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Table 1.Pilot Study Report at Kanazawa Medical University (~'99.1.28)

Disease/Abnormality Cases 58D« 10SD< | 308SD<
>10SD | >30S8D
Methylmalonic aciduria 2 - 2 -
Glyceroluria 1 - 1 -
Hartnupdisease 1 - - 1
Cystinuria 3 1 2 -
a—Aminoadipic/ 1 - 1 -
o-ketoadipicaciduria

Total: with defect 8 1 6 1
Total: screened 7,004

Incidence 1/882

(n SD): mean + nSD of methylmalonate, glycerol, valine, lysine and e—aminocadipate
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Birth weight (g}
Total ~1499 1500 2500 4000~
~2499 ~3999
Defined inborn error 0
Transient elevation
4-OH-phenyllactate 63 5 19 39 0
3-OH-methyl-glutarate 36 0 1 35 0
Galactose 31 3 6 22 0
5-Oxoproline 7 0 1 6 0
Uracil 5 0 0 5 0
Glycerol 4 1 1 2 0
3-OH-Butric 4 0 0 4 0
Methimalonate 3 0 0 3 0
3-OH-propionate 3 0 1 2 0
Glutamine 2 0 0 2 0
3-OH-isovalerate 2 0 1 1 0
Glucose-3-phospharate 2 0 0 2 0
Orotic 1 0 0 1 0
Threonine 1 0 0 1 0
Branched amino acids 3 0 0 3 0
Total 167/3368 9/51 30/375 128/2917 0/25
(4.9%) (17.6%) (8.0%) (4.4%) (0.0%)
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HA) - GC/MS & UTITA
(LRI AT (PR EBAE) (IR IEHE)
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KRITTER2 AN B3 LA, £ TREE 804g~
1530g ETOHN MW ORARLTH S, KUIXHH
EFOETHABE SRR EZRLZDOERT.
THSEFR@E#ISH, 308, 600, 75H. 90R
CERZERUREE L, HEE TICRESHRE
HELF, AHBOME. F8EEEBIUHA
7 ODHREERER. ThETICARSDOHREL
TwahElcko/z, HAZO N/ 574 —HE
g3 HEWLETT PACKARD #:® 5890
SERIES II, 5972 MASS SELECTIVE
DETECTOR % Bz,

F—Z OB, SEOAT ) - TRCENT
FUFA AN AF LR DE S X BB,
BWFIE T O S AERNT T . SEBEOT—
FRBRSDBERNBERBEDOIAART b I LD
F— U EEENEEEI S LT F o TEo =
HDTH 5,

PRERELY

1UEFEFOEZRISHEOR 2B L E 5.
TRRAKIGALL T, £ THHEEL300g LA F DERH
CRLWTHEEEEBOERNEL. M5 D
EFHRENVERMBE SN, RicE0—HELT,
FIENTEMAR. £ FREEICHIT TRPHAEE,
3 RoFFSOCF UEHREE Oy RLED
D%ELHT (X2),

HAe#BLERE2EVW TR RE Ot OELE
Bt Lidt, EkOMETHRMICIITI<ET. K
choA KR OO BRI 2 3R e,

8

TNETORHICBNTIE, RBCEOFHER S
o FefFHeED, AZ)—200Rl, £+
NENOBBEBEHEO N v M4 7HRA 2 MMoow
T, ENRIEE2BRRB ZEETERY, KRR
IHFEFLFIYRRICAR L TWAD T, YAAT U—
S TEWIRBEED NA VARG A= F
ENIHEZOEVNERHTHAEML LIRN, TR
U ThRBMBICRBT BRI A HERTEHOERRICD
WTRHTAZEIIFEREBETHDLEEASNDDT,
SEERAREEDT &, ISIEREK. £ T
HRETOBEEMATRFEL TITS TETH 2.

