(@]

HEREXEME (SADDAN(severe achondroplasia with

developmental delay and acanthosis nigricans))

e

TRMESE I TEIR 75 24k 3 B (Fibroblast Growth Factor Receptor Type 3:FGFR3) DEEIZL 5D
RRTHY, MEBEBERERKONBEOEN, AEEHORH, FoRAaMREMR LoERZRD D
I D ORERITRE T RIE & ) HRENR, TROBIZEST ~OBHZ R DO LRETH D,
FRTOBTEL L ZHEBRDOHFRRERBDO 5D, £ DMEEREIE (acanthosis
nigricans) RLCHRMIRRDOEHEEZFRD D,

AR HAEREIC OV TIIARHATH 25, AREATOREIHBIC L EE D,

JRIA
FGFR3 D REWRETH S, | FHEOBRSTER KM ER) DARFEREE LTRIEINTWS,

N7

MU D4EHE, ATEEEROOZEH . Y572 BIRER: COERZIRD 5, 5 OIERITEREERIE L Y
LEENE, TROBIIHF~OEHZRT, EMEOMEFRN D < 5 A ORI IR#EIER
oD, BAKKEIE (acanthosis nigricans) XD EICSHE 21X U D MES, kA, ZI1T WV E5, F
Fie LICHEBET 5, FIRMEREROAHELIRIZEI L, BEEBIEDOM, TANA, KEEE/R N
HEINTWVWDE, RACESFITHHEN 100cn FRE LB EERED -9 BEEOHEEIC L &
x5,

afHE
FIEMRROEIHE BZIRIZAEHF L. FEREOM, TAMA. KEESR ERHE SN TN,
{aRRIE

fFROARTERLANC £ D PR REE 6 L TREPRE . ROALFFREERRTTOI 5 93 N IR EE
MOBER TE 2E ML,

st BEIER RHREROTHRUEIZAEIT TOEZMMZE
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Q2 : EFEFR TIL, 2003 F£~2012 FED 10 ERIIERTREBOZERBRID Y 40
LA Y-S

NIV OFIZUTOERICEH ZHEZEL 280, WTith, 2003 £~2012 FE0 10 R O#H
RERIZOWTEEE L T 72 &0,

Q3 : Thanatopholic Dysplasia(Z3E1E L AEHEE) & 2 W it SADDAN JEMERE OHIRRERIC SV TE
IV LET,

ik L OHE R TOEFR
MR E R 2 B LT NH
FRY OERZZER LA
B FRWr 25T L7z NE
HAERTZET STV e ASR

Q4 : BIERAELEDMIIEERIZ OV TE I BN LET,

B X OB R TOEFH
PR ZE Lz NI

FERY OEFEZRIR LA

EAT 4 A7 43— MEEEZHIT LI AN
BT ZHEIT LI NS

HARTRE STz A3
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Q5 : EARAT 7 & —BEOHEERIZOWNTE I DBV LET,
MR PR 2 2 L7 NEK
TVWHAZROTAE
BNV AEEE LA
ERY OBEEZERN LA
20124 9 ASRTE, EFLTWVW2D AH:
BEFRM 2T U NS
HAERTRZET STz A8

Q6 : FIRKEAERDOEREBRIZONTE I DBV LET,

MR LOHRBR TOEF
MR R 2 22 Lo N
ERY DEREZBERLANE
BRI 2 AT L7 A%
BInFRWr 2 51T L7z A3
HAERTZE STV A%

Q7 : EFELS OB RITEBIEF OFA K OEFIEEZTEH L TSN,

E 2N FEBIE R L OB R TOAEFE
R FEBIEER L OSBRSS TOAEFE
A4 FEFIER L OB R COEFE

o, F0 ) LIFREBEZAT o IFEFI OR4A R OEFABZTTE L T ZEN,

L2 SEFIEL -
W4 SEFIER :
R4 FEFIEL

o, OO LHAERZE &N TOWIEGIDRA R EFIEZTE L TIEEW,

VEE2 TEBIEL
4 SEFIE
W TEFIEK

WAL bHVNRE S TEVE LK,
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Q2 : B Tid, 2003 £~2012 F D 10 FEMIZENERMER TH o> 0 iIR Dk OB H
DEFTHM?

A AYAY-4

NIV OFFUTOERICE ZEZELEEV, Wil 2003 F£~2012 £0 10 £/ 0
ERBRIZOWTEEEH LT 7Z &V,

Q3 : '22% Thanatopholic Dysplasia(EtFEH4: M EHEIE) & 5 VM SADDAN JEERE
TH TR/ IR ORI OWNTE I DBV LET,

R L UEE R TOEFR
RAMFREEZE LA
ERY OERZRR LI AN
PER G 2 BIR U7 N3

B FREM 2 54T L 7o N8
HARBE STz AL

Q4 : EREFMAEE Th o 12 IR, S ORI OWTE Y v LE T,

b
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RN JEBIER S K OEREE S TOETFE

2. T BIFRER T o LEROFA R OVEFAEE T L T EE,

R SEFIEL
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BERAT 72 —EE

Hypophosphatasia
Key words : ‘BAIKIL, BREERER, TVHUEA775—+, {5,
iU &I

KARA7 7% —BEITERMERDO—DT,
HHIERRT VA Y FSAT 7 5 —E (ALP) #
ETFORFICLDEI&RI SN, MiFALPEX
KfiE & 2%, ALP 3B RIKALIZLIEDEERT,
HEREDEAAT 74 —F¥RETIE, BAKRILHIME
T45. Bk BEAT77 ¥ —EEIIHLT,
HMEMAFEOBREICATHEB SN, FET
NERBTH 5.

