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(3) BIRRROBIE (FRK 10,11 4£5)

AT T =7 NI, AaSBEICNTIRLATHDRBEERRBE2EN L LT
AHE D5 TIRRERITZ 1T 5 D TH B, KT sulfatase KIASE TdH 3 MPS 1% & MPS IVA
Blzhic@metn b, FR 10, 11 EE OAREICB W TIL. AT LEE IVA MO
JRNE2% GALNS & FE % homology modeling M iC TREEETF A ARESE L. BRI L%
BEFEREOBERICONVTHEEEFAN LA SORREMNF Lz, & 5ICA 3%
IVA BUZ ONWTIXET A~ 7 ZERICER YD #5572, <7 X Galns cDNA B L U4
JSEARBIBFEIQC—=VSTL, )y I T M A ERICE Uie, £ A2 S 1,
IVA BT OW T3k L THEAN OB ERIZFERBIT 21TV, BEERG L OB M,
REOHEEZWELPIZT D L L bz, REEZW. HENZEH~OBRICONTHHK
Afllce TNHOMREZUTIZERL., HES A-T 2BR L.

L. A ZBHE IVA B0 Sulfatase family @ 1 ->Td % N-acetylgalactosamine-6S sulfatase
(GALNS)RARIETH B, bt b sulfatase 137 I/ BRECHI D 20-30 %12 3BV TR FE IR
FENTFIBEFFD, £ L TINETIT Arylsulfatase A & N-acetylgalactosamine-4S
sulfatase D X MG RREINTNE, QTS DL SR L LT homology
modeling X% M\ T GALNS BMEBEHEOBETTVEZBE L, QL3 LEITE
IVA BUR % O GALNS BIZF 2 #EE TN E2 b RN ERFT5 & BT 1)
BRAKMEZT R packing DRfIE. 2) HBEOWE. 3) BEUHBM~OEBERRINED
et L, BERTIIEERTE COLRNH R THRAE SR, L EOfSRIZHT
ELTHERMPTHS, (i A)

2. AIZPHE IVA B ( GALNS RIBIE)EFN T REERT BICHE-T. <7 R
Galns 77/ LREFTEAITV, &7V - 42 bu EREBORS. Tut—&—
HEORS, EERBRERE Lic. E5IL7 ) ARIBTEIH % NeotTK X2 ¥
—IZHAZ. ES MIFUIZEA L. positive clone 2187, BEX 2 F<w R & ER T
THD, ETNTADRAEITHFE Lz, (5 B)

3. AaZFENR  (Hunter j¥)) 13 X kiR ERRE LY. BRIZKET S,
LIR~DBRZEE 1IEmD TEL . BKRKD 4 HlOME DR TH o>, Az T2 4
DEPFIZRBR Uic, 201 & D RFITRENRRETH Y. REHEKOE N
MBEFRF > TREILERTNEZ L2 WA LE. AR TIE 1 £R O ikHl
COWTOMMRERERET 5. @5




TIETOMEE LTS D A SHEHE IVA Bz oW i, HE 20 #EXY 180
EFOREEZED TRIZFET2HED. 90 BEU LOERAFE L. BEE LD
BEEAER L TN D, APFFETIES HITHRITHH S 5T L common mutation  (H
ANIZHIT 2 double gene deletion. BRAKNIZREHND 1I13F £ER, NEEZBX
R386C R, au 7 AICRBITSH G301C R, Irish/British iZ .55 1113F &
B) KMx T, BERER DON B 71 > T2 FARDAIZERHENDZ L2
AL, BEORICHTRSCANEFZFNEREZRFT 2 LTHERBER2ZB .
(# 5 D-G)

AaASZFHEDORBZMAZHNE LT, < RARAZ Y —=  FORBRIELITH- T
WBMN, SR L E RBRREEORBEERE Lz, (@ HI)

VY — AROBK Y AT ADOK L LT, TOF/MS {2 X5 sphingolipid D4 H7#:
ERE L. @ET)
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