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BAG BRI e EmMBE (BERMERETARITZEE )
Rk 24 R TEREE
PRI R AR TREDIRIR - o RB - T B35 B 58

e s B B (FERISORRE ADWFE R

MRS

BV AEDRKZE
ITEZ3 D RZIELIEVER] R

IZIBUV T, 250H B3 D {EE Ellsworth-Howard 35 (E-H 3X5%)
HE(ES TIEDER DX — L7025, 250HD {&fES E-H 3B TR

— =T EL DIEE RtE R UTES CIaERaEE8IEE, 2 [FIH @ E-H 3R GNAS DTEZ R
FENTRAToT2, 2 [EIH O BE-H 3R b 1 [E B LERRER Tho72Dd, GNAS D= ZEEMATIZ IO
MBI BRI EE IR T E 1b B R EZWTL 72, B-H REBRD cAMP SUGIZ IR D Kb & O BE DS
BIFTHoT=M, U RUSIZOWTIIERMENRE) T, E-HRBROFERBR —F —F AL EL D
G FEROFERIITEEDNETHY, BRI FRISREE TELE #I0 D RZMERE EOER]

EZN S
az

WIT e BR DI BH A THD,

A BFEER

ATER R ERE (K TE (PHP) O B &7
IZDOWTARFTREM I TR R TR B BR A%
IR TEOCZBOFS X I ZRELL, £DZ
W7 LT YRR AUT, BHRER E DRV MK
N AAJEIZB W TRV MUER A&7
%6, intactPTH 231E (30pg/ml LA L) Tohiv
AR R ISR TELL T
Ellsworth-Howard 38% (E-H 38%) . Gs o IEE.
Albright osteodystrophy Dfs A2 ZEIZHEED
Wri 2z &iZiao T3,

LU, Gs a TEHEORIEIIFREL L TH
0, FELEELINTELT —ROEKRIRS
TIFIFHTER, PHP 1b 2 (PHP-1b) 2 &%
7= Albright osteodystrophy &8 L2V \VEF| DE2
Wi Tl Ellsworth-Howard RERHSHE— DFEE
B DT DR LIR>CND, BIFE, PHP-1b
22UV T, GNAS?D DNA AF UALEE D437
WX FAEMFERIRZ BTN RIREL 25> TWVD DS,
ZHUZEY E-H BREROFE ROMRIEDN FREIC 20
7o BRRAIRREIZ L D2 WO BRI DUV TR
LT,

B. #F5E 51
SSED
GEH]) 965 H £ IR
B REN 72K Ca BPIMIE,
(BEAERE - HKIEPE) I o & 2o RHo®
LR L,
(A7ERE) B BTNV OETIZHY | S RHERES
HARFEED T NEDL, WERL, FEMRITYE
.
(BUE) &£ :130.0cm(-0.6SD), A& : 28.0kg(IE
TE:+1.4%), BHRER 2L
Albright hereditary osteodystrophy BT R.:
BT ARM(—), HEERR(—)
HFEERE()
(IRERER)
Ca 7.4 mg/dl, Mg 2.2 mg/dl, IP 6.0 mg/dl
Alb 4.9 g/dl, ALP 727 IU/l, Cre 0.31 mg/dl
Intact PTH 480 pg/ml(10-65)
1,25(0H),D 54.6 pg/ml (20-70), 2560HD
9 ng/ml
& Ca/Cre: 0.02, %TRP: 96.6%, TmP/GFR:
7.4mg/dl
TSH 2.71 pU/ml, fT3 3.9 pg/ml. fT4 1.3



ng/dl

LH 0.1 mlU/ml, FSH 2.8 mlU/ml, E2 <
18 pg/ml

(B X #) AT AL, B4 10 5GP 15

(7]

ik BE-H K5k x =,

1 [ B ofE R, PHP-TT B DR (VB R
DA EEITE-L TORWN) THY, ILTE
250HD fEAMEAE (9 ng/ml) THo7=Z L,
v D RZIRBEIZHHEH, MEALPE
ETRNWIEE, XiR ESARATRAETRBDRNIE
DWW ERETHo728, BEEVDRZICES
{RCafESE EZEL., TRV VAMILS
I D (FOBRETReT T ADOBERH
DIEMERIE ZIUDIZER L) « Iy LOFE
FELAETETEE (BB ETT95) 12k TRE
1To77,