1. B8 - E&H

AR 7 7 % —+EHE (OMIM 146300, 171760,
241500, 241510) 1%, MMERIERFEAY ALP O /KIR
ICEDBIERIENZERTH L. FXHMRE
TEOEARI, < BAWHHEELRALN, MK
BAETE Y I D RZMEL B TIEMIE ALP
EABEE 250120 LT, AETHETT
HOWEEMTH BHY. ALPOXE'E TH 5 phos
phoethanolamine, inorganic pyrophosphate (&
o) BE), pyridoxal 5 —phosphate(PLP) ® L
ANRALND. BE, FREESEEEETDH
A, EFNICEREFEREEED H 5.

2. & 2 &

FEBHAKRZ 7 7 ¥ —YiEE, 105 HE
WIABEOHEETALNL INLEBTD 5.
HARTRDHEEDOSVWERTH S c.1559delTE
BIZ—AOD 1/480 DEEETH LN, FEHE
ARE o THEREEML UTHETYT HHESE
1£1/920,000 TH 5 LEHHE &N A ¢.1559delT

695

KEE—

DARTHEHRDIVCERER & 72 2 R E BRT
% &, BRI 150,000 A2 T AFREE D FEAE &
%5, MORHOBEEIZE STV RVE,
FERAR L 1) T REMED D 5.

3. " =

MR IEIF RN ALP % 2 — N9 5 ALPL B1n¥
BEIZLD, ALPOBEFEFEESMET T2 2 &1
LORIET L. 5 F TIZ200 UL EOBEN L
B, BERE T [http: //www.sesep.uvsq.
fr/03_hypo_mutations.php].

4. 1R 2

BARAT 7 & —EEOFLZREL A
JRILBEETH 5%%, ALP OEHEET A AKX
{LEBI &R TEFIZOVWTIE, 280
I TwAw, BlXIas—7rry -+ 2
TAANY YR EL VR BEFEREICANT T A
VYV ERRLETLEIATIVIER)ANEEFELT
TE&TWA, MBI R S8/ N
HFIZBWT, Ao n, ) sidgisih, —
7, AKLEEME THH Y0 VBRI SHS

NAZET, vrFaFy 7344 e LTS
LUk, a7 UBHLIEET 5. B

HTHAHEOBVEMT FEEN 50 - F
WALIET, B Umak o B SH LA IS A KA A5
272 E % AW, MSURIGEZ o 7256
FEACELIEE. L7zd o T, KFETIZALP D
HHEETICHFCERT A YY) YRIAIKILZE
BETHI LR, RO VREEOKT MEA

JRALDFEHE EEZEZ LN TWA, FIEIZB W TI,

Keiichi Ozono: Department of Pediatrics, Osaka University Graduate School of Medicine KR AFKFERERER

BFIERE RS
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1 BAEBEERZT7 754 -CEOLEXKREE
Hefk, REBLREOEHFFOEAKIMLYDY, &

a. FIEMEER @ HEF,

EEOERLRD L, BB AMAOTEGR 2RO L. b, FEMREL
REEBIIZER L, BEE BB R0 59% AIRILOBEZ B0 %R\,

BEEPERINDIZL 22D ST I AT N
hETET, TORKE FAKLEEETHS
MEWIML/ZRERALNL, ¥4I VDRE
12 & A< B (rickets) | 2L L7 fRETH 5.
LAaL, Euy YBRoOFEREIE, MiEALPED
EHEBAEYIVDREETIEALNT,
KARA7 75 —EIRICEHMWTH L. T/
ALPLBIZTZM L FEEBOMBMEIZOVWTD
HWEENTWT, ALPIXBIEREORERFE L
TEETH A

5. W &SRR

1) ERERESHT

WRRAEIRA 2 H CHIE 6 IRBIC S Th
D, ZOHBPLETDH 5.

a. BAEHSERER

kb EEZON, FEEMET, EEICHT
bh. FXBELZEME) ZENE L, HARITE,
U e e, BEPH DAL HIILR, PRIIFRAEED 5
na. EHXHRET £F3FoRakit, RE
BOEK, BBHWAELREPALNL (K1)
Tl DARTZ A ) IR A2 TR BRI T T
HT ML LapLanb, REOHERE
BOESRIZLY), RPEFLTW2H8L5 5.