R

R TEN H3LE, £ TRHMEE 804g-1530g
TOGEHIMORBBIZEBT D, RPEHEEEDOTM
BEEERN L THRE LR, RABOREANVWTHE
BRBMAEEDONY AR U— 20 275 L EITIE,
false negative, false positive 1% <R 51 1WELD
ICEEICRET20ENRD S,
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FRRI0EERERENAEMPE (FELRERCHIRER) STHEMARES

RIS HROVRT AR ) -2 TEREOEBIZET ST
L ISEIEDBRIEDES & R

MAREE

HBHBOLAISBECITEHBENESTH0. BEDROSNS, AEHEMOBESIEENT
W5, iBEIGERTAISHE BRI N/Z384FR 158 (3.9%) DA, 1 RARMICERDBHE S
Nz, FOIER 1 BRETORKZEHORE S 23412, 1 BRBTOREREFSBD TN
BHTHS, BRXFEF/NERTIEIDMBERMER L TI993F10A M 519984125 £T. 60
BIB@E, 741k %2 A7) —= 7 L=, cut-off point #400mg GAG/g creatinine & L7z &
EC—RAZ ) —Z 2 TOBRGRIIEYLTE THo . ZRAV ) —Z T O#E,. HHERIE0
%THom. lSRBIrBEZEHEIN., RETETH - Z13FORBPGAGH. CPC/carbazole 55
FODMBIER TR TH o7z, BlEE ODMBEIIER A TAISEE, BiCAIZEE I BIU
ROHAERBAD AL -2 FiBELTWAS EEZ S,

MEHNE EMNE <, MPSIM 48 M D14.3% & 68T
FiEmR (il k) 60% W% 5D TWe. MPSITIE | &k T2
IR, 2T, #H)IF, HAEL, E NS4S IR 30 6.3%. 2RRET
TR E R Iz BB AR E 2N RD 12§, 25.0% &7z -z, MPSIIZDWTH 1

—— ' B TGS hSH 5.1%. 2 BRI T 1661

ATOEEEICHT DRBEDESRIELRAT
. Kakkiss o A 3 S8 RIS KT 2BEREE
OHEPBE SN TS, LrL, LEHRDICA
OSBERERD I EIED TRETH S, TR
BEIA L )= FEOBRBOTEN DA, B
HTDMBEIC X BRIMCGAGD A 7 ) —Z 73
B, RFME TOME. BNBEOSTEREEX,
6MARSNIZHEREMRE LT, TR,
B E4 L 2R TICOW TR ML TERL
~4) | AsmE. 1) 1 SRETEEBEINE
1 EFADS S, FIEFETH- 13 EHADERICD
WT. CPC/carbazoleitd KX DMBIEDHBAM: &
et L. DMBERT A « A7 )= 70l d %
PENERLF, 2) BREDOENBRONT Oy
NZY T WL TEBL .

WRERE L VHE
TE 1 EORTWE CEERBZIT S I3 EF DR
Fit : BT HEZCPC/carbazole iIEB LT
dimethylmethylene blue(DMB) #E&2£H L 7.

WRER
BELSERT L I ZEIE & B S N ER 384

FITH BN, TOIEMESWHARIR LI DOLI T,

336HITH S, LABEEDRH T, MPSII
(Hunterfigf&8) A% 158 FEHIT 47.0% LR HH

15.2% TH -7, HurleriERBEORHERE LT
i, e, RETAEE. BRORYE. Tunall
-7, AT, BAaEDE, BEREEH. #HiE.
KERHE, FBEOEN. . VEZETHSAE W
TG IR IER T, BREHIIED THET
BB, TOEIBTET. TR - AV U—Z 2T
ORRENEENS, FNTEESIIDMBEEZ /MR
LTWwad, ZoHE, RENS ulEWOHHMET.
400 BA%E IBEPETHRETE, 1BRETHEND
BEEEZALTNS, £2ITERIET, 19934EM
ERA Oy hAYT 2 &BELF 9 FTREERL R
BERLE, LRAZ -2 TORERITTE
B 1.7% THROER. BHEREZ 0T, BEBEDER
FELRBRINT., COBEETA - A7)
CHICERATRREEEZTNS, 2B, ERISEE
ICMPSUOFER THEKEEHNHD., BiETH-
DT B L. FABENER AT, BEHN
HELAEZECRS, #3IT1SBRBTHERZE X
Nz A IEEHEIMFIORP L ILEEZDMBETO
MPS/Cre& 71 VN —)1Eic & BUA (U0 8
/Cre# FRHIE U 72 858 T, MPS/Creldcut off
point & L7=400meg/Cre KD WEFNHEE T, &
[ PR e VA Lo i A

