Rk 8 EEEA AL BEHSE
NRDLEEE - BEO TS & BRI 205 ]

274 IV E F—Y AORWBHE LB TFERIZET SR
(SHERFZE : $HFM722 DR AR ER BB R I R OHEE I B DRIS)
PRt hdE : R EET
HERRE R, T, A

Ty ARRBEREOBEKRZWICBIT DR ARETERORENCEERZRTMELT. GMLH VY
YAy F— ROFMEAOERFRG & #izFEROBEERE Lz, $IRHIBECHRAfTHYy . Hhi
EELRT LET A VHRERAPEEREG L L. 2 282 1 3EOHE. METETHIPERZETE
T ORTHD. EROBMABTHE STV BSleuS1Thr ASheterozygotelz FIE &L, —HOERL
LT, ZRETICREDRVAPMIVARED bRz,  HiE OERIZBE OBRIRERDMIRIE R L
FHTHIFELEEL. BEOERIINEMRE L &FO—ROEL: EOIMRIER LBEET D LEX
b, ZhOOBROBEMPBEOTHR. MBLRLOBHICRESFFTILEILND,

BHLE: A7 IV F—3v X, GM Y ZF VA Y R—Y R, B—HF 7 b & —¥, BETER

WEEN: A7+ IV ERIL G FRIAT 4
LAYV EESLIEEOBITHY. £ 2O
PR, S U L OECHENEEOES THD
feth, FORBEEILE & UTHRMBERE R -
TRET D, A74 »dYE =P RIREER
LERWHEI LV ZH S, RURBEOHTHH
FERFHE. EAAIc kY. AIRE, EHER A
B LIRSS, REROESPIGHIE
OERTHY ., ZOEHRAEIT—HRONIZEHETD
bbb, RRREFERCL ST, BIZFE
W (BHEEH) OBEHETRENRRRY. BKE
BREL B2 D5E05H D, A7 I VE F—
¥ AD%  OHEBICALIRARER B 5 AYIF
ERHETHIDIE, Z0HTHY., HRE

ERETORETEROREN EDLND Z L8
KOOI TS,  BIRTEROHROERL.
AR 5 OBRR BRI OAZ2 L. EITHE.
WREROFHREODBHICD. AHTHDHI L
BPHEID,

FAZ OMF 7V F Y F—2 A0 %
RUREBHRE L. 5 THREORWIEIO®EZ
TEREZRH Uk, BRI DRERE I TY
SRBMEIZRRD AN, FHiRBETFERL
R OBEERRTE L BRbiiz. GMHT 7Y
AV F—YRZET5 2 E TOMRA L KA DIE
Bl DN TORKREE, BIZFEERBOT 70—
F. BIUEERE L RIZFEROBMIZSNT
HEL, REEFERRT D BIEFRTOBR#L
Batt %,

BRERKEZ MR
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“hETOMR :GMA VY 4y F—=Y R
B-H 52 N X —EOEERRRbNIIEDIT
GMH > 7 UF s KBRY VY —ARIZERT D Z
LizkVRZBEBRTHY ., LBAKEDIP21-teril
FEL., BRabENRERERE LD, 847
7 Mo X —BRBIZEDKEEL LT, MorquioB
FROEETDHZ NS, EF, AmELZHHLETS
H5H "y F—V AEHTHREBERBS
hTnd, GMHT V7Y F Y R— AOREIT,
LR REIC T LA BERE 2T 5B 2 7L
BE LIRS S REIICRIEL. PRAEER
NEEOBIIR/FFR, BEFREL, E
ROHETT bR THANRIERE EH L DA
JSEERIZAEERTNS () . ZhHORE
R LTHRESN TWSIRBEFERIROITLEL
ThDHB, W OPDOFEER->TND, FLIRE
TIXIETAERIZARWVAS, duplicationPEE£IZ
ToIEa R ERDE D BREATREZTRL TV D,
# IR/ EERTTIIR201COZE B aShomozygote
¥ JziZheterozygoteiZAH HIL D, A ER
TIIS1ITOZ 4164 TldhomozygotelZ 1 DI
heterozygotelZ B bR TN, HERATI
R20ICERIC LY. B-HF 7 b X —PBERE
Hix1250 0 1. BITERIC L VERERITZ 450
LITIET T2 EmEShTnd, AREOE
RTRBEERRIZD L TR, ThbHDZ
Lid, BIEFEBERNL BREHOBEL R L.,
BEEEENC X VERREORERNERD &
Zx 605,

RER] : BRPRARIR

FEF 1 : 228 BT FEF] 2 ORI FIERE
DOREERER L, MEEERL, BATHA, O
¥V bIIYALARMOREIERTH -T2,
1 REE. AFIRIEHE. 15 6 H Hizidsha<nl5E