TIPS DB D, REICBWTIZALPE
P TIC L 2 PLPRFEEIF ERI I NS
DT, EENIE ¥ I BAREEE S BY.

b. FAEHAERER

BERCE Y IBBBICSBH SNBSS AT 7
¥ —VEBROFBIZ, ARKMAENTIEALR
, FHREBIFTREDEENEDLHINH D,
TR L 7-R B & U ClROERESL L7229 H AR A
TIXF3I0LZE L oM Ew. BEEZE
THILLHD EBEMEEHEELICBVWTERED
DR EIZOWTIZEETNETH 5.
c. 3L B B

HH6 AR ETICRIET S5 4 70FLRET
HbH. BEIIROEATH B05 HAIREE
AR, HHETHASK, KEMZKE (H
WTWA, < BRBRELIZIRE IR L 72 5.
MEB L CREANLY T LAEO LR 2E, B
AIRALE 27T HENH 5. R IRRRGSED 5
MEARETIRTET 26504, JLEMOFHZD
BiFLidwzv. BEXHEIHHEELLS
I E L WEBRRDO S v ¥V TDHD
nAh SLEETIZLIZLIEE D VY 7 A MED
Aoh, F0kd, LR, BREEA, FEHE
TARBRRENALNDY. HERGORBES
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£1 KEKR7752—HEOZHKES

E TN
1. BRIKILEEZ

BEMXBIRE LTEORAIRIL RETOEW,  2REOEHRMIER

2. L ORI (4 AR OBIE)
EWRERR

1. IET7TVHYRZXT 75 —E(ALP)EAMER: (FERSBI O TE I ER)

SERER
1. ¥¥ 3 ¥ BRI RS
2. MpgEsE, £

BEHET R

1. RERARTY ) —VT7IVOLRE(RFT7TIVHBOSFMOERICHY)

2. MEvay YRED LR
3. LB BT BE AN T AMLE

BIEFHRE

1 TEEBW, I OO HMIEFRA ALPALPL) BIZFREEITH ZEHFEI LW

ZEHR
1 HIEHE
2. WHEOIMIE ALPEDOET

FAER 1 DL E & iEALPERED S WSBEEFREZTT .

Edbhid, IVHETHL.

ZEEIR, ZERENR, 25

EAS WA EETRIIEEE RRR 7 7 & —EaE 32 [(hypophos@ped.med.osaka—

u.ac.jpl TERk.

bHEE 2 5.

d /R &

INBENCRET 5 5 4 THAVNREI T, EEE
kA ToH b, FLEORIRE 4RI &
v, BREIUIBWCHBEL 2RI LMD 5.
{ BIRRREALD & 5 B B im0 & Bz
> TXBEBEDEHROEENAONSL Z L
HY, FEIZHFETH 5.

e. Bx A B

BN (FFERDEN IC 2 o T LRIET A5 A
THRBNET, WEH, BEZETRIOMN
B, NBENC 2RO RIEE L DR
BEb0Z&bdH5b. XHHIZ Looser zone %%
ARHENLT EDHA.

f. wWEEE

BISERD 2, HICBREFRET S5 4
7' H%odonto type Td 5. DO RIARE L,
ZHOAR TR o 72545, AT orMEICH

2 CHRBERIIC D BREW I 20 B E N DTE IO
FLEOREZIRET L7720, NEHOFEE DL
EWWLEL B,

2) BBERIRE, BXE

BXH R AWmBEL BHEIRNADL
N, —iEOMERE T, M5 ALPIEES L O
ALP 74 VWA LIEEAMMET 3 5. JR¥ phos-
phoethanolamine ® L &%, JRAET I/ BoHTr
THHENE., INSOFAENHNIE, KA
Tr I —EELBREINDD, REEDSEL
%5 WEmMHE EEEERFOFYIUTT,
MiEALPIE IR PFEEIET LTS, BIZE
WAMEEICT 5I01E, BETEE2RRETAHL
v EELIIEAFEHEN A REREES
TEIRTZEEZEICB W TREDZ W AR ZER L
ROTEBRBLTIELW(EIL.

3) E=F2

t N DO ALPLEEF I 1 FRBEICAEL,

&
a
!
%
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50kb BLERS 2D, 12017 VLR &
N5, BRIZIEZZV VIIblzoTALNA.
ZFIAE Y AERTH AP, —HEREIC
& % frame shift B X O3 EER I DL FERET 5.
T/, BROMEBN2DOOTVIMIZE o TRR
BT UEAERPELENSZ ». ZoZ b,
ALPL 7 VIVOBEIIRBNINTIZhwE i
EEND. 7272, L OEFATHHEIERER
FOFXFX VT THLIEDNHPIN, Vhwh
de novo DEBRDEEITE N DEEZ T 5.

HARANDOAKFETE, BO0FHDO 7=V T T
Zrhug v BRSNS F3I0L & 1,559 &
HoO#EH T o /R 5 (T1559del) 2S94 { & 5
N5 T1559del (3B B EAET & DA
B <, F3IOLIGEEMEERICS . BEREN
OMETTIE, F3I0LIEEF AR 0K 70 % OB R
EWEDFRAE T A O LT, T1559del 13131258
EIBREELZREL TS,
FHREHREEEEZRIEANTIE ZEA
ALPL IS9P ALPL DEE2HETAH L 9 %2
Wb W A dominant negative R R % 7R3 72012
FBETHEEINS HE, Ap2EEFORT
FAAEMIEREZ b OFEREMO<T T AET
A% - Y AR

4) RIS

BEHmOEL(RER) 22T HRE L LTI,
¥y 3 yDRZML B, &Y Y IEN %95,

FEHmBIERIEY ST ON L. FEICHERNZ
MR & RIS LBEEFREZITH)IZ LT
ZWTRETH 5.

