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Molecular Genetics Analyses of the Cause of
Hypocalcemia and Hypercalcemia
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Molecular analysis of the GATA3 gene in five Japanese patients with HDR syndrome.

(HA AN 5 A HDR FEWRREZ 81T B GATAS BIE F D4 T BIZFEHIFRAT)

[# & L BAY] HDR JEBREL. BIF RARBAEIS THE (Hypoparathyroidism) . J& 5 M #ERE
(sensorineural Deafness), &7 (Renal dysplasia) % =% & 3 3 % A EMN BIE
EXERTERT, ZORMEBMETFIL GATA3 THbH, =0 =EMHBH 5 EFHILH 6 BT,
F—FKRTCHRREB—BEGRN B LRI &2 H 5, HDRIEEREDBE CHEE LT CATA3
BETFEROBELZRHL, FRIBERERZHEE L,

[xt% & J51E] HOR SEGERED B L # ORISR L, GATAS BE TR 21T\, RIELEE
ROEEFEECHRNBEIC W TR L,

[#R) HDRIEBEE DS A LIEN N U AMEEZETIRIKES L T HHER (c. 1063delC,
R262G, C318S). BEHOER (c.432insG. c.1051-16>T) Z[FE L 7=, 241 THIF RIS HE
IKTE & BEHEEIEA RO -0, BHHIL 3/8 4 Thol-, RI—FERA2HT2FHEHT,
FEImE TR RIS T L BEMEEOA Th - 228, RITEOMIZKERES . Miizs
BaE. REEFMBAOD, BAFHOAHLZRD, L LoMmiEs /L v ATIER FIRT.
RIE B FRBEERTECBEHL CRBEThH o7, BRAFEL LTCEETE L
REPAS Z S OF DIEFIA 2 BIETE LT, HBSREMRNT TF RNITE AR ~ESIEMRE T
ZRD7, MIHNBTEL c. 432insG O AMFAERNIT., FOMITHNICEE L,

[BE] REIN7 GATAS ZROMBETR L Z A L7-, ZnF2(zing-finger domain) LAKEIZ
RENREH D c. 1063delC THEEFEMIIET L, CRBMORELTWST I /8L GATA3 @
BECEETHD LEZ LN, R—EROFEFITHERDSEMIRD 5L, GATA3 DIE
HBEFOEHPZORBEOEILL > TRERBRL D WEENRSH S, 4FH. 75 - BO
FRE GO DEFN 2 HH Y | Mueller FIARIZ GATAS ABE 53 2 ATAEMEA RIR X 7=,
[#3&) BAAN HRERHE T, FHERZEL 5 S OLERLFIFEL ., ML LR LI,
FER TR T, & OBEF 4280 5 2351215, GATA3 DEMBEFORIER EBSLETH 5,
£/ HRIERBFEOBRETIX, 78 - BOFEBORKZEZEZE L. Miller FHHK~D GATA3 O
BELSERHABLETH D,

HoE ,
Identification, functional characterization, and the effects of the calcimimetics
NPS R-568 of novel loss of gain of function mutations of the calcium—sensing receptor.
(I T AZFROBEBERER, BERRAERORE LBEMIT. IL IAT7 4
v 7 ANPS R-568 DERH NI T LAZREBRE~DHRIZDONT)

(H5 &AM CASR (WA v T ARRAZAE) 1T FRRCBRME CRE L, ML
VAN ERTHE, PTH WA I, RAE CTOHL ST AERIEME L CRB LY
LHRM BN E, MELLS T hE —FEICREOBE S E-F, L L. CASR Ok
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BRERTIR, MFEILL T ABEWICLELLT PTH SwsiEl S L2, R
HETOHINALL Y LAERIUIIME S RT DL LN EE & 72 5 ADH (B kM
BT LAMSE) #3EHET D, HiZ, CASR DEEREELRB AR CIX, MBIV U LABHEIC
L 53, PTH i3l S, BRAE TCOH LT T AFERIUTMH ST, BoL
U LMIE, BRI LT ARERZ KT, BEBRELRO~T AR TIIBRED
EHNL Y AMEZ RS FHH (FREHE D L 7 ARSI N T AME) R EESK T,
HARMICEERGAN Y LAMAE S 295 NSHPT (B4 R SEE R B IR R REIE TIE) 2 %
SE4 %, 4MEl, ADH, FHH SEG| T, CASR &{=TAEWT 21T\, R CASR OREMNT 2 1T L
72y BFIZ. CASR DEDTRARAF Y I EFal—F—(HNLLIATF 47 A)ThHD NPS
R-568 (Z & B4 F CASR OHEE - MAEBERBEEOEIIZ OV THRKREF LT,

