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MNBEEOHROESR

AR OMEMREA > T A, 1 BBHEEREINIMEEEEBETCMEESI RS, BETEEETA
A, RSt variable number tandem repeat WNTR)ERZIZETET 57420, RERETHRRZIZERE-
2. Eim. WIRBAOMCAEROHERSETIREho, SE., HHEOVPHEE LA EEFEZORETREY
frid, WIRO LRI FAEL 00, 07 WIRBA OB ETEECHEARYOBE IR -k, SHORROEET
RENWIRBEICFRE LAY, #ETHEANEET. REAY F—0OER. REEAORFET-RI0kw 52
EMige e, E BREMCIESD. BEREPexosonell EET A I & ERT I &L T, BETERUADE
WABROWEEELRLE, ZOMRKRIZE- T, $ETRNNHET, THLEOEMo/- | BEEEITEOWEI
REDEEE LS L EiiclidastERr 5,
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Analysis of an ADTKD family with a novel frameshift mutation in MUCI reveals characteristic
SSCRE4, | features of mutant MUCI protein

Title | MUCIEARF D 7 L — L2 7 MERZ Ff O QR ENE R M EMEBIEO R R
DFRFTIZ E VBB E 72 5 72 ZBMUC1ER H OHE)

MXARDOEE
[H B (Purpose))

Y o AL PR AR VML BE (ADTKD) D — -2 Cdo 2 1 BB B IENE (MCKDL) DR R B MUCHEIE T DERTH D Z &
ﬁ)2013ﬁ5 TGN E oty ZHUIMICHZAFAE T AGC—rich/fg 0 3K LECH (VNTR; variable number of tandem
repeats) WiZcytosineZA I DA TEHLDOTH Y, (kDY H—2— 7 2 ARy — 7 = o — Tl H
TET, BETDLOICHEEICREEEZZE L=, A ADTKDOZ R 2 HHRRICTE R Liizd
1) ZOATKDFERORREEFERET D2 L
2) BELIEFENEETZE L0, RERF2MIAT 572901 BETHREREAOMEZMT T2 L
FHEEE LT EIT o7,

(FFiE7e b N A (Methods/Results) )

) BREBZETIRER, AIBRVEOIANOEETZ, KR —27 = —% v Texomeff T 217> 72, 1%
HLEZZNENOAER L, RERHBEL, FHCR DRV heteroD B R TH 5 IR BIEMEE A RN 124
RSz, 205 Bz, BRICBEREALBENSH D & @E I TWDUCL, UMD, SDCCAGST D32 DL T
DEENTEY, ZNHICHONWT, FIRO3L LS T DRRNTREZE S04 (BEE34L . JEBHE6
VAL TH o = — 7 = 2% FAWTHNT Lz, ZORERMCIARITIZEEI00%TH Y . —FHDUNoDE
SDCCAGS TIXIEBIR BRI L AR A FFO L ONRTFEL TV RERERLE L LUIREN B2 bhiz, 24
B D MCIZEFITBERO S O & 720 | WNTROERTIIFET DACO2MEHKRBTH Y . Thuc L kit —2
T —TORHENDTRETH o7, FORETL—LT T MILoTALST I BEHNIIEEERD H D & 87%
CEWHFEIMEEZFFD, TM alignment analysisiZ X W #EESDEELIEL L TWA Z ERTFHEEINT, 2 HD
Z L kv ARADTKDZ Z I LV MUCIZE BBz 2 HFOMCKD1I Tdh ¥ . ZEHEMUCIZE A M3 ZF OIR BT IO R Z < 23
Do TNB I ERREBIIT,

2) WiT, TOEEMCIEAOWEEMRAT 5720, EREAOKEY IR LEINIHT 55k, & MERMICIER
tthammﬁaw%ﬁmﬁ& %W%Ltowmn%%%ﬁmm%ﬁ%%ﬁéﬁtvﬁz%Am%@f
1T, ZRMICUEANHIAEEMICER L TWD 2 ERbholz, FRMRICEREAZERMBICRBLSE
JxAX Ty NE{fTolcb T A, TRINDISTEUINT, IRFBLEEZMZ 5 Z & THRKRTLE %E‘E_
Ny R, EBEMUCIE Hitself aggregationZ/E L TWA Z R ENT-,

FIEHMICCIE AITZE DMV K LESINIZEZ L DU U RA L= EEATEY, -7V avifbainT
WHEATHDIN, ZEMCIEAITEY V « ALA=U BT 52 ERNbr> TS, £Z CIEEMCIEA
& ZE BMUCLER H A HEK293 TR Z R B S B 7o B ISR IC K o THRIIL . 7 ) a v ¥ —EBZ2MA Ty = A%
vy hETo, FER, ABRMICIERIZ-Z U a v b Z It WERHTH A Z LR 0h o Tz,

BICBERLV 7 Y Y —AZMHL Ty = AZ T ay hE{Tolc b 2A, EFMICIEAREDORD L. &
HEMUCIEA & Bbh b v REfH L,

(#%  fH(Conclusion)]

HHAMUCIZE % & OMCKDIFE R 2 85 Lz, ZARMICIE AN TEEZ L Tnb 2 & 77U a3 fba s
W, REDEBE LD, RBRKEFICRELS Bbo TWAWREMAN TR SNz, £/, Rz Y Y —APICE
BMUCIEANFIET D 2 EBRBEI NI,