6. AEETIR

TFRIIWIZLVERR L, 72, WX IN:
BEEE W, Y IV DRZITL B L B
FALTERWOT, €IV DESEHEAE %

Lizwv., LA, BANYYLAREDS L LT
DWEL X/2TOTHITERETHH. EEL
ICBIFAREEBIIY Y 3 2 BAKGEETD 56
BEXRHNDT, £ BDEGZHMD.

AR LITLEE SV ¥ LMFED A S
n, Zhicxil, \EAVY Y AI VT BEHET
b,

SR OB & BITEROEEZ /R L7z A E
DOARFEWC) Ay ¥F v b PTHEH ZMEH LT,
BIERAYEF LS I MmEFH L. T
Bimd b 5.

FLURB DA T A BB OME 2 72 8
N2, — MR REREE D089 W,
DIEFIDERIPLETH 5"

&, ALP BERMiTEEE~OED DD
HbH FNOBITERLT27:01Z, ALPOC
Kl L-Asp 25 10D % Ao T b, ET IV
RUATIEBEREOWEL, BEWEFLITRE
B QLR TIEARREICH L, & O5E5 Bk
ALPHMEZ & Vo Ba B L-EEEM TR E
DBV IThbNTHE Y, RIFRBEIFEESN
721,

7., EFNMTT AT, BREEREOER)
HHRES NS, &%, BRI LOBED
EOT, WHEMBREOKRE 217 LEXD
A9,

BIEZBUT B Y AFRAFR A — MEEDOBEIER
&L CIHBEIERPRE S NI THEBEISLE
TdhHY,

I 4
1%

B hH I

BEMTEEIL EFLTY ATHEDEIR
2N, BTE, dLRTHRBENThIh, BEELERD
ERBEOONT VWG, ARIZH, FEIHTT S
BEMAFEEVEAINL Z EPHFEIN5S.
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RIRDEF R e ZE L TEEILEDTS.
ROBEZBICEORRERTERIEBFRVENSET
HDH, —HBWICIBNEOBFEIZETLTELST,

CLULABIMLTWD ETHIREDPZ . NEDEIIL,

FOHES (BHEE) ICEDENDRUE, HEPHME
‘e, BRERICEDZEPZL. EFFEIR, &F
BILEEEZESZ2LEBIC, ZHFORBZ KL
BRERSWEMEDSH5T.

;aw BUOEBT, SHICHL B E#SL,
=] HAIC & B BENE TR T HTIEE LT DB
256D, EEBIHET DHERESETRESBICE
ZpbBIEICEY, BHSESARICHROTO (8
REL). ZhICHLTAL RS (HEAmOHRE ) 26
i, BEHOBHRLESHEATOERNSEETH5.

Bl IO FRATFHILI R ERL
NEEBELYRAEREEICHLIIA Ca), U (P)

EROETHIRTIV(EBER)DPEEBELTTETLD.

IOEBREEZAIMLEES. [RIS—T2iE &
BEHICROZ{EENDLERET. 24K0a 1#HE 1
RO a2#H P I DOmABEEZRAL, IS5 -7
L2, 25— T U FRELRBEICREREE
AL TRIREGREBEZ LS. 5 —T2DF
BREICEREDPODDE, BPREED.
BEBETDOAT, BOAKLREETHS. &
ORKALE, BFHED OB ENTEBENIRNIC

THENS . EENEER Cata4>F v,

S RUTL (Na) kU VB NSV AR—a—IC K
W, CabLUOPERVAHERT 5. EE/NEAT
2B CaDFESPITEL, ERNOFIT7/8K1 ME
& (HA) P Eh, BEEORRIEDSEATO L.
B #BERIE (osteoporosis) i&, BEDEAIC LY BT
DELRTLLRDERTHDD, ARLEEEIFAR
(CBEEETHAIEBDEDERIEEEEDHT, —
7, FEEDIEINT DFEEDP DK - BRILETH .
FERFE L TEBERATEERE (dual energy X-ray

absorptiometry : DXA) ICK U BBE S L TERIRIND.

FEE, BHROEUPTIEBEBEOMIBEINZD
TEHZEVDT, BREEEEECEED2DD/3T7X—
R—"EEHDEEIND. BHEERZRTRORTNES

{48 074) Olive —BRELEFREROER— = Vol2 Nod 2012-11

THY, Z<OBEEFHPETORECESTS. £k &
BEEIELTBEREEEAON, RESIVEHRE
DEFBEPRERFOTOREICEST 2.

