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I ) Intermediate form of mucopolysaccharidosis type Il (Hunter
disease) : a C"” to T substitution in the iduronate sulfatase
gene.

I1) Mucopolysaccharidosis type Il (Hunter disease) : identification
and characterization of eight point mutations in the iduronatse-
2-sulfatase gene in Japanese patients.
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- Hunter #§i3 Y ¥ ¥ — AIFTET A HIK S RBER TH Hiduronate-2-sulfatase IFHEDETFIC L 2 RiptkE L 2%
BRBMRFIETH 5. XRBEELZHEREERE LD, RERBECLSH TIREEEORVERTH 5, BIKE
ReELTR, BHEE B FHREE &R BEF S% NS X UFHOMIMEDHIR FhomBEE,

TR, iR, BiROBLEE, SEkORMOEERLEHED Sh b, AEHHCHEERREER O
BT L D ERER ERERICAS N B0, ZOPRIBOEEL, BRRRYMISHETH S,

iduronate-2-sulfataseld & IBPEORDF N <= & VHilk, ~ 35 VEHBOWMEE TH 34 Xo v BDC— 2
IHEET BHRMBEE NIRRT 5BRTH 5o 1990FICFBEROABEISHEB S h, VO TDNASEE SO
TLLER, BIETFOME L SicHunter ROFRENDFLRLTRIBEh->26 5,

HREAE ERRAICEER & BAER ORI AIE 4 % Hunter HHPRIRIC > W TGRIEFRIT 2TV, RETRID
TRAL L ZRERERCHT T ENTEL, SSIEKEORN 2 THROERABE SV TRIETFERER
LT ELRBRERICLVERBR S v/ HOWRIC >V TR LEE L,
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1) iduronate-2-sulfatase {E¥AE Fic & » Hunter & ZMrE hi-BAANBE 8 f (EER : 4, hiEH . 2,
BAER : 2) 20RE L1,

2) BB WARMEIEMIE S X HIMIK &  Acid Guanidium Thiocyanate-Phenol-Chloroform (AGPC) &4 T
total RNA%R5 8L /2o DWW TRT-PCREEIC K D 3D T 5 4 v — 2V TEIIRMAIEM1.6kb 2 S L DNAR S
K, HIEL, pUCRs ¥ —it% 7o u—=v 7 L CTHEERIREE L1,

3) ERBLUERTN2EUDNARRE N7 § —pCAGGSITHLAA A BERMEIFMIQC Y £ — AFITT b
7 VRXT7 =27 ¥avLl, iduronate-2-sulfatase IEMEERIE Lo S SICREAMESY V¥ 7 HE, b MEBRH»S
¥R L 72 iduronate-2-sulfatase ICX§ 4 2 €/ 7 o —F AiEER VT &7 7o v MEFWET- 20
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1) Hunter B 8FERDx 7 v vNIEEER (73 /BEHR : 5, ®Kika F VB : 3) 2RELE,

EFR  Ser333Leu [998C—T], Argd68Gin [1403G—>A], Argd68Leu [1403G—T], Trp345Ter [1034G—A]
hif®  Trp337Arg [1009T—CJ, Argdd3Ter [1327C—T]

BYFER  Argd8Pro [143G—CJ], GIn531Ter [1591C—T]

2) BRI EZESUPCRMTA ZAY, FIFRERZEBUEFHL CEREFRORRELKH 2T & A8
T&/ SERAORRIZTNTER allele 2> ~7 o BEAKTH - 720

3) RS v/ BEORRERTEREDNAEHEMAA L BERMIFMIR TR SEETNTBVWTERO LR
RBD St - t,

4) SOIHBES VN IBEEYVIRI T oy VETHEIFT 5 LIEE TI3SDS,/PAGELTT3kDD /Ny K&
Oyt Yy SENIE6-45kDD N Y KSR & hic, Thicetl, 58D I R+ v 2R TIRTkDD/N Y K%,
3THDF v & v AER T truncated protein EEZ 56 568kD, 59kD, 54kDD/N v KAkt & fu7=hs, 56-
45kDD/¥ v F 3B E Wit - 12,

Pl Eic & D Hunter 55 8 FIOREFREREEEL, TR DNARAVAREERTHEZENZD S A, -
el &k, ThOoDRIETFERPRAETHELEHEHSPII LI, &5, REAS VY IBED( L) Tay b
TR X OER S v 0 BRAIERMEE LTEARE N EY, BBE~T oy ey v 7Ehiivd, s LLIRT
Oty VY SERTEBREERS VNI BETH B EMNRBENT,

Hunter /5 D/RERER TH % iduronate-2-sulfatase DR L BAERBIC >V TIRWVE IS M E TV,
Hunter WOWHA, HE, &0 DIERERRHEBOLHUEHEIAT 2 L THHOERLEIhTWE, Litti-T
FARTHRONLAERRCLINERERDSDDEEL S, SO IBRETERFITG, SEEOBVWVHERIZ
W, REELMOFELLBOFEBERKRORCHERICKESERT 2LEX 3,
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ISR, & I BREE IRORETETETY, FETRYIDTRELLZAERERVH L, &
SITE DD TIERDEFT LD, ZRSY v/ BRABREE LTESREN 34, BBE~Towy v v rsh
BWip, 7oty VU rEITEBREEL S v BEBEEREN S E DREEE,

C OHFRINEMER 5 It A RAHREEOHROESREBID L L STHETELIANKEVLD LR
H 3,
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1) Intermediate form of mucopolysaccharidosis type I (Hunter disease) : a'C*¥ to T substitution
in the iduronate sulfatase gene.
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