ER
MIEGE,. Kakkis5 i3, MPS 1RITH T 2 BE A
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BEDHREBRE LTS, MPS IEILOH
(Hurler/ScheiefEfE#E 8 #. Hurler EREE 1
#, ScheiefEME: 1 #) C&# 1[E]. 125,000
M kgDBERDY. 26ARBE IR, TORE.
TIUZ< W, REHL 25, BERONE, FED
20% LA LDOFE/AN, BERRIZIEREOT18% 24
B, RLI2EIT60% D, B - B - B
OEEPR DL O~30E R ER L SN EWD, 1980
fFHobbsB o &k » TE#ICHurler #FEFEBEICHT S
BHBEAEREI N, JOEMTFOR, BETF
BEHTT, WA02KX E WS BERICET S Z 248, #
BRL /=A%, BBz ER LN 6 AT
BT a iR TWS, Hobbss ok, &
HBE 2SI EIL4SE, BEERIChL -
T, IQIFTH -7, BERIEa—F—
BBROBEII DLW TS LN, ZokIiz. B
BPEBIUBERRIIEDTHDN,. 1EERTO
BEMEREEED TORL, Z0Z & RHORERK
ZMNERBTH B EERLTNS, EROBE5D
NSENCESCHEBOBEILET L TH 0. AR
BH, TENEEHEIBETORN SR EEN S,
HIRE T, DMBiEIS g g, MEn, St
EiEN, RA - AP IZEREEZLSB,
BT, BEREORD SRRLMPS T8 AMPS [ 1#

AU TREFERCHT 10y AT 1 &3
HDBENRETHS, Hii. HopwoodD )N —Tiz k-
T —AFOZE <7 ——& L Tysosome-

assoclated membrane protein LAMP-123% T4
ATHsEBEEINE, TOFEIT. BE. Bl
NTWBHEROTR - A7 V- FICfERHER
TWSMEAHA. FR52 & DUV —-LAKOE
HoLo TERH DR, EL D)=LK i,
LOZHEETIEZHEENS ., 4%, FLRov
A A= EHINTNWS EEX S,

SCHR

1) AH&ET. i BEELHEEWNIE FHLT
AAD ) =227 DB 0 FIZET 2%, F5
7THEERES  62-64.

2) Iwata S,et al : Clin Chim Acta 1997, 264 :
245-250.

3) #NAE. i BAERLHEEHA RGN
NAAT )= DR 5. FRR
8 EEHEE : 190-192.

4) AHET. i BEELHEERR RN
CARA )= TOMRICET MK, Fl
9 EEHESE | 58-60.

K1 BERFTOAISRIEOCERZEF GEXI1 6 £

i oiE (7 8 (9%6) 1A 1~ 2R /NEE
MPS I 48 (14.3) 3 g 12
MPSII 158 (47.0) 8 16 24
MPS II 82 (24.4) 1 2 3
MPSIV 39 (11.6) 1 1 2
MPS VI 4( 1.2)

MPS VII 5( 1.5)

it 336 (100)
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2 ATABPETR - AV V-7 (1993.10~1998.12: IKEIR)

g k= B a5 B BERisRitk SRtk
(b tE=R) (BRE) DMBiE (B ER) UA/Crif(fEiE=R)
934 (10A~3H) 9,449 248 (2.6%) 204 (82%) 7 (3.4%) 7 (0%)
Q44ERE ( 4B~3H) 17,001 400 (2.4%) 338 (85%) 17 (5.0%) 17 (0%)
OL4ERE ( 4H~3H) 17,137 257 (1.5%) 197 (77%) 6 (3.0%) 6 (0%)
OG4EE ( 4B ~3H) 17,212 207 (1.2%) 145 (70%) 15 (10%) 15 (0%)
O7THEE ( 4H~3H) 17,552 215 (1.7%) 181 (85%) 17 (9.0%) 17 (0%)
98EE ( 4H~12A) 12,390 197 (1.6%) 135 (69%) 8 (6.0%) 8 (0%)
B 90,741 1,524 (1.7%) 1,198(79%) 70 (5.8%) 70 (0%)