LRRoTeds, BITERL. 2EICIHMEWSEE,
6 MUBRIZERL & IR >, SRERFBITBEDOARE
HHONTWe, RIEFWEFEOATHD. SEHM
HEEEHMIR, 135%RF. LRIB L. MEEREE.
BECRREBRIR, SEMRSL BRI, /MVIERRE. SR,
MR AT, REREE. FEEXRV., L
%, 10EMTRROETITERE TH Y SREMH
b2,

EFI2 18R BF. EH 1 DF. 1E4IAT
MARTEE, AREOD oM. 2EED DHER
BE. JERED LEERDLEMA L. WEORLE -
Teo IR HERMBHE L. fEF 1 LEKOEE
FRRZELTWS, BiiD1 0 FEMTRAHT
PRI o123, REREMIRL Jf
RESHEDET LERETH 3.,

¥

REFR

BX-P: BROFTHE., HEERTEL, EEER
1t

FHCT : fiehs

EH¥EMRI : MIEREZ~AEO—HTUEES

B

PRERHET ARG - R E. HIASEPIIZZEIAS Y.

HIMEKB -4 55 b & —EiEH

fEH] 1 ; 4.78 nmol/mgprotein/h

fiEf] 2 ; 8.84nmol/mgprotein/h

(BRI R AR AR S AR 2 2 SE4)

ERBEIHRE  BHORETFERIZOVWTIRE
NENDOERBIZFHEERMOT 7 v %PCRE
fBL. HREEZRAV. TROFELXHALE,
INETHEAAOH RS HFRTHEL TH
HEINTWDHR0ICOERIRH I NS, RAR
TRD b BISITE R #heterozygotelZ 2 & Bz,
b 5 —F Dallele DERBIZFORBOID, &
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HHERRMEIFIEE V. mRNAZHIH L.
RT-PCRTB -4 T 7 b % —¥ cDNA% IR,
TAZ v —=V 5 Ly— I Yy A% ffotc. 2O
HR. 4FETIHEORNTI Y VIBOEREERS
13B3A-TERMED b, Asp441ValDEHLNS
FELTWE, =7 Y 13%PCRI®IE L, Hocl
WTHIRERAEZfTolc 2 A, ERR LR
WDNAHROW i & 28 B 5T Bk Ol s
heterozygoteiZ @B Hh., 7 I/ BEBEHRHEDSH
NHZenb, ZOERPNRBIZBELTNSE
ETERETHD LRSI,

E8  BADEMIZ. 2RETORET. EEM,LD
diffuse 2 fRRIER 2 2 L. BHEGHEETMRL
BEIZDREMBEN > TWe, LI L, 228ROH
ELEFL. EROETORNETIE, AREKY
SEFRIL L TOIRIEITH S, BIEBFRETII.
AR EFERTHRE SN TS ERIRI T
RN/ BERETHESNh TSI RERY
heterozygoteiZZB¥7c, DAMIVEROEEIT LW
M, I51TE & Dhomozygote Fliz L~ JERNEE T
HBHT EH 6. compountieterozygote TH ¥ .
D4VERDFEIES, FERERA/EBHER LD D
BEZLTn35LExbh3,

HEANOLREORIEFERITR TN 1 H]
BETHY. —4. BHALR/EFRTIIR201C
BRE, BA/EERTIIISITER 2 HLEICRD
T3, iz, I51T% Rithomozygote T b
5725, HEANZBRHBHNZWERTHSZ
ERFRIND—7. SHETIIR208COEENS
BEEINTWD, BREALRE / EFHBLTRA
/SRR TOLET HRIZFEROFEIX. X
BRBRFEE AR ORRNRERE ALK E 24
BLTHWAHZLERL, MBITOEREEIZD > —
¥ Dallele DRAIEMIC L 5 L £ % b5,

BEHRTLSIC, A7V E F—2RiT
EREKDWT, BERLWI THWIIMEE TE 503, /I
PlOFHRZH, BBOHE. REITE. BETE
BOFRERKERBEBEETILEZOLNS,

D H - EE E N /omissence  mutation

Exonl3 [ 114bp
(PCR  producti3180bp) FokI digestion

- 152 28

A—-TER 180

Asp(GAT) —Val(GTT)

M 1234

bp

500 1: patient 1
2: patient 2
3: control 1

200 4: control 2
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BEHTFX A b OCRGEEZMXTERYIMER @
BXO—8BTIH. BREOBRATEENEThIRANBYET

GM1
22 18

Ileu51Thr heterozygote
Asp441val



