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Characterization of a nonsense mutation in the ceruloplasmin -gene
resulting in diabetes and neurodegenerative disease
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Characterization of a nonsense mutation in the ceruloplasmin gene resulting in diabetes and
neurodegenerative disease
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VO 7ZAIY (Cp) i3, o 2HEHICELAKFOHEHDBH EHEE L TWE, ZOHEAIR, mult
—copper oxidase & LTHE, IR TAR SR SNAMICHIMYATNE, LOLENG, CpD
EMFEGLEBEIEIRZPOA LB IR TRV, B4k, BREOHEEURELEIRLIERTO
AFEYFEN LRI, S, HEE LT Cp BREFORELBREL . BLLU TSR I VMRS R
L FOBERELTEREAD2H0, Cp OHAMCBIIEERNEFSIATETCYS, 40, &
BT TR I MEICBYAFLRRETRE. 25 CCRECTHRN LIEH & MIZTRE L OMMRER
EoWTHRET L, ' '
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IEGNHIAST ik, BMAALRESITRELSROED IS SHATRE, I L VERHELRELT
VLSRR RER 2 o oo —BRABHTRICEREE L . BEENIIIBEO/NRET
EREEEL RS, WO @R EE0 %, T2 W% MRI BT, AREEE, 1K, S,
I ESMEDET 2 /0, MFELFERECIIMMFKEME, 72V FUEETHD, IfF Cp i
RS Y, FERCTROEREZO T, BRHORKES DY, BEORIE. EHMIb
HPERBOBEEN B o 72, HEFHICEREL(, PHOEBEENEL RO, RATORETREY
B & &3 % BT western blotting, @I EMER & b i L7424/ 4 DNA % Fv7: polymerase
chain reaction(PCR) i= & % ##4f, @ dideoxy— termination #:12 & 2 153K %) D i€ . @ restriction fragment

length polymorphism (RFLP) iz X % PCR BB %4T - 70

¥ #]

western blotting £, BEB LIUVBEORTIIMNGE Cp HREBELY, BEREMNICATFTOELEEZILNS
REETHE, E¥I Y POV HGFORD Cp 2RI E iz,

BIFVIZHTES PCR Tid, ERI VPO — LV EHHMIBEHOKE SICERROD LT,
dideoxytermination I & W BEEEFOREZ T/ 2 AT * VD 2630%FD guanine H* adenine
KEDLLESRRERTED, ZOFERIZE Y TGG(Trp) ~TAG(Ter) % A Z LWL Lk o7z, 1
DXEFVyOEEBEFCEEEEBDONE o7z, THTOERIE. Neol HIRBEEERIEA

(CCATGG) *H&345Z &L, %V 150 PCR HIZEW® Neol (=& 5 RFLP 24727, =
DEER. E¥ ¥ Fe—Tid, PCR #igEY (107bp) &, Neol I TELMILET72bp L35bp D
AEDNRY FELTRDONIH, BE LB TILHLS T, western blotting T heterozygote LEX &
NABERTRESEILEBIHZARD S FHRD SR,
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ERBOFREELETA2A. 270 -2 RFELTHEEOEISLEY VORFIFEO R o/,
o dy yOEFICREVR A2 o gR Y, Th6DER I DBIEFRED homozygosity %
RTODTHL, CREFTOHEN,SL, Cp THRHHAPMIAFTNAZETHLRF Y NVERROMEL S
£507 3 JBEFR KD oxidase domain M AEEEORIEFRE hEEERE2LENTVW A, KFTE
Fthad Cp BATIRIOMERE, HEEMICHEOMY ALY CETREREERE, Hoh gt
RIDEEZON, EAERMICE, RPIZE Cp MAICHIAE L 7 ER, BRA. BREEO=
#WMERTH, BERBOBESF LI TORELELVEMICBEL TS, 2D I TOHE
Fliz Cp 2SR RBLTBVBERBORMRERRETFEFOBMICLZEILL 0TI 2 (B
FREBEOHKERIIHTIRERORICL B OTREVAEEI OGN,
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. BN uTIAIVIEOH I RFRTOREBETFREILOVTERE LA, $TIHRES A2 00K
BFERLBREIFLERTH

BYXEEORENDE S

19874E A EMWBEARICBWTERER 7 K v 75 R 3 Y RIBEOHR CRODEFMNRIE Shi:
(H.Miyajima et al,Neurology37 : 761-767,1987) o T D BEITLMSIZOKIET, MIFDOSK (24 . g/l
EET0-150,pg/dl), 68 (7 pg/d, EET0-160xg/d), £V T TFAI ¥ (<0.6mg/dl, EE17—37mg
/d) OEERETE7 ) FrOELVER (2100ng/ml, E¥10-90ng/ml) . FFR. B~DRE 2%
DEREFBOON, LHICTREVTTFIRI VRERBERY, FE~NDFEOERIIHBIZL
THEEE (17.3ug/g, EH5.2-13.7ug/8) Tholzo VI TFTAIY JlE720433¥—¥ ]
MR DD E95% FHE LTV BHBEEHCH ), DAL ENT 20ty ¥ — Vi (4Fe
2T+ 4HY+0,—~4Fe®"+ 2H,0) Tbo THMABHCHET 5 LIEESA TV, 1512, M2 5L
EADHEOBRICII D7 204 %2 ¥ —VFERIZ X 2 2 HSOBRILAIUEATH S Z LA FFROERE
BRTRENTV, Lo TULOHRIR., REMT Lo 75 A3 yREFIEROE VDS
FAIVRIEEFOREICLDTRUESGERETH Y, TRk (15 Fe?) M5 T2 TEL
HEET VAN L ZMBEEFFEDHEERPERE (1 X2 k) oRETCHLILER
B L7, COBFEIR, SRAHOBRLBROBHLWIBA» L, VALY Y BEJORERICL 28
BRASMREEEORBL I BEPLLEDTEELZ LD THo 1 '
REEIE, TOFHBOEMRTHIRET ¥~ b » RENEHO ). D. Gitlin BHEOFHRE L EHE
FLTHEFDO LN T TZAI VEEFOFNETY (BEFRX2). FEREISIORER7 KL
075 A3 YRBE (194EICEFRETCRBSAL) OREFBITEZIToR (ERX). FOEER.
HETHRIVEDLY Y v heR3EVOTS5SAIVRIEFOHETIX Y y~OSHEEDIEAILLY 7
L—b 37 P ELTUSEBOI N AT FY TAA Kh-THED, HETEIEIIF VO G
o A BRREROLDIEEFER P TP 772 I - FLTWASSEHED I F» TGG At a v
TAG %2 TWAILFHLIR ok, 146EDT I/ BREAGLILITTFRAI VAT
FF Y- EEREFOLDINE, CKRE07 I /BOBF~OFHDEESILELERTWE, BHEE
PRIFL2FD 7RO FIAIVRIBEOWTIIEEWT, ZORGERLERTREVTTS
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