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20 i A, Mutation in YPS33A affects metabolism of glycosaminoglycans: a new type of mucopolysaccharidosis
[]"HT_:I;” with severe systemic symptoms (VPS33AEBETFOLRIFF U a4/ /U AroBiElEL, B
141= - - .
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(B AY(Purpose))

AT EEEE MPS) E. FU YT T YAy (GAC) EAETHY Y Y - ABRFROUENIPICLORBETH D,
stk MRS, ERMNE, B T, VROMREEE . REHGENE. 35 L OURHGAGO MRS & W o T NPS IR AR AR -
BB RARTIBAOY 7 — b NBEZFIE Lzt U Y Y= ABRO KPR -1, IREOEEL, OF
e, WHREST S MUREE & Uy eo ToMPSIZ UL AR b OFE L, DIBEERERRIC K 0 -2 TR LTz, INRET
WA R TVANPSE A DA B L THY ., RAORIK & BT I TR Lz,

Uhildp 6 ON2ERT (Methods/Results) ]

RO FIKNHE T % B ET 5=, = 7 ¥ — AN & 9T U 13 A DB E 2RI VPSI3AUAR Fo. 1492C> T(p. Arg198Trp)
DRELEREFRE L, BEOMRRAZFRICERT~F e SREFE Lic, WPSSARETFIRINET, b FORERK
BHET & LCREE SR THARL, VPSISMEE Fe. 149200 T (p. Arg198Trp) AR YAEKSEMERENT, Ok
MO E 2TV EEZ BT, WPSIBAY VA7 E, = B A b=V ABLOA— b7 7 P—BEICEST5H
LR XN TN AL, BB T, DS OBRBIZEE XL Tuwizd o, VPS33AEdomain 1, 2, 3a, 3b?D4-DD
domaings HHEE SN TH8 0. domain 3ads L UBbM T KH o b= AR L UA— M7 7 ¥ —RHIC R 8nE % 752
LB s TS, S EIFE L2 (p Argd98Trp) tddomain 2ICME LCHR Y., domain amEEEE S domain 3a, 3b &
WA AT kR L, B d, BEHIE & RNALE JAVTIVPS33A ) v 2 & U IR OMITIC BV T, GAGDERTE U Y
Y BRPHOE F 2 FE Lice U Y Y —AMpHE T, U Y Y —LAOBERRED &H I L. GAGTR EDKTHEROR
IS S B SN TE Y. e OEHCHLOACHERIE U Y Y — APpHOE T 23R L TV 5 ATRENES % 2 HiLTe,

(#  f5(Conclusion)]

PPSIAMET I RBIT ABEOERIC L T3l &R - &5, MPSIZHB L7-#if BB ERET D, We OFRIE,
GAGO LM L 1V ¥ v — APpHOET 25, FPSIZAMETOFm 2BEE R B L Td, JORBEVY Y —A
B AREE LRV LW AL TOMPSEZ R LRD,
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AAFFETIE, VPSISAUIRTERIC LB REBE MR Ui, RBOERE., FV =33/ 70 hr (GAG) & 5@
LY VY —LBEFOMRHRPETSH D L aSEHE (MPS) 1B L TuvAs, MPSIZILIAS T3 A2V R SR8 L,
T Y — MR EANT, BT ORETYPSISAUETFARERE Lz, VPSIE, = F¥ A b—3 AR LUA— b
Ty U—RERICEET A LS IR TWAD, BEMB T, JALOBRBIEBEISR T eholn, BN E
YPS33A/ v 7 A U HEORIFICEN T, CAGDERE Y VY Y —AFpHOIETERIE L, U ¥ YV LARpHETFA, ¥
VY AOBEREEER L, CACOERERERI LT VST ”“I EPEAS R X AT,

UIH, d— b7 7 VB ET SRR S OREAER STV D8, LORBT IR 22 S8 8V, AR IPS33
MR T OF e iE & . MERoOMPS & 1%7“:{:62‘9?%;72%&%&4‘%%' LTHD, #HEykd SHPko a6, PRiEEN
1 {ES) OBEsIHT 5,




