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Four novel mutations in mucopolysaccharidosis
type VII including a unique base substitution in
exon 10 of the B -glucuronidase gene creates a

novel 5'-splice site
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LaBMEVIRIR B— /vy o=F—€0REICLD, BRUER AKRESD WHESHRIER, FIE,
BIALERT 2 EREHASHOBERRBENIETS 5, HET TIFRBLVBEIN TV RORLEERET
BB, T OBRKRIRERD ST E TEMAICLVESTERTH Y, BETFEROERTHELELSN
2o BT, MUHETRPMBIOEH T619BE® Alats Val ici3 5+ EDER 2 FEH| & 382FHE D Arg 45 Cys I
BB EDER VEFEREL TV, SEEIC, BRKEXZ L AERER 2iEFIc>&, PCREZAWVT
¢DNA 7 o —= v 74TV, 420EREFE LI, TOR120ERE, =7V vHO LIEEERICKD, #
LWA Y avYDRT 5L RS bEELEZRTS5A VY IRETH- 1

<HRAHE>

BaRKIEZE 2 LERIOE TR LAES L, AUCHBRKEEZLTEYD 2> TR REEZRD L
REH) 2 IS W TEIT RITIE » o

EERR MR E D total RNA iU, 2B cDNA%(7o0—-7&¢ LT, /=¥ v 7oy bETE-
J2o Hic RT—PCR &4 R\\T, BHERGAIN 2.0Kb %, 4 DOWH 1243 cDNA 24 L, pUC <2 ¥ —Xid p
TTIN=RI Y —ZH T o=V FETOVEREFNERE L. EREAEEU cDNA %, RE~7 5 —
pCAGGSIC HlAiA%, BERELEGMIMEILC, YRy —aEEAVTII YA 727 va VL, 6BERI%RD
BETER BRI L |
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<HFRRER>

1) /=%v7ay T, EF 1 @mRNADYA X, BEGIEH IV bo— L EZEREDEh - 1oh, E
Bl 2 TIREHSED LTV,

2) fEfl 1 TIZ148FEH D Pro % Ser ICE BT A CHALTAD | HEEH L, 495FHD Tyr % Cys KBRS 3
A SGAD IERBERONT o DEREZD I,

3) EF2b~TFuDBRTHYD, S0THED Trp % stop codon iCTBCH S5 AND 1 EEEHEFDL, b
5 —HDOER allele 13, 1642FH 51679F D, BEHDORKTH - 720

4) TOBERREDFHREMATT 5729, 7/ - DNA DI %2171 -1 LT A, 1643BEHDOCHTICERL
TWho COTRICED, FILOWGTGAGT DA Y ha VD R+ =% A bDAVEVYHRY—2 TR %,
DRAT LAY A LD S RTELBID, 2754V Vv FRENSEI DBERDOREVBE L EEZ SN,
5) CORT A4 vV IRERIOKBICE >TWEOTIREL, 1HIC, 4/ 4 DNA 31643C—>TERLER
THotels, ERITRAT 54 A& N cDNA 2887,

6) FER 2 TIRIBOFTRMTEITV, LIBEEDRE, i3 W507X OIRRE TH 5 T L HHBRL 72,

7) REEBTIR, TR DNA ZHARAARES, WThoLRGIALBEELD LRIZED L - 12,
PIlbic X 0 EAER 2/EFIIC - &, T4 >OBIRFERZREL, R DNA L ZURE~NI 5 -0+ 5 v
A7 27 Va itk OBREEO EREZDUM-BLY, CThooZRREIFREEEI N, FERETREL
ZBRETERERED I ER, BREROBHRELEELTVWEEEL SN S,

RXNEEORKROEE

HFELEE TR, &I SBEVIRIOERED 2 §ic> 2 BETFHEITEITV, FIKK4>OERERE L, <
DHIB1H>OFERIF, =7V vADOEEBRICKOFIES BORT 54 RERNEE L 2BEBLERTH S
ZEEBHSMIT LI,

OB, NRRER S I RRSIREFOEBRBIOEH STHEETIEIABKREVLDLEN S,

[FEmXAZzEE]
Four novel mutations in mucopolysaccharidosis type VI including a unique base substitution in exon 10
of the B-glucuronidase gene creates a novel 5-splice site
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