F i
WCBWTHBERKFTHDZ L EMRE LIER, ZOFEMRTIZ OV TIX, 4% S bl 2

Z T2,