HI e

Ca (( AFRICENT, HREE HHENGE
MARE MEASITFIL, B &E

AIRICEBL THECEHZZE> TS, 207D,
M5 Ca EBIEEBICHEEN, BED CaZERLET
WIETLAVWKDICHES IR TWD. LHL, Cafg
BAEE, REMICIESE & MEICSETIERES
AH75T. CaldERNTIE 0% EEBICHFAEL
ADBEETERT HEEBIC, BRICKY Ca b
BHICHIAESND 2T, Ca DIEEEHMITICERI-
TWD.
CaldMBDRBZRTHDDN, RREHS L HNT
&, BB RZERICZLVWZERELY, BEE
DRETIHRETHD. £eald, CaDRRICIFEA
SODPREMICEHLDT, EXI2DOFESH]
REBDD, LIELIEEARI>D & Ca DEEARRIL
F—=N=Zv 7T FEERICEWVTHEEIZD
REZMLBDHBEENTIEFRL, EX4IVDDERE
EBHIZCa DEBUCDD ITAREDHS.
CaDHESEOEZIE [BRAAOESZERESE
(2010 /R )] (FB—HER, 2010) RSN TULS.
BRICBWNT, CaldERARRTHAIRKMRERT,
BOBMUEDOHRADHEEH—H 622 ~ 778mg T
HAHDICHTH LT, FRI6EEDFAERTIEIFEH 520
~ BAEME IRE T, ELICEERADERE DA,
[BREBEDOFHEARESTA KT1 > 2006 EE M
TlE, BHESEOFEOEDIC 1 B 800mg DER
PHEIN TS,

i
<A

BRROEBABKHTHY,
/J\I/EL/:/E\:H(' XAIVDOBEELZL. 4
IVDDORZICKILLDRDPEZOEND D, HE,
FERICENTD, EXIVDRZELDHEDEM
DEHEINTND .
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FOR BONE HEALTH-FROM THE VIEW OF PEDIATRICIAN

1.E2IVDRBEVEE

EMELTERESNEEAI YD BIURETE
BRENLELI D FFFRICHENT25 i, BR
CEWTIafIPKERIEEN, 1a, 25 AIKELE
2D [1a. 25(0H)D] &% 5. 1a. 25(0H)2D
EERHEWEMEEZE DROERELEZ2IVD &
FENTND.

E2I2D OHESE, OB IUHIEICKY
—ETRAEWN. BAD 2010 FREFERNEEICK
HE, EAIVDOEREIGHAXRED 100 BEAL
6H B~ 1mFKimb 200 BAT,
8~9OmM 120 Bz, 9~ 14D 140 Bfuecio
THY, KEEHBELTHIRONEBER>TWLSE Y.
2L, HRZZID2HEOPRVAROEZREIF 200
BAICEEESNTWS. E4IVDEE{ZALER
Il BN NE, NA—, F/2BEREDDHB.

HAMIKBETOELI VD AMICHEARDT,
EKARBHIBROHERIVDRZODRAERS. 4t
BODREDPERINMNED Y bORED, IR
TRZH/bHY. T BEOSOHEOZIIRICESN
MEHTELPTL. KEOEETIE, HBNOBF
BERBT DD, BXABREREICS6DANRME
FHELBRWER>TWD Y,

2. E2XIVDRZEE

BRERAICIE, SITRMABRICEZ DO, EEEH
EAEREERR PRI B ER DRERR (M BSXE), MEBEL
EPHBND. ZOED, LRBICENTREHILY
B AMEICES F R Z—BEOFVhAREBH DR
BOPREHTHD

PRIV DRSECBRRBRET —4& LTI, M5
HIN T LMES KUME) EQET, meFILhU
RAT 7 A—EEEO LR, mpRRREARILEE
DEBRDHOND. B XEEMICIE, BEHROILK
FRRM, EREERENSHOND (B 1). &3
VD REDZHIE, e 25 KELE 2 I UDEI
FUFSTENEET, 20 ng/dLUFAEEAI VD
REFETDRESEZ TS, LHL, BRTIHE
BREREASBENEVSESHD

E2IYDREEOBBETFE LTI HRES
IR HEOBLBESE XBIE BHROoris3
VDFRE PERIVEBEORNELBIARELRED

1~ 7mh 100 BAL
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1 E43IDREELBHEOE N BE

BRIEEE O RES G ICHEREL, T
| BB BEDBHREMESHONS.

kHFTOENTVD. HDPEOEEDERE LTI,
FLILF—REBICNT 2BELREFRCREE, £F
BEOEICIDAXARFTEREDPEA TS,

/J\IE @%@@%:m, RE BHAREHSK
JU PTHBD, ThODEEZERT
TEFYAFZ LW, £9 SHEEECPBHEAR
E BHOSHREOREERTERERELT, EELR
FHEER L TV HBENHD.
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n‘ﬁifﬁuﬂd\} ’ﬂ% 7‘([‘&7‘( e b iR R S T R e A
Keiichi Ozono (353%) /KR K&