[t L Hik) ADH L 287 L7-8E 34 & ZDFEME, FHH L W L7-H8E 2 4 T, CASR &ix
FRENT 1T o7, X HIZE R CASR O REMFHT 2 HEK293 MIfEIZBF AR 2 R CASR BE]~ 7
H—%BnTHEAL.Gi-MAPK 28 & Gq-IP, D —>D L 7 NV BEER N 7= F—E L
R—F— AT AT L, FIRBEEEORBRIVRF T oy b, SR ERE,
Ta—H A hA MY —TBELME, &6 NPS R-568 #5-1% DZ R CASR DAL DA
ERRET LT,

[#5 5] ADH3 4 T S122C, P569H, I839T, FHH2 4 T A110T, R1726 D X Rk AERE~TF
TESHICEE Lz, BEBESRER TIX, Gi-MAPK, Gq-IP, WK O T, HA 7 A
RERISHROE FRAL., EC50 KT, BRARIE EREZ#H7-, L L, MEERmORE
BIHAERLIZEREThHoTm, BEEAER T, FRICHEBREOMT TS T L
RERGHBROLE R, EC50 R 2B, FHHREERORRREIFAR L YR
HIER A I H3LT-, BT, NSPR-568 HINC LV HfEE LR E RO > 7 MEERKE O
EMHLIIW TN O HAR CRIBE S CRELZRE S, MiBEEROBREIZE/LIT )
27,

[Z8] SEIORFT CIIBEEBEELR, BEERERTENLEN Gi-MAPK, Gq-IP3 DM
BEOBRETLE, BB T 2380, SERBIE L-ERIBALIT, BIERIRMEICHEL 52 20
TEWRENT, BEEARER T, BEOHME T, TOMEKIEERREAEBEOK TR
HARLENEN, SRIOERTCITHRBEXREORRBETEIRONAT, VIV RESED
BT IS ED T LB T I NRE~DOBBENEE SN, REL-H#EELR
ERIZXU T, NPS R-568 B HAZ LV DX REBEDOERILNFRETH Y, 4% FHH R
NSHPT (X B AN I AT 4 7 ADBRKICHALEETE S,

[#RIFEE L7-Z R CASR IR ERE R BERKBHERTHDLZ LA INT,
FHREEARER CIEI NPSR568 ICL VEOERENBGBOLNDIZ D, 5%, WK
JISRA~OREERBFINS,
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Molecular Genetics Analyses of the Cause of
Hypocalcemia and Hypercalcemia
BT DREE & T RBOS TREERIEAT

EHFEIL. AN T LBREREORRKRESS,. GATA BEETREICKD HDR EME. ML D

LEHIZAK CUT CASR) BHIC K 2% RaMEEEA IV Y AME CAT A . FKEEEDL -

I ARG AV AME CAF FID 2D\, BEXVEREZREL. /n vitrollTRRE
ORI 2T 2 b0 TH 5, (AR TR, TORAFTY 9 V7 EF 2L —F—ICLDERRH
ORI OVTRIL ., IRNRBREE L TORBEZRF L. ,

REKTH. WAKELD. ¢ 1043delC TR > TOARLEEZINBE, c. 432056 O
ZZRTIINMD (nonsense-mediated mRNA decay) &3k L. EHNTIIY >NV EELTREIN
HOOTIRBNRE VD BRERS 572, SEORMTIE. D 25 E3ICER GATAS M5B L
TndEEE UBERTZT 72725 TOREIRH0HEDZ EREL. £z, (ASROATD
EAKROBERLNERTIIAEERZAEDBVBEOEAN SV LAMEEZRTELHHLED
ZET EBICHEINTVWAEAL VB EREZET2OTIRVLM L OEBVH D, T
ORIBETHLERE L.