£3 1REXBTEMINEAIZFEEORDPMPS/Cre(DMBE EUA/Cre

LR K4 G2 MPS/Cre(mg/g) UA/Cre(mg/g)
1 U.A. 371R 1464 705
i T.M. 94 A 1024 307
i M.H. 94 A 1027 266
i} J.S. 15H 958 176
i) M.L 26H 758 339
I T.Y. 14 H 1038 216
0 TM. 104AH 880 276
I TF. 1148 1538 392
I K.O. 114R 563 200
a TS. 1148 1481 393
I Y.F. 14K 782 246

VII D.O. 14 A 2037 707
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1) Zk#  DROREHMEFICHARRTHEL
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R = TREEZTE.

2) BEER (F) [ 1hARZEETIEAH
HEZHELUAEIBE3BAT. 2055 HEMREE
ERBMENERRHTH ok, —F. HFRRHICH
ARETHRALHERAEHEORBIZBIZIZD 8 4L ST
104 T, 241 »ARSHRICAFEERARE LR
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7. 85D 3H 7 AITEEGOH LA 225
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RIIFREHTH 2N, L HHTHI0%., 2HATH
2081 & EESTN S, HiAKIR &FRICH— PR
PETFESMBICTS &, A—FENS LA
Rpid 1 A BBHYENTD I & EERTRFT
THD,
BARRTORARAZ Y — A OREER, ohFE
TORRTIHRO~83%2)~4)TH 5, NEREEABIE
iR, AR INHZEETHASREAMEEET HE
RN BESIDZEENDE, MBRICBITa4#EL
MR TOERMEN 3 ADERIL, £%30H THIHEE
THolWEBOH X TIRRER LS, KRR
T 1IMATOBEEEREEZRAT DI, 20
BRCH - REBENT B Z &L, 20AKKIC

CBRIAVERINZN, ZoRR1MROREE

FirTwinino iz,
CDEMEHBE T, h— REHEREHRICE
5, FENZEEE URNEXEZOCEEHT 5,
HEBRY 2HE LR e R @RS ETRESMT
HREOHLWVHEE LS, TOBE. SRED
B ENWSHEERE D, BB HZRDE
T & THRE PRSI S REBFT O BENTEE D,
BENICBRETOREEZZETIEENAENS
LDk, HERELT—H— FEICXSHER
BUED AR ) —Z 2 REE,. BRERECENT
WHEM D TR, BAESRHRIIE BTz
WA N REE. ZUVFAEORAAZ =2 T
B EHEERN)ZENTTIIREINTNS, A
V=2 VATLEBEILIZREL. 1ALHE
WEEREBEEEL L,
Wk BRI —h—RERWEEREEDT
ARZ ) =27k o T, BEHEESTOER
REBLUEHTREUETES,

SCHR

1) Matsui A et al. Lancet 1995,345:1181,

2) B#H B iR 9 EEEHRESR. p64-6.
3) MM BB, MERR T EEARES. p76-8.
4) @I B, PR 8 EELAHEE. p214-6.
5) AREE. MPR 7 EEFHESE. p103-6.
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R HARRAXATORERZR

JH & B S
H aat
A 3 31 33
EEORN
I 2 | 67,454 | 67,456
GEil 10 | 67,484 | 67,494
2 : BBEFASHAE B IR O BiE
EE EFAN FEeREES FitEs HE ()
1 941210 3 45 EES
2 950207 3 58 EES
3 950307 3 42 EES
4 950711 3 56 EES
5 950718  3or4 64 Frfii— R A
6 950720 5 54 PR
7 951109 3 42 S
8 960121 1 39 EPS
9 960329 5 78 P
10 961006 3 18 HE-BR-EE
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