13-4 Idurono—Sulfatase DOHHLrERZMHMIZHO>WT
AR RKREEE

B A B B

il B fRKER

& e

¥ x PR &

Hunter J#%iX, Iduronate—Sulfatase OKRBIZ LD, s=2LEHFEONR
HEEZBITARXURBEFTETCH Do AEIX~%Y »HX D Idurono-
sylsulfate—Anhydromannitol #FEL L THWAZ  IZ LY, BEED
WiRNATRETH Do £ F K, HEFAMQC LY, HARMBH SRR Z L 23,
Neufeld stk D#iEShico RIERMORBMBREENZI THD L oI,
BEH L EEM, R 5VCAREEEZRH, 7502 LB OFENA
bR TWB A, FOAFHEEZIARHTHY, £/ Iduronate—Sulfatase
ZFDSODOHEICO2NVWTS, BEALEMOLN TV,

m % =] 79
v FFA 5, Tduronate—Sulfatase 2 4BEEEL, oo 4/2HE
POz S L L dic, Hunter FERROZhE, BRFNOEE £ LKL,
FEOREERZBA LB Licvo $2FK, BEFKME, KBEASKRP OB
FEEEZREL, HAMZEHORERZERL 2o

7 S s B - S
EIHHF 300g 2 500mé @ 25 mM, pH7.5, Tris—HCl EBE®KIZT
REUCFAAXL, 14000 G TEIHE, Concanavallin A—Sepharose
column [Tk DV EN-EBEK %L, reverse ammonium solubilization
chromatography ok V3L 724, pH 5.3, 20 mM, Bkt —Ee Y — £
EEWKIC L V) P x¥/% DEAE —Cellulose chromatography, Sephadex
—G—200 gel filtration, B X? pHgradient |z ;5 SP—Sephadex
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chromatography K X VEEZSHEEBRL-nb, EEE4SHE, pHprofile,
Km, Ki £%RHLo 2V THONABEYHEEL S LicL T, Hunter
REBELTWBLEZ Oh3REHF, B, BEd o Iduronate—Sulfatase

EHE2HEL 2o Iduronate—Sulfatase E0RIER, BReRELLH

Btk oo

Loy % X R

DEAE—Cellulose chromatography ik, Cellulose & FEREH
OEEL, RIEBEPHENIREIZLCLY, AHSWIBERO 22007
(K1 )o Sephadex—G 200 ic X35 AiE@Tik, p—Hexosaminidase
¢ Iduronate—Sulfatase L ONMNEBEMEGRL? S, ToHpTER —Hexo-
saminidase kr D/ pEWVH DEFEZ 5D, SP—Sephadex chromatography
T, M20X5K, 420 -7 B3B8 ohko 2Pl X)CERE T —
AL, UFOBNZBIB oo pHA4~ 80 Ampholyte 2BV TOEE S
ETr, pH55ERAOERERT, MOEVHERS bNe ThiZBE
5< SP—Sephadex column THBHN B 32D~ 7 ERML T330
LE2bh3, pH profile D#EF Tix, pH 4.0 Mi:ELicEH pH 2HL T
Who Lineweaver—Burk B2 5B ohasrido Kmix, 16.9 pM,
Nitrocatechol Sulfate ¥ L TEHESWAEL >, Ki i, 3.1 mM
Th oo Hunter FHOBRE D SRB» SENLB RO MERREI TIX, 5
HEXKME BRE, B EEro lduronate—Sulfatase i, EFHAE
HIET2TRL, BRI affeted fetus LW TERL (F1)o