CEFREZABTZERVNE

W5 mRae-2-

SIS (DSR4 —)

ujﬂ’%

AW HLABLUY VREEBEOZEICBOLT, EX23I Y D K oEIRIRERSR
JEY (PTH) OAIESZOBEPREEZEBEISIZSIEERTHS. NP PTHIEE
DRAIEICIE, BExEBTS PTH £8IFEI S intact PTH ¥ whole PTH B"EBETH3.
E42ZY D RSIEOEKIC, M 25 KEtE2IY D BEORERHETH S,
BIEHREOEIAEL, EEBEOIVEVSIAIESNTORVWI EHEETHS. —

75, Mep 1,25 KEkERz Y
{EREZRBRTB3H, ER3IY

EUBIC

ANV s (Ca) BLU) ¥ (P) £GH
BHEIZBWT, ¥¥% 3 DB
BIHRIRE &S VE > (PTH) O M iRE
FHETAH I ENLEWD, WEFED
FEECHE R BF T 5 2 L I3 LE
BETHhDH. KT, P PTH M
25 kKEEfL ¥ # 2 > D (250HD), M
1,25 /KER{L Y 4 3 > D [1,25 (OH) 2D]
OBEIZDOWTHEHT S,

FERERILTY
1 =R
B RIS R IVE » (PTH) X 84 D
FIJBIVEBRENLERYATFF

T, BREEHET L ER LRI VEY

DREOREREBHNRELTHYELIY D OEE
D RESEDHIZEICEAOShAEN.

N—DTHY, M CailfEsr—ED
HEBP BB ICAERE L TV A, PTH I
BE O RAE T BT B 125 (OH) 2D
DEEZWEMTAILICLY, MiEY
WIHETO Ca DI EEEST 5. £
72, BROZEMRMEIIBITS Cad
B A HE LY, S5ICBEBNT
BN EZIRETEIEIZENEDLS
CaxIifFIZBIBT A, —7F, PTHIX
BRI RAMEIZBT B P OFRIY
#ETEE2. 2% 0, PTHIEME
Cafix EA ¢, MEPHELET S
&5,

PTHRERZF FEVECTHD, G
B ESEAKTH D PTH/PTHP
SHEMICHEA L CER S REET 2 (B
BURER SOV E  BEE R (PTHP) &
PTHO ZHEKIZEXETH 5].
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key words

BIPREBRIEY
25KBEER =D
1,25KB{EER XD
RER

PTH/PTHrP %M1 Gs B A % 1%
s 7 Fo VY 7 9 —ERiEEl
L, ¥y FAvtyIx—ThH5b
cAMP z#gns+<¢7T, Yo7 A ¥
F—+¥ A (PKA) ZEMWALT 5. $72,
PTH/PTHrP &M 1E Gg BEH b &1
L&, FAKY /=¥ CEEHEMEAL
L, 2D FAv LIy —THDHY
FUNTY) T =V (DAG) &4 /Y
P=VZE) U (IPs) RIS, S
05 A v % F—+C(PKC) % iEHEA
L, MilamCalgEriEms+t s,
PKA ® PKC, filgaACaid e &%
REEO) YELE i L COENBET
TR 5.

PTH @IS TH D, &%
SELARTF PR E L TH M 2R
BLTwA", £RKOPTHL84 %

75 (435)
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N R PTH1-34 13 VE > &
2 LTWwWAY, Ykrah/: PTH7-84
EHRIVEVFEEETE L Ty,
PTHI1-6 %4t 12 PTH/PTHP &k %
HHEATL72DICRTRTHY,
PTHI1834 B’EBEMEEHMLTHSD. L
727585 T, PTHI-6 5 Z 13 7% v
PTH18-34 %% % H3 5 PTH7-43 1
PTH/PTHrP BRI ET 54, =
BAREBEEIL L 2wz PTH OfEH
WZEEE T A U IR PTHL-84 (EE AT
g & BRI BV TRE S B2, T
E7z CRmA PTH X B (CB W THE
Mz, BhEREEICLLZ2)
TSR @?ﬁ*i“%f*w‘% SR A
2% 60mL/min/1.73m* % T A 5 & M
intact PTHEAS¥ML T %7 F
72, BREREDMET 751200 T C K
8l PTH/PTHI-84 teasEin L, IMMik&
Wr B 12 33\ TR IMEE intact PTH E
EEEO FRO3EU LS. &
HEIC BV TIE S intact PTHED
95 C KRB PTHIZ 20% LT TH B
A5, MGENT BB IIB VIR 50% 12
biET AP PTH X FEHE
&, Bl BRI AR A R AT HR I A
PTHEE L AMMET A I LITLD,
B AR IE O RE % i ICER S 5 &
EHTTRETH B 7.