3% 250HD fEELE (24 ng/ml) L TWBIZ
123357 intactPTH OFE (370 pg/ml) 73
B 52800, 2[81 B © B-H B % Eii, &
T, AF LR EHIREESR & AV
VFRITIEC GNAS @ A/B FBIB.D AF NALFREMT
(BESR) 21T\ S AW E EiE LT,

(fWEE~DELE)

HFEicdizo> T, Mgk OREEE S OER
OLETENERORELI T EE D NEE
BELELLT, BEICHLTSICHARTVE
EIZLDEFEE TR 2o,

C. BHoEis R

1. B-H# B (1 [\ B)ofE R

FR cAMP #801%. 1.39 1 mol/h (E& EEVE(E
=1.0), 12.5f% (A =10 )&, AL RAE D
SR PTHIZRT T B ROME T2 LEHIES N
7o E12 VBRI BEOZ:  18.1 mg/2h (R
=35)Tdho7= (2720, Vo BRRUOFEf AT BE
REHET CORE TRV ZHEEHE)

Fio, HIEEBEIOIE TS, MEE cAMP
TEfEIX. 74 pmol/ml (] = 100) R )G Tho
77

2. B-H &8 (2 B)DFE R

FR cAMP #AMZ, 0.99 » mol/h (21.0), 10.0

& (Z10 5)THY., EALRAE DHFEME PTH
WP BRNER—F —F A Tholz, £z,
UL AR E D 35.9 mg/2h (2 35)LIEF A
HEERNTH-o720, VBRSO AT RE2R S
BT TORE TRNZDHIERE TH-oT,
F7=., 8% cAMP TEfEIZ 51 pmol/ml (Z100)&
LIRS TH -T2,

3. AF MR MERIREER E AW #E
HrEDRER

GNAS @ A/B HBIR D AF NMALFENT CIL, 522t
AF AL T PHP-1bIZEE T AFER Th-oT7,

D. B
PHP ORI I T OEENLETH
Do
® U XD RZEMOIFREDPHHEFTREMEN
+5d5,
BRI FR RS RE R TE b B oBHEAL
FRABE O FUSHEIT I SRR HY |
Ellsworth-Howard 3B D SR I2HH| E 2
R —F —FA VR TENHD,
BT NV LD
TOREFNCEATHILITTERY,
AR R ARER R T E 1b 2O
1% GNASDAF NMAVIBIT B i ChaT L,
(BRTETX MLPA IER— AT /2> TUND)
AR R TIEDRZBNIERL T,
E-H B DOFERNR—F —F A B DHA
ERICITEERLETHY), T EDOMRITH
NETHD,

F. BFge%sk
1. BCEE
1) EJIEHE. BTy AMEOZE T L

=Y XA NRERNE (2012) 44:577-582

2. FERER

1) BIEH AHERIFRBEEETE $
85 [E| A AN FRFNES  Fak 24
4/ 19H

2) dkHEF. mAERT.BEE. BRET.
TR, &FIEH FCF23 BETER
Z[FE LT HRafEERERER Y v iE
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&Y ViEEL 2RBEEMNRLE Lz
7-521 DIREFEFARBRHRE F46EH
KNRANGWFRFEMES TR 2449
H27H

EARERT . BEE. BET. B,
HJINEM, b+ FGF23 Bz FEE
I KD HEREMREEEKY ViEHELS 5%
DARFRYHREF FZ—IML 7+ FCF23 1B & EiE
WHNZOWT— 5 46 B HA/NENSD
WFFES W24 F 9 A 28 A
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Wk B2H

