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Propionylcarnitine/Acetylcarnitine

Fig.1 Distribution of the ratios of propionylcarnitine to acetylcarnitine in blood spots of control
newborns and the ratios in those of the patients with propionic acidemia (black arrow) and
methylmalonic aciduria (white arrow).

*; patients found in the present pilot study, **: patients found in the GC/MS screening pilot
study

—547—



TRIZEEREMEHRRBRHIE (TEORERSPIRER) SHFAREGSH

SRR SRR AA LY - DV Y BEQERICET SR
GC/MSEIC K D ERERERBRAFER Y ) — 22 7 OFHE

MREE

B, HIEROEFMRBEBEOAI ) —2 2 FiCBWTEHAR) —FZX Mohb b,
G, TNHECKETIInREEBNWE5 o FAERMTE (MS/MSE) A EFRICAR
NoOOHBH, —F, BrRIFERREZLBEWTHAZ OV M—ERBMEGC/MSHEIZLS
AH Y= FEBITL, MS/MSHEZEAE < LESEMEE R, BORICBWTHERAZ ) -
SO FIEMS/MSHEE BB WA ERBMIE, AV ) 7OFERMRERE L THEY L
CoARZK EZBERERBIEMCADD) & 7 = 27 b A RIE(PKUREET S Z ETH S,
MCADDIZER A TIZRAEICIFEL BWERTHY, PRURBEERERTH->TH, £
OHEIRKD 1 02D LUTFTHSB, —F, GC/MSIEIIMS/MSETIIRHTERNEL
OEELZABMERLY, FTETE, MS/MSETIHRHEL 2T, EBEMAF I YO R IME
BRIEFOFINF 2 bSO AANNI F—F(OTORIBEZBE, BMMTEDIEN, RA
O THE MR-, GC/MSIERZ XA2FAERKRKRAER A V-0 V3 FREER, £
SOBRERATEXZI &S, BAETOERERBETEOHEZEZER, IHICERNR
Hir k2R iBsmgRic T 52 &%, ERURBAREORSL ZHIELTHI &L, KT
HAERZE RIS Z R ENS, LTFRHBEMROBRNE D/ NBRRITBICRESE

BTobDEEALND,

MR HE
= H—ER
(ABKRREEFRAZA O b—
HESMTR IS AT RIER - DR
MOMKE, HAAET, BRNT, BRI EH,
WkEk, @THR, BPIER
(NBXRKFERERAA 0T b—
HEHTER AR iaER)

MR

GC/MSEIz L 2FERAERENRBREEAS ) —
U OEMEBMNELT, FHFEERITLE,
LR TOHERAY ) —Z 2 FDERIT/RY
DDOHBEMS/MSIEE DB ETT o T2,

WMEAE

1996 F 1B 52000412 £ TOH WA
24,0444 OFHERIZDE, GC/MSEIZ XS XKE
RBMEREAL) —= 2V EBT L. REHAED
BHoomEOEREM4s EFEOREEEZSEIIEN
7=,

HRER
EROMMPIzIELCRTESRAS -2

R ZG, OTCRIBERNO2EB L UMM

WE2E GEREABREETIIENWOT) 0854

BEROERETEHETTHE2,0005%IZ10FE T,
BENRERIXNTWS, KAV —Z 27 THID
o, Blehichozl ERHERMICITE2ITR
Lizkdie, —BERHRENFHU LICETET S
EVWIZETHBY, EAP Y-V DORER
100%, $#REII8.8%TH-oix. HBREILL.30%
Thotdl, ZoBEROPIZIBE2ICRLE—BY%
RHBREZEATOD, RB—EBHERBREETED
#BO740—T2H, EELLTNDS,
RRINBEIZDLTIE, ML MECE
WRELLWETY VEZTMEDEDHIZECL TS
A, A7 —Z o EERIIBEL, EETEAE
RLUTEAE T E, RERIERICERL THWA0TC
RIGELE 2 SHTOF0M0 B RISIERICRETL T
Wa,

