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KB B ARSI A FGF23 A B ;GALNT3 A B KL A B s SAMDY A B ; 45 854Xt

dhE45ZES:R596.1;Q75 XEkRIZED A

P I JEE RE 45 T 35 9E (familial tumoral calcinosis, FTC)
S — 2 W e A R PR AR . 2 B B RO O A 4 S A
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2.1 FGF23 3 K H 548550

2.1.1 FGF23 B M HmGED A 44K KB 1 23i-
broblast growth factor-23, FGF23) J& i £ 4 41 il 4= K A T F
WA Z—, R 32X 10° 1 O BpEfbE . H5 A FGF21 K&
FGF19 435l 2AT 24 %0 22 % Wy WM 78 N smdi A7 — >4 24
ANEER WSS Ik, A FGF23 B @ 6 T 12 5 4 8 K
pl3. 3, B F 55 10 kb 90 A 3 A ¥, FGF23 F£E K
K A0 A R O U I R AR L LT A I R AT
FGF23 1E M N H 56 LTI P8 206 B, 280 B0 AT TR 2 11
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AT PN T BRI e B G A L — A N
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il 06 P S b - e 8 B 1 11 a(NaPi 1] a) 3235 52 9098
Urfg. 1,25-(OHD2 d3 244 FR Dy MG MIE 2, i i /D
BXTHEER W, RN E Dy o e AE BFIE B 25- 2 1L B A 1k
AR 25-COHD 2 d3, J5 38 T E L 1a- R b B AL 55 25y 1,25~
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BEBh 2k 19 R F F I HFTC BR1E,

254 H BT B3R 45 . FGF23 56 B 28 48 22 I, T [l ) 0L )%
1 ( R176Q,R179Q, R179W) . #fEl ik 6 2 48 5 FGF23 f&
FEPEREAR , SE BTGP FGF23 2l /b . Benet-Pages % /i3
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U 1B 3 2 T AR Lot B ot B A TR AR RO
a4k S 3R Bkt 97 5 F0 7 A ORI ek 1t ke O 5 L R T g
FAEM /N R B S H Ak . —H B TN R R & B
BEA DA A 33K — SR A 8 200 O 2 75 st A G 1 7 AR B 6 &
B, PRV B H N FGF23 85 LR B4iGF (¢.367G 1
T.p. Gly 123 Trp) , HACBE R AR SE I M #5742l B IR +h
6 7 E AR (sevelamer) BBk R T i 40 1 71 £ Bk ek % Cac-
etazolamide) & 1R 97 » FRUF LB A S BRAR , £5 AL B dis )

ZiA HATHFE %ok, HETC Wiy FGF23 R4 L1 HiEE
M) 380 26 (1 DL A G B A O DR SE ARk /b, B B
it FGF23 R0 5y R Bk BB PR AIK FCG23 1& . FF XX —
RN LA F RN B B FGF23 & A 45 iG)T FTC MYk
AR R AHGE .
2.2 GALNTS3 3 [H K H AR50 i
2.2.1 GALNT3 58 £ CH A GALNT3 K i F 21
YR q24-q3 XL % FEE 2K Y 46. 49 kb, 7 10 44
BF, HER N B 2 FL8E % % 1 (UDP-GalNAc: poly-
peptide N-acetylgalactosaminyl- transferase, ppGalNacT) F [A
R, HAA R HiS UDP-N-Z BE-o-D-42 Jt 2 FL 0 5 7 il
3(ppGalNacT3) . Hf 633 M2 IR ALK . £ 81 1z Fik, Hop
JBERR ALK K ik, ppGalNacT Z#ELEL A O g 5
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A6 Y B LR B L TR BB IE R UDP GalNAc H /Y GalNac % [ 5%
B 2 ZIEE 1) 22 2R (Ser) B 78 MR (Tho) 3% B AL o B
T, BFFRIER] ppGalNacT 0 L b1 78 4 A~ i Ak o A2 v i 2
P57 HE 8 O BB fe X A A M p S 22 % . HFTC & B
e — Y F 2 FURE R R T 28 AR S B0 I IR B .
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FGF23 f&f#-*" . GALNTS %228 # 1A 0 vl 3 i FGF23 & (1 K
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. i 3 44 B I IO B AR BT (7 4R, 12 AR R 15 4R,
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£E . Ichikawa %520 5% — 4~ HFTC M K GALNTS K
BEAT T RASY M WA N T 1 A7 A 3T B9 3 10 R AR (TVS1-
2230, SFEIEHRIZI A S RERL S T X REGRABNE
A (484C3 T R162X) . H B B #al sy s 2, b &
B HETC Btk . #F— 25 0 07 ;XA R i GALNTS Bk A
FFA, B 2 A~ HFTC R A (11-5 AIV-6) #5747 T B4
{7 B H A 28748 (R162X FIEL IV S1-2a31) , R162X A 248 1] fig
FORIRAR AT AL . BT R A S REUMNE T 2 BB,
MR GALNT3 8 B SCHEER 73 . X Bl T 3878 i e A i
Y (i R AR AL B GALNTS 424 A8 A S 30: P %