FRGTIERVWEEZDBND, —FHEHE, £ DL DF « BEILEDKE

B LI SNT, £ 2 TABIFRHDOIERDER & o HEITTEE & Oifma b L1, BE
FEL DR - BRIGEDRW~=2 T VEIER L., SFE, FEFRXTOERET D

Lz,

A. BFEEM

B« BEHALEIZLT LHEEOE N
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WX BRI S CidnEEZ NS,
—JFEE, %< DL BIF  BEILEDEE
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REERID 7 0 —F ¥ — MR LDEHZ -7
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DIRFHE., SHBOBETH D,
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B« BEALEDOZ~=a2 7 /L

[ZWrtast]
®< 59
KIEH «
a) HHM X BB TOL ZHREL (BRmOMRIMEN, 72 IXBRROIERPLEIXED)
b) BT ADYARRT 7 X —FME

/NIE B .

c) &Y VIfGE, FIXEL T AMLE

d) ERARER
Ol - X 72 EOBER., BHEOEH, HEBE, KEMOMBE, eSSk, BESERD
WD

*EEERI I Uz B EZ TR 5,

D < %%

KIEH 2 2E/NHBD 2 2% HTHO

2) < BIRDEEN
KEE2DL/NEBED 2505 1 22T HO

@ 5 iR (L IE+*

KIEH

a) 1KV GE., FITEH S T A LE
b) BEERTAN I KRRAT 7 X —FlLE

/NEH
c) ERBREER
HHIET, £2I3ER
d) BBE
BN EEIE (YAM) O 80%K1w
e) HERRTR
B F ST 4 —TORE R E~DEIEIY AT, E7-ITEM X 5 TD

Looser’ s zone

1) BEALE

KEH 2D /NEHD 3% HE4TH0
2) EEALE D

KIEH 2 DE/NEHED 2 9% H 7T H0

BROM & IRER
BOZREBEE, BIERERE, FEVERIFIRIRERETEE

ok DI & UTHRIE LTERNT, < DRORZBHEEHIHEL 5,
OBHIKILES 2EET D EAEMAFITIE, <HH, BRBENTHICEN TS, BY VUE, £
RN T S URE DTFIE & BRO TR 5,



FERL

[E#]

B, BEAGEZ, BARKEEELHFEETLIRETHD, 2055, KEKEFASHUANTH
ETD2b0%Z, < DMEMES,

[JE ]
BT, REREE, OM - X EOFER., BEOEH, BEER. REMOMBE B S5,
BHIERSZBOONDZ 03D D, BHILETE, BROHNVETICME, WEOER () . FHE
DEW., 4B (Looser’ s zone) WAEUDZ ENH B,

[(BREFR]

BAlE X R TOL DHELITIE, BEHimOMIRKEMN, Ao kRLBIXE 62355 (K1), B
{BIE Tk, KRR EKZ R~ T Looser s zone MBOBENDZ ENHAH (K2, “EZRLF X
WINREER2 I L2 BEEBEORIETIZ. BEFOIN T T AEENHRIE S5, /> TEHRILE T,
BEEOCEKTHRDLINDL, ZOOEEECKTRIRD bALIHEAEICIE, BHREDOZB ORI
HALED AR 2 BB T AIMERH S, BV F 77 7 4 — Tk, Eﬁik“’“@ig(%ﬁ(@ﬁbi\ﬁfﬁk
ZREOR Y IAHLNRBOHNDE T ENZNH3), ELEFR T, &BET VAV ERRT 74—
MIENFEOTHY ., —HEROVTEEDRY VIELRD LD,