2. AlE

MeR PTH I 5E o5 — AU i
Gl %€ (radioimmunoassay : RIA)
& LT 1960 4%, 1970 £ ICBISE
7225, PTHI-84 ~DRRERFFRE)
HEARA o7z, 72, CRImMEeHP
ME (M-PTH & %\ & HS-PTH) % 2
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Iy D- Ay AREY — T — BT BB

BLTVRHEIERDD % oz,
1980 4412 %S & 7z R D ok
B gt & 8 % (immunoradiometric
assay : IRMA) i 2 D OPLEDT C K i
e N mfEl (1-34) %38 L, PTH184
DHEEBRTHLIENL [ 252 b
(intact) PTH] &N T W5, XKk
Hixs &% 10~65pg/mL THAH. L
7 L% D%, intact PTH 3 PTHI1-84
D&z 5T, PTHT-84 % KOO W Fr
LT AZEMHBHL TS, L
PoT, BREESICLEIVT I
ADET D=8, MEE intact PTH &
M4 PTHI M DEDE L V) E1fE &
%h. WEFEE LTI
%951 72 (chemiluminescent immuno-
assay : CLIA) % 5. fifr, =il
ROWEEDFIFE S, =) (whole)
L LCENAFT 77 47 (bio-
active) PTH £ FEIZN T % . whole
PTH & N RSB OFAEI PTH O N
il 14 AR L, PTH 184 12HFEM
EEZLNTWS, AEEEBLZ
9~3%pg/mL THA. L»L, FEER
21 M4 intact PTHE B X UM%
whole PTH Tﬁﬂ)ﬁﬁﬁfﬁb\ nTw

. EHEEE I (CKD) 0B HIC B W
T intact PTH IZ%4 9 % whole PTH @
@@‘l‘éciﬂ? ENMTwiv, CKD 0%
BiIBnwT T RILNEFEHES N
T\ 5 M4 intact PTH {E Q& ¥ H1Z

PREESNTND Y,

3. REDEIN

Ca® PREEFEDOEZM B LR
BRROYE, BEIFIRIRERETES
S UTLEEDZ I B L UNREL 4.
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4. B PTH BEN S
JEFE B BRI RE T AERE (RIE
K Ca RY4EE Ca IUE, #rd EEER
RIS RETTHESE, £ 58NS WIRIE
E, B IRBRAREETTEE — T BEAESE
R, cyclin D1 O3S TTHE, INZM),
TR B R R R RE T (B BN
& B CIE, €432 DREE,
¥y 3y DABEEE, hungry bone
FEWRE, (BRI HURIRPERE T E),
SRR AR RE TS, 3R (1)
Fo L, A THA FRRE, v—7
FIRIE, CATH AT+ 5~ 1),

BEZRT

5. g PTH BENEEZTRT
=R

Bl LRI AE RRAR T (B e i
B FURKIR R T, 4B
FARBR PR BEAR T AE, 229112 KERER
%, HDREMRER, HOREME, Fi
%, WATHRES, &R OiE (B
M, TIVI=va), BEMARORE,
&~ 7 32w WiE, 5, RE
TRl B RBR B ﬁd&TﬁE [PTHrP EAJE
%, TR (LR ERE, HIm)
W& B BRLE, 1,25 (0H) 2D EAE
B () v o8jE), HEHIY Y I YD
FHES, YovaA F—Y A, BRI
REJUHEAE].

25 KLy
E

v D
125 KE@bEy=Y

.
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E¥IDEAEEIGERENS
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VAT 0= )L b ERIMRERETIC L D &
EHEND. 53 DY HSR
DES Iy Dol BYHEOE Y I &
D3 2784EH 5. FD%, KB
T 25 W/KEE{L Y # 2 > D (250HD)
WCEBRSN, C¥IVDEAERLE
FEL, MPEEMERLTY5. 250HD
XA TOREHH»10~20 HE KL,
REHC L 2 REP LR, KDL S
IVYDOFTRKRELRELTWA L
EZbNTWwW3, 250HD E S HICH
AL RAE 2B VT 1a, 25 firk
Bt # 3 > D[125(0H) DI IC
R, EHEEE 2 5. 1,25(0H) 2D i
EHESBIIhHEY I v DEEMEIC
e L, BIBRETOmEzHET 5
FVEZELTERT S, RIS
BIT2Ca®PORI, FIZBITHA
IRALOARHAE, BIFARIRIZB T 5 PTH
ORI EOEREEETH L
&b, ¥4I yDEMEADOCaP
RBRP B ICEE LG EZHS Ty
L. BLICHEOE, B3I AT VREIDAL
DEBRLEYIVD EOEEERE
THEREN R SNTV A,

My 250HD EE I EHOE ¥ 3 &~
D OFRIKEDIEETH 505, TDE
BEICOWTIEERT H S, KE IOM
(Institute of Medicine) ® k& T,
FAKICEEETHLEEOAERE
ETONNY T LORINEFEIC, AR
b EEE E TORFERICB VT
250HD fE % 50nmol/L (20ng/mL) L\ £
WCHERTAZLPET e dhTy
BY LU, M PTHIEE
LIE® B ET D 75nmol/L (30ng/mL) LA
Lo 250HD fEx MR L7213 D) A

FWEFERTIEMRLVEY. OF
Y, I 250HD # & 2% 20~30ng/mL
DOE, CYIVDOREDREH D L
HETT 50, FEFZWEHET S
7, S A, LorL, M 250HD
BESADLR L E D 20ng/mL LT TH
NIFEYIVDORETHDL LV
IR EBIAEMRIEILR L,
HIEFX v FOEEENTH-THES
IVDDORETHHI LD DR %
WIZEWEBFLETH L. MHE
250HD IBE D ERIZDOWTDT— %
IZIEE IS % vy, 50ng/mL Bl THEl
VEROWREEIRE SN TS Y &
BRVL, DAEICBWTIE, mE
250HD i B 8 78 |- PR BE IS 1 ER
LTz,

M 1,25 (OH) 2D i# X PTH X P
MR KT TH 5 FGF23 (fibroblast
growth factor 2302 & - T, BB IZHIH
ENTBY, FEHEHEER TS
%. IMiE 1,25 (OH) 2D iR 13RI ¥
YIVDOTRKREETKBELTES
T, EEBOBWCERD RO B E
LTwa.

