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HDR JEMEREIL, BIHCRIRHEREIR TE (hypoparathyroidism) | JEEEMEEERE (sensorineural de
afness) . B A4 (renal dysplasia) % = FEHE 35 HYAKREEERERE & DR
BTHY . YetafK 10p15 IINLET D CATAS B F DT o RENFKR TH D LEEZ BN TV D,

GATAS BAn 11X, GATA 7 7 2 U — Il T AR BN F4Z2a2— KL, 220 transactivating doma
in & 220 zinc finger domain(ZnFl, 7ZnF2) ZH LT\ 5, EpMEA GATA3 OREREMENTA 5 ZnF
21X DNAIZHEG L. ZnFLIZDNA G A ZERICT D Z LICHETH DL Z ERH LTSN, F
72, ZnF1 (X FOG 72 & DA OAHIK + & O AAERC LG T 5,

GATA3 1%, MaAHMI D ket « BN - BIFRE - WE - TR EomEkRTHRIL, BREO
WA RBICEBERERHEM S TEY, GATASBIE T/ v 7 7T U b~ A%, BAEMICEIEN
7efRim A2 A FERM O TN D,

Tk & 1% HDR SEAERE D B RIEF 7> & #7272 CATA3 ZBRZ RN E L, ZREAORELZ A ST
THZEEEME L THAEEITo T,

[ 7ik]

1. GATAS En TR DFIE

BEMBLOFE 215 THRIEORM M L 0 BZERZ 0B L. DNA Z4h L7z, GATA3 @ coding fEIk
% PCR CHIME L., EHEY —7 = RIEICX Y CATAS B FEROMB 21T -7,

2. Western blot fE#T

N ZRIZ Flag tag Bc# &2 N L 72BF AR GATAS 35 L ONBE T A BT B B GATA3 D cDNA i 5
Bogl & 5Bl 2 —pcDNA3. 1 12 A L. HEK293 AfIZ (5 A, 24 BEfEIT2 12 cell lysate &
B L7z, GATA3 FE H D3I % anti-Flag HLi& %2 H W THER L 7=,

3. Luciferase assay

GATA3 IZ X » THIFI SN D MG2A Bl D7 aE—F—2HNTILL 7 2T7—ET viBAZITV,
By AR FS KOV B GATAS O ERGIEMELRE % LR L 7=, NAG2A (GenBank Accession No.NM_0
07328) @ 1st ATG BlA1 &k ¥V 2. 5kb bt £ TOREEA PCR THYME L, pGL3-basic 27 Z —|ZHfA



L7=b D% NKG2A T aT—HR —_X7 X —L UL THWEZ, Zahin 0B X OV RA GATA3
Ry 2 — L L2 HEK293 AR B 8 A L, 24 BT cell lysate Z AR L., fEHTIZ
-,

4. Gel Shift assay
GATA consensus sequence Z&ipoligo 7 — 7 ZHv, BpARE LN F GATA3 @ DNA #E4&
A2V T N T v AL s Lz,

[

O HRERMM DNA 2 HWEMTic i, GATA3 =7 Vv 5 i~T a#EMED ¢.1516G>C
(p.Cys3218er) ZEHAZFHWZ Lz, ZORAERIZEY ZnF2 (247 UFEM CEEICRT S
NTWDY AT A L OEBEWNEAE Tz, ZOERITFHELTHY, 22 hr—/1 100 HIKD
FRMT D & ZRUIEE S Tz,

@ HEK293 AHfRIZZE 28 GATA3 Z | Bl S v = A X T my Mz Tolc & 2AH, ERG
ATA3 B HITZLE L THRELL T\,

@ GATAS IZ X > THIE STV D NKG2A BIZ T O 7 rE—X—52 AWy 727 —87 vt
A TlE, Cys321Ser B EITIGIEMEZ A &3, S HITHA GATAS DR GIEME & 25 BAK 7
Wl L72 (dominant negative 205, )

@ N7 BT v A TIIZEE GATAS & 11 DNA EAREAZ B L Tuiz,
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GATA3 Cys321Ser IZ DNA A REAZ > TR Y . F® dominant negative ZhH: I EF A=Y GATAS
EDDNAFERDFEELUSND AT =X LNBE 2 bivd EEMAOMEZ L), HDR SEMEREIX, GATA
3ONTOAARIZEIVAELDEZEZLNTWVDHN, ZOREFNIZIBWTIL, GATA3 ODEFRITH L 5
PEREREIC Tl Zn < BPARAY GATA3 1T 2 Mz AR AR LTV . GATA3 DRERE M D28 B 4
BT DRER &SRR, RRIEAN 72 D FREMED B D

[EaE
GATA3 D N7 RAELISMT, ZBH GATAS OB A GATA3 1269 A RIF v v x BT 40 7HER .
HDR JEMERED RN & L CEHELRFE ZR-ZL WD EEZ LN,

(Fn3C 2, 000 F= X X3 3C 800 FELLN)

HDR syndrome
¥ —TU—F (3~5) |GATA3 mutation

Dominant—negative effect