XK1, HHiXHETO
< BIRATA

2. Looser’
zone

3. BV F I T T 4—TD
ZFIY LA

S



UCERAR, BEY CERNEEREICLD Y VRZOBE, BEXUOEZ I D RZO—ETIE,
SR U > FEVRALE (TP /GFR) 12 IS 2 7% S 8\, — B Zh SIS OIERIC X B 18 Y o L T,
TmP/GFR DK T8O bivd, TmP/GFR 1L, Tad® ./ E 7 F A (Walton RJ, Bijvoet OL. Nomogram for
the derivation of renal tubular threshold phosphate concentration. Lancet 1975; 2: 309-310)
AV, MY RE L Copy/Copear (30D VNI TRP) Z i SEFRAS TnP/GFR Bl & RO DE L VRO D, K
YEME 2.3 - 4.3 mg/dl,

Crot/Corea = RFV > x M7 VT F=2)/(RFZ VT F =2 x Y ) = FEy, (fractional

excretion of phosphate)

TRP (tubular reabsorption of phosphate) = 1 - Cpps/Corent

o
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[ ]
BERIRICVEEDOREZKIL., BERICIZEEOHEM, 7 M A 7 ) VESRCO ZEIESR DN R
ICEoThansd, EFLERICT. BENRECHABERBUELRLZ LT, Z<HTHD,

< BRADERBENE, BAL X BRFTR TO < 2T R & ELFFT R B L UCBRRERIC LY 2sh b,

BEHIUEL, BHRER COFEMER LERSNIFEPHTIZ2WVb00, ERE EHIT, K
W OEFTIRY VIVERE BT ALV ERAT 7 A —BIENFEL, BV FIT774—TD%
FEMEET 0 AR X B T D Looser’ s zone BDERD BNLA T L BZHO—B 7225, '

[ERZET HEEB, BEINSOTWEE]
EEEE: BHRE,. BHEEFREEERY
BER: BREESR

BR: VU~STHESEHRE. REETHERRE
AR AR - AR AR
BYUFTTT7 4 —TOERERIY AR BB
< BFRBEEN: BFRRAT 74 —FBIiE

[#RE & = piERI]

BAIRILEEETHIEANCL DL D - BERILEZRE ., KDL 295 « BEILE T, BEo
Y VIERRBDOND GE D, ZFELEZI VDRSS BH TR, KY VIETIEAR B LY
UAMIENRFBERDZENDHDH, ZOEHX I D RZOZENE, M 25-/KER{L v 4 2 > D[25(0H) D]
BECRMICLVRENS, EEI LV DRZEED 1, 25-KEE{bE # I 2 D[1, 25 (0H) D] B IIfEA~ D
BERLYDZENG M 1, 25(0H) ,DIBEDRIEIZE X I DRZOBWHICITAEH TRV, £/,
HELH I VD ARRRORZOEENE N ERHFEINTWVD, o THOKREIZL DL 557 - Bk
{LEEIZ, EF IV DRZVPEHTHAREEZEZER L TR LERH D,

595 « BHALEDERR &2 5@BEORY ViEDCRRIZ., B4 I v DREWIEREE, BRAE
B RHESEMIRAREREIR 7 23 (Fibroblast growth factor 23: FGF23) fEAIMEEI, B LU v &RZICKk
BEND, FGF23 1%, BRME D VEHRIIXEBE D VRIROMEIc XY, mH ) VBEEZETIES
RIVE L T D BEI7R FOF23 JEMEIZ L 0 W O DIE Y lEM 20 - BE(LENERE SN B &
2), <2« BHALEORREDOER 7 o —F v — b2 510, FEEEBRICEL DL D5 - BHILE
DREMEFEFTRZER 3IRT, MAMLREFATEIINAOOREICLY, <58 - BEIWEDRKE
DOERINFRETH D, 7272 LEEOES T, fIRO X 5 ICEEOKRRNIEE L TWAEERH D,
25(0H)D & FGF23 DRIEIX, FUR TIZERBEEIL & 72 o TW WA, —HOBRE LV ¥ —TIXRETH
B,

FGF23 BHER U M fE MR BRI O F5)|
DUTFToOB LVQ@E-H4, FCF23 BB v IEMEREEZ NS,

O BEDIKY > MEDFEE
A < 2.5 mg/dl
R < 3.5 mg/dl
AR < 4.5 mg/dl

@ FGF23 30 pg/ml LL b

*Kainos #EH s v Mz L B2 4FE FGF23 HIEE VW5,



5% - BEILE

L

HhY ZL
BAR. 73/ BR.