Z %=
Iduronate—Sulfatase &, FiA <2 yHREERC~Y »FKEEd O Iduro-
nosylsulfate bR P EHTZ51V V- ABRTH I8, TOERYE
BB 2WTi, BLAambhTWAY, Cantz % Neufeld i, K
B2 b50vbid B Hunter -corrective factor 2 5L, £n5TER,
77,000~170,000, ¥RV 727 VAT 3 FERKBEIZLY, HELR
CT3BEPRTEHr i L REL TV B SEIOHE 4« DRFITH, Sephadex
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~G200 X3y MBS, FFA—Hexosaminidase X0%, B<HTH
HEh2Z 20 bAT, ZO5FEIZ 1000000 TEEBbh3, DEAE -
Cellulose chromatography, SP—Sephadex chromatography o
BT, FED Iscenzyme XE{EShiZ b, JRFED corrective

factor LA LX I RARBE LN A FELASEEL LH5RFATH, pHES
MhE i BERERERTMEY (BVWEHED pH ) SEEB2IE25TE5 5
S bR e. HARZKHZ oW Tk, Neufeld 5%, 3 Clz¥K, BEEFAM
FERVTHREL TV, SHO0RRBOME TS, HBEFKMAE BICH K
BEFOBEREENOET 242, PR LIFAEEMREIAVTO
HARMZHIEAMETHS H0 T TRBRLIICEABRISHEL R T, &
NWBRAIEOEKMFZRA o Heterogenity 2FHBTEX B30 L5 2k, 5%

DRFEDELT B3 THS .

= #

Hunter jKiX, Iduronate—Sulfatase ORBIETHERPOCEED
variants BFEET . ABROERFINBELHRAET D, FE» OB
ZEP DL TENRNLEER, BE—WAEdoTizizd, D Iscenzyme o
FEFEZON, BEFAMBOREREERLZIEL, FEOKREZH 1T

276

X MR
Tohru Yutaka, Arvan L. Fluharty, Richard L. Stevens and

Hayato Kihara ; Iduronate Sulfatase Analysis of Hair root
For identification of Hunter Syndrome Heterozygotes.

Am. J. Hum. Genet. ( In Press )

—215—



#z1
IDURONO SULFATASE ACTIVITY

o Activity
Cultured Skin Fibroblast nmoles’mg/hr

patient of Hunter 0
(brother of affected fetus)

Cultured Amniotic Fluid Cells

affected fetus 0
I'cells fetus 0.34
normal 2.35
. nmoles/mg/12hrs
Liver —_—
affected fetus 0.099
normal (6M, %) 064
Brain
affected fetus 0
normal (6M, %) 10.2
Kidney
affected fetus 0.083
normal (6M, %) 1.95
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DEAE-CELLULOSE CHROMATOGRAPHY

X1

W ‘JQINOIHD WNIUOS

~
o
T

©

POOL

FRACTION NUMBER

ISYLYIING ILYNOINAIOIING
]

|w/y/eowu

ISYQINIWVYSOXIH g ——=

1

A~ 40

|w/y/ejow

9 ISYLIVIINSIANY

|w/y/ojomr

SP-SEPHADEX CHROMATOGRAPHY

X 2

(Stepwise pH Gradient)

jasepIWeSOXBH -ff [

W Ay gw oW

'Q aseIeynS|kay eenenee

o, guajourt

lesereyng 1euoInp ——n

0.512.5

104/ gu /oW
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BREHTX R b OCRGEEMXTER) Y IMER @
WX O—HTEt. BREOEECRTNATNIRANBYET

EFANE

Hunter %3/, Iduronate-Sulfatase D KIFIZ LV, A a ZFHAD R E % I
T RRMEMRBREIE CH D, AIEIL~XY HEKD Tdurono-sylsulfate-
Anhydromannitol ZMEE & L CTHWAZ &I2k Y, BERZWNAIRETH D, £
TR, BE R EKMIIC K0, HAERTR2 I & FTEEZR 2 & 2%, Neufeld HIZ XV #
B INTo, AEIIMORBRFEIENE O TH D L 51, BAER & IR, 2250
(A R 2 R < B, BT 2678 EOFRIOFAER I DIV TV DR, DAL
HIZ5EII R TH Y, £72 Iduronate-Sulfatase T D &HDDEEIZHONT b, 1F
EAERMBILTVRN,




