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Familial Hypocalciuric Hypercalcemia Caused by an R648stop

Mutation in the Calcium—Sensing Receptor Gene
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BAEEATHEERIRVANSZFIRERELSNS, EHTIkin vitroTCaROFIE
HELTREFAL, ARICTRRRRBRZHIELL, ZOZLh 5RRRBIZBLTCaR
OFEERIT L B WER LN BISEROFAL I EER BB Ei85 TV AEEARBR S FUE,

BIFRIBESEMSCREBMBEISEHABEL1OZE TR 5. CaROEHICL ZEIF
RIS OZLIC B LTI, NSHPT TidpHPT L R #RE MR OEE £ 5. FHHIZS
o BRI ER & MEEOIBIRMES Ulliphyperplasia® R E & ENTW B, KElb
ZNZAHTBRTH Y, CaROAT OILER Tidlipohyperplasia% & /o 3 A g IEAUR
BENfe, FEREEEDOKRES SCaROBAETLIIVDRERICHEERIFS AL T &M
mRahiz,

CaRDERBOBREIZ DWTIL, MBSERNCal DIEEITEDSB LEh TS, —4,
EEBER, SBENERC OV TRARNE2H D NITEMERSTRIBaIR &
L ETy —RHBEREOERNTERNT &P, CHIBAORRIZEE T2 I L8
ENTWSB, FATREIN—TETLHAAVICHAN DS FCaRVERLTEY, 0B

- EE fe e 1

EFRNDRECRSTD CLANBLL, BERRR. MENERAEREECED &5

ZBNTWBMN, AFLEIENE 1 )V —7URO%NS 2 RNTN2 LD BREEREER
%, ARREROWTNNEETHIREVIRIEDNVT ti%&'c‘%t;m. ARASRROE
BT HERRBEAOREFILS B0, HEEER, MBRTERTHD & MR P BRIRCR
CEREAETAFHHEE TR PRBEX EE&E’\&)'C:E} V. MEAEESERRRERICER
BBEEATBHUEENE LGNS,

F7-. BIFERBEA QL ENDHPT L FHHOERRIZ R0 3 M EH OB L QBB NS
524, AFHHAO XS cERTIPRBEAIERE NG Z LMD, BAOFRIE
BRICIRBIRNG

Ll t. FHHAITOCaREET ORSstopE R BFMERETHAL. &5 BAIFRRICBY
BCaROEE & SHBBO—IREMAL I,



—€€L-

HWFAZRZREZIMER (E+30)

SR O SR OE S

FIN0 ARMERE (calcium-sensing receptor, CaR) (4 1993 £ Brown 512

Lo TEIFRBRH S BE, BERESNL G EARRVIBHT, BIFIKBRLUNCE

B 8. BE. BARLILHFETDS. SETHOSNTWAERERE. Hias caBE

ZRHN L CRIFRIRARINE Y (PTH) S &5HEIT 5 & HICBETE Ca 0 BRINEA

b2 &THD, EBANCaR /vy o7 U YU RATRIRRBEXRZRD S

ZER BRRETFAN Sy MCBWTCaR 7 I=R MOEIRRKIRERZIFIL. &

FEIERIFRIKARISEETTRSE (SHPT) ZEAEY D &LV o /o, BIFIRRICHIT S CaR

BEEDETH B PRSI RELZE A THREETREL TS Y., BIRRRICET

=& 2 5/879% | &8 & |00 2%
Familial Hypocalciuric Hypercalcemia Caused by an
R648stop Mutation in the Calcium~Sensing Receptor Gene
W 8 ' . '
" HIV T ABAIZ BRI R648stop DERE R = FIEIEED L
I LRER I IV LIE
7 wh ,.>_ A=
FEEZ 8

TR~ ﬁi\ﬁ 4&_/;(
oo ;ﬁé§%§ ;2,,~‘

% PTH s BE LM CBIRRIR O MIEIERE N DB 5 EX 515, LhLE R

CBENTIOARS Y MERBRIEPEBISNDIDED HIIFHTHD, B

(F. CaR OEMRZRICE VIS - /= RIXME Ca RES Ca fE (FHH) 01K

ROBEOH, 74 BREUET. FHNIPRBERZFVEETERZRERDEZH

IERICENTIRH DA FHH RSB PRIREREFURE(PHPT) & # L A=W BE D

bEICFRENAENERRL, BEBXURED informed consent Ixi5i%. BIFH

FEMT A

Tk /5E 58 28\

WKBROBEBFHMRETZ SV CaR BIEFORTE LU CaR DHEERTETo/k&. <

(g1,

000%F~2, 000FEE)

DEEG, 71 BB EAES CalufE(11.4mg/dl). intact PTH &iE(292pg/mi)

ZFRREN pHPT Mg ARp Ca Btz Ca S UT SR /Cr Y UT SR

T 0.003 &{EET, Mg2.9mg/dl & ERBH SN, FHHICEH TSR TH o .

EAMBE 17 BRI RBICE CalEEZTD, CarUTZVR/CHIUTSRE

13001 LIFLEEERLACELY FHHORREBH LA, UL LEASBER, o

mFE &L L TR PTH BAE UL BIETH VB LS HABRRREEZRDH/=HF

CEsYI o/, EEREEERTHAHEVD I REIBOMNCEALTVNEDT

HLETRIZLBL, EDOLT 2 B3 biopsy #1757/, HBFFRLELT, FEHAX

DEFBIIBERTH 70, BARL T 3BRITIEE L UDDL O EEE5RRED

&. lipohyperplasia L& T 2R TH o /=, B OIEZETH B Ki67 BT,

—RRIC pHPT T RBMIESRE L ERBFRKBEBTRIZEAERBEI N,




~VEL~-

AFEBITIZAEARPIC 1 BFsHA. VDR, CaR i3 pHPT TIZWTNHZDHRBHET -
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