) VERTR. BERREE

EiE HAEERN
mEy >
30 pg/mikiE |30 pg/mlLlL 5L Ht)
FGF23™# ARILEEZ S
T 5ERIDER
HL
FGF23R8 &
& > mfE RN
RS 20 ng/ml3k |20 ng/mlA ¥
25 (OH) D##
E43IUDRZ. PHEE

TV R—YRE

77 v 0 ZERE. 20 ng/ml k3 [20 ng/mluH

T A, BREEN

T R—Y R, Bl 25 (0 0¥
EE | =
Ea3DRS.| 1,25 (OH) 5D
BERI Mok
E4 = >D| [HHRH.
REFEFEIS | | E4 S UDIREE2R

EEF M rrx

HHRH: hereditary hypophosphatemic rickets with hypercalciuria
¥! PILEZOL, IFFROR—GEE

! ATRRT7 IR, PTRELERFIIL, NLTOBRGE
ekl ST ZEF UMY YT UEVURE

#MRTHEH, FYBETH>TEHELDFDRELLG D EDNH D,
#t RIRERNMRE,

B5 < 3% BRULECREENOA—Fv—b



£ 1. <20 - BIRUEDFIA

OIRY v ifnfiE
v'% 22D R ERREE
E¥IDRZ
EHN(PT o X " v, U T 7o d)
E& I DARIFRE 1 LY
EX IV DIRFRE2 LY Apl
R SR
& Ca JRIEZFE O B Y o fuEtE< 595 « BEKEE ¥ (hereditary hypophosphatemic rickets with hypercalciuria: HHRH)
7 7 O = EGRE
7»::/ ]\ fﬁ 4)
ERAVEET o F—2 2
HHI(fHRAT 7 I R, TIREAERF L, SV Fafipl) 7y
FGR23 BEREEX Y gt < 295 - ‘BifqbiE G& 2 28)
N B b
X PR Y EE< B9 - Bik(biE 72l
VRZ
U LB, BERINES el
Of&h /v 7 SGE
vX 22D RZOD—ER
OF DDA & A AR LEE
FH(T I =T A, =F Rax— R Med)

1) CYP27B1 BT ER, WYt As bt
2) VDRBIRTER, Bt AEPHMERR
3 SLC3MASBETER, WHERSIEER
4) CLONs BT ZRE, X GaHIERin



% 2. FOF23 BEEEY itk < A% - Brik{LiE

X et R Y 2 fErE< B9 « Bk AE (XLHR)
PHEX iR R
YR Y o fENE< 295 - BEUE (ADHR)
FGF23 Bfn IR
WEYEAARBIHRY U AEMEL 295 - BHIWE 1 (ARHR1)
DIP1 B FAER
FYERBIEIRY gL 295 - BHEIBIE 2 (ARHR2)
ENPP1 BT
TEFMES B9 « BRHIE
McCune—Albright JEMFRY/ MHENE B BIRGE
ERERbER R~ b—RER X BIRY UEMEL B9 ¢ BEBE
TR R R R BEEGERA Cf IR Y S iffErE< 297 « B LAE

XLHR: X-linked hypophosphatemic rickets/osteomalacia
ADHR: autosomal dominant hypophosphatemic rickets/osteomalacia

ARHR: autosomal recessive hypophosphatemic rickets/osteomalacia

PHEX: phosphate-regulating gene with homologies to endopeptidases on the X chromosome
DMPI: dentin matrix protein 1
ENPP1: ectonucleotide pyrophosphatase/phosphodiesterase 1
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BAGBFEN RS ERERE TR 7EE )
Rk 24 FESHEERES