BEEEL0. GATAS IIMBICRE 22D, THROBEICHEETH LA, HREREIIS
WTRBREZEHTIEVIREIIBLVNAEVSIHEBMS o/-. BEEXT. HR ERFETR
BRERSHTIEVOIREIRS., AE, SFRIER. BBTIE. GATAS ONTBORRIZLD
ERAHET 228, EHEAETIE. ~DOT UL OE#S GATA ORBICL D, e
WEE=ND DTN ERE L. E/-, IR EBERIZHNT, GATAS OREMTORBNE
NENORBHRICEETHSES. FFRBONER EIZBNWTESR ETERBRZ EDO/K
BEBHLIONMENIERNH O, BEHEECELTIE, NEHEOREEIZ GATAS ORHRN
FETHOBICNBEOBERES WY BEII WL, £/, BIFRBIZEL TIXBE& THEET 2
ZEIIRETHY ., BREREHASNILAZBEITRVWERE L,

B4 RIS LD, CASR Tld. AN I ABEICED T FIVBERIIRA L L D ICERLT
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OPhEDERMNH o, GF NI EREZHEHTIE, —DORBHITERDOGY 2N T IRk%
LTHD., IV HY RBEET 5L, FAICERDO S 7 HIVBERVERETSEEZLS
NTWe, ULHLEREERGY DN R EZEROBIEEBRELWS fANEEEN TS, DF
D, VHYREEGHE. BDTLHZTOI TNV EERMARICHBEICEERLS RN END
BERTHD, S0, FLERTGI-MAPK & Go-1P3 ZARL - 2GR, AE LIRSV E
RIAT 220, —DOBBEERIIDW TR ZFT /-, £/ TOXFUv I ETaL—%
—HIEMEERICRESERERETINE I N EBAR Lz, TOHELTOERT, =D
OERIEEICEL TERIIRED T, BBV AN ZZLIZDNWTIEASHIZTSI L
WXTERPIREREL 2.

AKEBERID, SERRHNZ1T o7~ FIHEMIIWT NS BREERD D 520N IS MORER
22LTROMNS FHHEFTIREDL I BERVHZ2ONE NS ERAH O, FIERBICEE
RE NIV AE 2 BT 25 & VR EER IR TUERE TIIBK, WARR, FEHREER
EOERVPHEET H5 BN U LAMECEESEETHLHAITIL. BEFE HHEAR
E. BRAEEOERNVHETZAREME D0, AOHESE L T, BEPERRBEINTNS L
REUR, £, BEEELTIE BEKE DVSIAFATREANT T4 IV ADNTH
NEEMNEOEBAHD., WINHEESS, FIH IRENEBROLELZVEMADEL,
ANTIATF 4 AFZTTCRERIBAINTVWD STV REH L2, AT 4 7RI
BT £ BRESHINTW2EMILL,. BERERINDIHN VT 0 7 AOHEREN
FOEETII WM ERE Lz,

HDR 5212 B8 3 %5 0E. Endocrine Journal, 2011, 58 (2), 123-130 icB#k =N THD., Z
OHIRIL HR ERBETOF - IREBRFT ROSHEOREEMIZ D WT, £z, Mueller EBRIZH
15 GATA3 DBIG D RMEEMIZ DWW TE R L TWS, X7, AV 2 U AR B OBRERRITIT,
5%, ZEREOS T FNVGECKFHRAICEETHD, TUATI I ETalL—F—0DER
SREOBEZLORRT, (ASRBEEOFH/IBHFEE L THFEINS.

BEE AL, ZhoORRBEE<HAL. KERRRBICHBITIPECEMBREL EDHE
HEENET (BY¥) OFMEZIIOIIRDBEREETHSHOEHE L.
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