2006 4F Ichikawa S0 3336 1 1] 25 2 otk %, R AR i
B R i W L . 120 R T O B, X R A T S 4
bR B E LS HAERANFWSAMN K., B
GALNTS3 2848 M FEAM B T 3 (T272K) 1 5 (T359K), BEfE:
HEFTC J5 0 v 1 & % SRS IR G 454k . X — & PR - T AT
— BRI RBUFTE ; HETC K VF B LIRS M E 0T Ry
i ES BEHEBRIX 2 i BRI 4k S AR Y TT BE

FifiJ& Tchikawa Z5-"0WZE T 1 1] GALNTS3 R4 S8 A1
e - B R S 45 A E (HHS) . X R KA Bon, X7 5 % ik
FED MR A A I BB AS . B B ST H AN UV
PES R H LGN RSB AR . 5 HFETC AL 52 .
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SE4 FGF23 MU KPR T IE % . FGF23 C R B B F . H
WA WFFE# 42, HHS Al HFTC 2 [7] — A0 0w 19 K [7] 28 3
,

2.3 Klotho % [H K FL9E A5 43 Hr

2.3.1 Klotho FZEIjfiE 1997 4F Matsumura %5 78 #f 97 % 4%
PEP G I /N BB B b 57 e 1 5 s A SR A FE TR, B Klotho
(KIOER, N KL ZEFEENMT 13 Y@k ql2. 2K 4 50
kb, & 5 MMEFM A ANNE T, KL EEYHRINFHES
TATA &1 CAAT & BA 5 MEFER spl 8560 40, 4 F
1 R HM R 79 4778 CPG &, R £, KL 2 H 458 4,
mRNA FE7E— e HME RNA 30067 5 %A S R 52 7 —
A~ 50 bp B BMIRA L IZIEAFIRE 2 MEHR TARRS S
HMEF 4 B 1 MR G AR IR TAGTE —A
HITT & D BEAE AL 3 ANAME T 2 AN T2 5 g I8 45
B KL EH., R = X4 50 bp B A FES H mRNA 52
SERLGERY T IE N — PP KL B A, A KL AW 1
012 MR AL, BB 4 1A N K55890,
1AM BREEREIX , 1 AN M X, Je i 2 A5 B A A
20%~40 Y[R PR PE R N0 42 7 Bt KL A1 KL2 41 5% iy fifg 4
X, i KL1 it KL2 RSP IF5 Lys-Lys-Arg-Lys #4527
— i, ] P S AR 6 A, 2 A T R /N BRE R R T R
FREMER . h 549 & LR A A w8 KL & LA N
FHIFEHA KL B4 IX . A KL JEP 7z Fe 3k, o 43 i 1
KL & AITE A R 41 413 5 Rk e 3,

B R R KL & A2 —Fh AR 5 28 P50 2% V) A

KWPLE L. KL LB G /N R 4 308 s 2 | R ik Al
WA ZE 46 il S A E A S AR 60 d PIFETS AF LAY R
AR . KL KRB AR M/ BUA: A6 58 06 - i s B i 45 7+
e IR AT 1,25(OHD 2 d3 MLy v . £ 5 FGF23
IS /I8 BRI DR AR 005 3 1 % KL A FGF23 47 W . o fig 58
. BEJEBIERPN ARSN IR L KL 2 54§ FGF23 {55 1%
Sl FAR IR R LKL W 5 FGF23 454 kb i 3%
B4R KL 4T 355 T FGF23 541 f & % 1 F- i
KA T B AL R FGF23 1 [0 22 8 1 5 Bl J5 X /1N BRL T 5 97 A=
B KL B sk, /Bl FGF23 Thfg sk, X — &5 & Hig
/A KL XN FGF23 ThREL R AT 2>, {H Ll KL fBI-F TE vk
BRI NS S, Urakawa #F— 2 & B FGF23 Z KA 5 — T
PF(FGFRI(IT o)), i i KL A #2578 h FGF23 Z {4k, R KL
H FGFRICIlL o) WrIRI/E . B 41T B FGF23 3244 .
2.3.2 HFTC # KL 3 M 3845255 2007 4F Ichikawa 212
Rl T 1 B KL Ak B 4l & B %8 48 (HISI93ARG) S H
HFTC., B#FRF—4 13 2 Lot SNSRRN 0 B LG B I ik . 6 &
gL VR, SR E R A WK, B TS, FGF23 3 PR3, s
FEFTHR S I B IR A T . XA B, B R, 240455
ALBES, fit Py | i A 308 S Kk 3 A 5 Ak . 8 R o8 A
AR S R AR ARG A2 VR YT L R RE AR A