X EEMRY EMRE < 2B o8B iilatEe R E 2B 505
MEHHE EE BE KREIBFRERSERY Y Z— - 5T - REZETFHE

MEEE

X EGEMEME Y ESE < 2RXLHIX PHEX B FOERICESE | B3FEMIE B
BiF 5 FGF23 EARMZ L VIRY VME, B4 X v DI LEENS IR S b, £z,
XLH BE OFEBIZB W I EMEE I KR K LEREZ 3R 0, IBREBICLERET LI &
bUCBEIEME, B RIEONERZESERE N XLH OFREERICKESBEDLD Z ERRE IR
b, £ T, BFRIZBWTIL, Phex BB TICRKEFTD Hyp~ U A% XLHDET L&
LCTHWT, B, BHaOMEERZ 2 OV CEEMICHENT L=, 20 B Hyp <7 A
EOBHARE (WT) v~V AOEERE LY., FIVEFMRIEE OVEMIEZ LIS U ToE &
LCHEEL, BaFREREBRITLIZEZA, Hyp HEOEMREIZBWNT Fgf23 DIEBEEMH
BRIz, EbIT, HREEALHERY ViEHEL 2BARHR) O EEERETF TH S Dmpl
DEBIZOVWTH, Hyp BHIZB O TR WT i L E_CERICEML W, F7z,
Dmpl #iZU % & 9% SIBLINGs 7 7 X U —ERHED Y VE(LIZED S Fam20C OFEE S |
Hyp B3O EZFMIFHR CTEINL T\ e, Hyp B2 5 Fgf23, Dmpl }* Fam20C
OFRBFEEIMIBEH L vBEEINZ, XLH EF0EFBIZBW T, ROHBAERE., #HLONZ
FGF23 HIEZITV., BRRBEL TWEINE I 0ER2E L, BEICIGEZBB T2 Z L BEERE
FHOWEBIZORDDBEEZ OGNS, F-, HI G ) 7L/ BRI EHEA Pitl O
TIL. 20 EE O Hyp BREIFMIE,EHRICBO CEERIZEM L T2, Hyp BIFE
WRBWTIHEMERDRhoToZ Evh, HAER, BENS ORIBED U EEOBREIZ LD
MgV MEDOE TR, RERICEENT 2 Z EFRB SNz, &5, XLHIZBWTiE
.U VB LERRIY X I D OGRIC L BIERMTOND & ZAND, BEEL-ORE
MR E AW TERY VERRENRE Z IV DTk A InE M2 e Lz, WT KO Hyp i3k
OWTHOMILIZBNT Y, Dmpl OFBENRY VA I 0 #EEL, BRI DIk
vl Enz, DX, UV UDEEHMERIZB W T, Phex, Dmpl, Fgf23, Fam20C
OWEERERENEEREEZH - TV, BHRITEER Y& I D oMM EE Y Bk
EOBMERTFOV 7NV EEESE L CERTFRAZELIED 2 LI2X 0 U REFRENIC
BbhdZ ENRRENT,

A BFREH

BEMEE D VIEMELS 250 5 b TR LHE
EDEWXLH 12 PHEX O¥SRETE RIS BT HE
S&, BETO FGF23 EAEMIL VKD v
MEROEZ I D OFEMEEENOEE
ahb, FGF23 OxE7= 5 AT E M
Thy ., E7- . XLH OEESF TH 5 PHEX
X ARHR O EE5S 7 TH 2 DMP1 b EHlE

WCHEARFROICRBE L TN D L ZAD D,
U oREHCBT A EMEOEEENRE X
NTWBR, T b DL TEOIBH]
OB REAYE B D FEMIZ DWW TII AR B 2
2326\, XLH Zxf L Cidfeske, U o ERiE &
EMEE S I D OBRENTOITE 228,
T HDIEEIXFGF23 EA Y I LM E
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