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¥ M R X & PAX6 Mutation as a Genetic Factor Common to Aniridia and Glu-
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(RATEAE & MAERER B OXBERTF L LTO PAXGREETFESR)

BAXEEZA (F#®)
% & EZ

(BI#E)
% & B KR & 8 FF #X

[(## - H)

B BRI NIRERR ORI, 54 U 3 ERICHERT 355, BFORRD S SMORKILICES RE - 2
{LDBRICIHME OEERTAMEL 2, HRBREKFOBIITHIT T, 55 03RO B MIEHE~ B KRR M
HROEBICHI TZOF THRIBOBRABRKLNZPT, R4 1EPax 77 IV —EERFICEB ULHRELET > T
720 Pax 7 7 3 Y — (Pax1-9) &I paired-box & paired Bk A4 K44 EFEIEN B 2 DD DNA BEHKESE
THIESRFTHRMWERPCERD « FRIRZ 250 0MBORE « HMLIZEb S, B TIX Pax6d & U Pax
ABRBL L, Pax6OREIZE TR M. et aCRoOZFNFMia MlaMsmd L, £, EEEMIE1
BoHrzvorNE EBEROETT S, —H. PaxdORETIR SMlEE LU MO RR E a HIROBEMARWD 5
hah, Bel3RlE. Paxd 7/ vh IV BIEFEER ﬁ%ﬁﬂ‘ % Pax6DFESEIRIHES U Pax6DBEEE MG I 58
BEMHERFE L THBIET 52 &2 RiZ L1 (Mol Cell Biol 19: 8281-91, 1999), ¥ 72b b, HEHMAMLOBET
2. Pax6hspysiddila L&k osbicBib 5 —3F T, Pax4iz—B9iC Pax6D#FEE2 MBI U, default Tl oMz
BaLHIT0s I LEhIHiIRMEEE SHIRICHES €5 &5 MDA AE < .

W, BEAMMREN 2 MBERFRELHET 2HRF L LTHEEINZP T, KR TIE Pax6ilsE & RHIEEO MR
RMRAT L7, Pax6idEBMMAMEICEb 2 —H T PRHEHEBICORALBRREROT X —a v bo—Vi#lz
FEUTHET 2 2 EMAMSh TV A CRERBTRERRKIE) ., BBV LI, ZONToHETFEEICE-
THREHRREREE OMRRE (=7 R), WILPE (E 1) 4&) 2KT, €I TEPHETII PAX6EREFE
BROFENTFRINZPRBBELHRICABETRENERES 5 ORI HEEREOKRE &2 5 itk 28T L,
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1. #R KREEESRKRS 5 VI KRRZEZBGBRERBARPORILEELE (58 A~E) RU
Peters’ anomaly 8% (14 F),

2. BIEFERRI Y-/ PAXSRIZFOBAI— VEBREAGGLTOTI YV VEEEY — 7 TV ZEILLD
BT Ui, ZEBR DS M- RN LT, Southern blot B#r, # & U¥ microsatellite marker ®
heterozygosity #&#fid™5 = £iT & Y. long deletion DHHAERKET L 1,
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3. ER PAX6D DNA #&HEFFE - In vitro translation THEHM U7z PAX6% H % B\ T Gel-mobility shift 47
2T =71

4. BERPAXSOEBEMALEETM : 5x (PAXKES I v+ 4 XREF) 28Il oE—% —& LTHW reporter
gene BT 24T - 72,

5. WEEEESEME © 75 OGTT (glucose, insulin) %#4T-72, HL. 1 v XY ViEEPOBEERBE 1 Flicd L TR
RT3,

€T

1. 4fE#l (A~D) ® PAXGBEFICENVT, 2BEOKMELR (A 5%ins7, B : 790deld) & X1 @HO
BmoZER (C. D :1969C>T) £#A7FuBE&ARTREL .

2. ARENIBIETFERIE PAX6D paired domain (A D) H 5 id linker region (B, C. DO#HE) i
BETIZERTHY, BRELTLThOERLZNSDEKTEAD truncation 2725 L (CRAICEET 3)
EEEEASERERE LT,

3. ERPAX6EAMD S B, B, C. BXUDII DNAMAHEARELLOIH L. ATRRESAES -1,

4. DNA &AROERICED 5T, WThOEREN (A~D) BT bEGEMENIRE LI,

5. PAXGEZFER & OMEERED 5h7X L Peters’ anomaly 8% (F) NEREEELE L—HT, #
EFERBBDONITXTORE (A~D) iK1 VR UAWALEERE L EERE (A IFG, B.C.D:
IGT) »@b ohi, EWIEERE (E) i3, BRHFICHERRERELS VXY VBT TH - 72,

6. BRFEZSLALBFEDRREBOTCRERENEIVEL SCHBELTEDoN, BEETHRHKZLBLP
AXGRIZFOFEBRICEREFE LBUH -7, —HTEIA Y bovicAEShiz SNP BRKRIC BT 5 HRE
HAVREUBELE LI Eh S, RRRICBNTIE GEBRERS 7o e -5 —FRA L) SHBRELEL» -
TEBICERNBET S ERBRE I NI,
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BEORE « MLICEELRHEET 3 EERT PAX6OANT oBEFREN, EMIBWLT, BORERYE L
A VRY YRHBAREERE LLMBERECHETIRERTLELEVB B I EhRshis, —K. Bif. PAX40D
BEFREBPIVEMNIBOVTHRKROEREL S Z MR OWEEL LTk hiRah (Diabetes 50: 2864-
2869, 2001), PAX6/PAX4> X7 LOBREREICH S S MIaD R4 - MEREDE MBI 2BRBRRIECEE
BRBEHCSZZEBHOhENL > TER, 25 LAARRBERKOREERLEDS20H1 5T, H L OHERKE
B —47y b RRET 2EREW S b BRI TEERE,

RMXEBEEOHEROEES

BRIRRIEICE O A BERFBRIEAS TR OEL, RAGTR IR, ok, BRUERKERTH 3 EILEEOFRRK
BEFELTASNTO R Pax 7 7 3 Y —EBRFTH 2 Pax6iXEH L. COBESERFHEBMRMEB LT
2Y YBEFOEBICHEOGE I ENS, BRRRBECOMET 2 ARIT Lc, ZORER. #i2 Pax6N7 0@
EFRESERFICRSAMHEEREOERE L VBI I EEHOME Uiz, AR L. KABILFEREE
5 & &I, BERF PaxdNBRAE SO TEGHHREFE L TBEEL. a0 REICLHEN Pax6D#8EEE—
BAF T2 ETRAMIRMLEF BT AL A2HONELT IS, 25 L EBNHRRELRE X - S E O BEKH
ROBRRIE, £ MBI 5 SMBORE - SHMLOF FEBOBEBPERFRARGEFIILBABDIZLOTHY, i
ICET A0 EED B,
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