2. BREOBEm
Ca® PRIEFHODW B L UiGHE
KhRDHE.

3. 250HD DAEIE

& 250HD BEOHEIE X 1970 F14X
MEZ CPBA (competitive protein
binding assay) #SBE SN, EEREL
LTIy FOES IV DHEEEAN
b Tz " 1970 ERBZFEIZITE
WAk o~ N5 7 4 — (high per-
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R~ I

formance liquid chromatography :
HPLC), 1980 #Ef{i21d 250HD (28¢5
LHUER /- RIA MB%E s 7z B
ETIE, WG E O % 81T 5 72
W2, CLIA B F & B & ik
(Enzyme immunoassay : EIA) 12 & -
THMTEENTWEZ ENE\, Tz,
KENZBWTIZ 2000 FEKICAD, #®
fkru< 7774 —BESHE (lig-
uid chromatography-tandem mass
spectrometry : LC-MS/MS) @ F| i A%
WmLT&Twa,. HPLC ® LC-
MS/MS & 4 # #9 12 250HDs &
250HD: & # ENMETE, RIER
FEHELYVEETHEEEZLNTVS
P, RIS THY, FLEMOMA
WrLEE L, BICEE 2SS
ERARR R B TH A7 M 250HD
BEORZEIZLLOL IS ETSER
FETTbN Ty, MWEEMZE
HREERELTWE™. Y5 3D
EIEH IS EUK S R <, 250HDs &
250HD2 @ 2 fHIEFFIET B Z & S HIE
FLDELILTWE, RElEE
IE, 250HD % D BK A IEE 5T
ERBILESY I Y DHEEERL DR
BESERRILEOFE 2R R, F
72 250HDs3 & 250HDz % R BT & 7
VI 250HD i R E R M 2,
B ELRE T 5729, DEQAS
(vitamin D external quality assess-
ment scheme) 7% 1989 2RI S,
BAEBR I DL OREISIML T
%. DEQAS 3 ME% ZHEEEIH
L, &MEO7T—5%%£D, &k
DFHTaH A ALTM (all laboratory
trimmed mean) & 4 LTV 5"
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<TOPICS>10. ¥% X D - i 7 24H

2009 R B VT, MM OEBHRE
(CV)iEH 15% TH % 7. IfnfE 250HD
I ORI BT B AIE SRR &
% 7 72O OEELEFEDTT
HILTw 5, BEMICLEREENE
HEIZLCMS/MS & snTH Y, KE
® NIST (National Institute of Stan-
dards and Technology) iZ & - THI%
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972 % 250HD DiE#EYE & L CF A
ENTWE? b2EIBWTIE, &
PRI L2 1% 260HD i o fl % 2
RIA B LU CPBA 2SHWHENTHY,
E5HIZE& B CLIA ORRREERDTH
nTns,

4. 1,25(0H)2D DElIE

3% 1,25 (0OH) 2D i E DMlsE i 1970
FERIZMNINEES I VD REEE
Fiv: 72 CPBA (competitive protein
binding assay) ® —# T& 5 RRA
(radioreceptor assay) 7p% S/ .
0%, 1980 FERIZT VR Y X
DEEEPHAVLENL LR, I
EORMES L) HEIC2), LE:
MEOE BRI Lz, 7272, V)
R - ZBEREEORRESE VL
©, MEFD 125(0H) 2D L#HET S
#ME L LT H1,25(0OH) 2D3 D A H3f
AWRETH Y, LFFEHLFR—5 =i
HHINTWwAR W, RIAIGRRA &)
BNCHESI, BeREL LTHA
THREOOLS I Y DEAEKEMD
B, oM T ALET R ko7
A%, 125 (0H) 2D (23§ 2 B Ik
BEEOME D -2, BEZZOH
RS hES N, HEHERZE

78 (438)

71— 235 & B

ERiREEEH T Y v, EEBEHEETE
&% 15~60pg/mL TH 5. 125(0H) 2D
DUEIZBWTH HPLC S RRA ®°
RIAXDDEHTHALLEZONTW
5. DAPENIBWTIE, 2EEOBIE
FHVZZRIACL s THIESLTY
BFENL D, &, WG
% F\v 72 v ELISA (enzyme-linked
immunosorbent assay) b FIFfTE 5.

5. jE 250HD EBELEESR
MO &EE
Y 32 DBEE.
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Y4 I DRZE <5HH B
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