KL B K24 3% HFTC 5 FGF23 {5 5168 A U i X
Ik, A KL 284 R H M T KL RE R LR R
FEDR N ZE AT R I A O 2 KL A 2 dike 2 X 2 b 1R
SRR, KL Ak RS Bl Y 52 i 34 5 L 5 T 2
B L B
2.4 SAMDY HERH K H A48 A SAMD9 £ H & F 7
BRER q21- q21. 3. B 3BT . B T X EE TA-
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TA 55 & Mk e gn s om N+ (LEF) 45 & oo, 3B 24
TEREPE G S R 0 A IR TR 22 A SN E /D 2 AN SRR Y 1)
fis . SAMDY FE I 1589 MR IER AN . L RKBLET
12 AL R S T LA IS P B 200 B T R R R v LR Ry AT A
MM, B SAMDIL % 14 4, SAMDO 5 #% /b 59 8 (1 B A [ 8
PE . IR SAMDY 7E 4k +5 40 M 3% 7 5 38 5L 5 S 40 i O
T WA RSE T AREREER . I8 BB IES SAMDY
it TGF-B {55 Tl 5 2 55 AMS L A I8 15 =

2006 4 Topaz 2-/4% 1 IR T 8 #il 5 SAMDY #i3& )
NTFC, £ SAMDY 245 4fi & #1 (K1495E, LYS1495GLU), ¥
FATTIERTT . K1495 85 9l BE O 1 1 BT 3275 1% 07 23 i A=
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TARIE W TC LG4 W A e & 5 A8 50, Wik # = A B
BT, HES NTFC B 5 WA 1] A0 K 7 7% B 89 /3
5, SAMDO 3 [F] 28 25 thn AT R 2 35 R 5L A5 FFp % 22 52 M 18 1 1
KR . BRTSETF SAMDY ) e 45 & B8 . SAMDO 7 I 715 45
A b T RE IR AT TR AR
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KB AR B R R P R AR 876
FE 4 S R739. 61 X ERFRIZED : A

5 R A4 BB BB 78 (congenital cholesteatoma, CC) & — 4~ L
RSP . 20 5 Br A BRI B9 200 ~5 %0, Bifi 5 - B ik R} = U ) &
B Y7 BAR M, CC R A RN A- . BT B
R ALEN A AN A, s 9 X S R 1 R RO TE 1838 A i
Muller $£H #), 1922 4, Cushing 14 7 CC X — &, M7E
1953 4F , House ' 85 1 R IEZUHGH T 1 41/ B TRl B G 1 1Y
CC, 1989 4, Levenson % - #2172 Wi CC (I PRARHE .

1 ERHLH R

1.1 EWEFRMAEU CC EEHMA P HEEWH, I
EMHI S EE R A KSR PR T EAEH . RSN IRZ
b T a2 3 e O B AR S T A A A S, B T AR A B B
B HIE R CC.
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SRR R

1.3 SMREMAZEUN WK ETLRED . H—ME NS
P A BN il L B R L A IR 2 A A BT K CC.

1.4 FOKWEAZES FEAE I A SRS R3S, o B
Sy AL RE T A BRIR E R 40 ek A P B RN AR R E R CCL {H 2
R L2 E AR B T IEdE SO e 2 10

LS BU/NRGI2EDE 8 i 0 A I A B A SN B L AT
1A 58 BE 1 A HOIR B2 AR B B 78 RORE BT T A A etk
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1.6 F R FEY2ii (epithelial formation, EF) It 2% Ui & B 77
PR R 2. 7E 1936 4, Teed & BAE G L h E-1if
T BRAE LR . FEIEF G A BT L, X sk
Y B2 R 33 R LATT. 1 33 JE LLE B & A Ok, 1986