EZ28

HBaMEZAL ) - FEZF— T BRI,
BT 0 H A — ik TO%RERHREEOEED,
BROETO AF)~ O BIMAEPLOTCRIBAEDHETE
HEMNS, 4AFANG8A AICIAOEETE & DK
FHERBMABENERINSZBOEEATN . L
WL, Bx DA —Z 2 OBRIITFEELREL
kR, FLCRLEEIRESOEEERBEE
ENFERINL., ZORARIIBNETOMS/MS

—548—



HBIZ L AMAEREREEREEA Y ) -2 i
BB ERLBOMNIOETHOY, GC/MSEMEA
ETOHA2 Y — 7Bt MS/MSiELD
b, BN Z2FHEITHENREINT., B¥ET
MS/MSIERZAZ ) FBELTHEENT
WBDIL, SEBENEN SCmAT, DT
W — CoAR K HBER RBEMCADD)® 7 == )L 4
b REEPKUID X SaH A TEHEEICEFETT 5%
BYNREETAREHTHASS. bl, BRRicBwTZ
NSO EEOHE MR TNE, MS/MSEGMEER
FHITHHDEEZSND, FEMS/MSHEDIEHK
PEICH REREENHD, MS/MSHEOH A LIATIZ
i, MCADDORK TOHEE I FACIEATH =
LN, BABEBKZAACIG ER > EOF
RELSBRHNTELEND A D, MS/MSIHETIZA
ETH-oTH, WEARENI AL SEAREICIE
FINVANZFBEFLELTLES Z &S, #i4
RN I3AEREH V —F IEDSEET B 2 &7,
A= T bORERMETHAD., FERA
MGC/MSIEA PV~ V FTRRALUEBER AT
N=oBMECSRERTRRIN BERAF
J~e Tt 2 B URE A R EEAR 12 & 5 MS/MSHE T 2
B TERL-ETEYD, Naylors HEIERE Y 3
YBL2RIRERA F I <0 B IMAESOTCRIBIE 73
DFCMOIER ZMS/MSIEERA 2 ) — 2 TRk
LTWBZ &S, MS/MSIETIZEHER A F )<
O 2 B MELOTCRIGEE ERICAZ ) —= 2 7T
FRNTREENEVWSD EEZ NS, —RICHE
RHIRE O AFI YO BMETIIFERINEL, 2
)T OREERLRTADE, BER AT
RO BIMETHAD, LMo TAFIYOY
BRIMGE O —R A7) — =2 7 i2i3GC/MSiED B A
FT<NTED, MS/MSIETIHEA FI v > B il 5
DNAVAZAZ) —Z VWAl THHENE L
S, ZEL, GC/MSETIE, Y2 7AMNREND
MRS, FERBHTREORMEIC LS B4
BER, —@M 7 I BREENEETE MG,
HS0 b= AMER T AF > REZGC/MSiEICE
HAT) — T OMBREBIZEDH D 2 LT
BHAD, #ICGC/MSiE D EFF &ERTE2MS/MS
FEEDHED ETRLUED, GC/MSERENET
L), MENBNEEZONAKBESRETA
V- TELEMBHD. —FH, MS/MSiE
WHEK DA AT, BETHITICHALTED,
MmO TTHETHEAERNPTHY, BRUET
DRWVWTHEAZRMNT ALEDSA T &1, +4ic

HETESL., LML, HREBOAEYHEE,
MS/MSHEDIERHRE, EFREFBIN-RER
£,

1%, GC/MSHEIZES A5 ) —Z2 7 Tilds
ERZ2EISEZATREL, MS/MSETIIZK TS
BRWERPCRAELSLTWEREATHD, BRAETOE
BEAEVLERENSEBE T, HESBLAY ) —
ZUTNAREERRD, BRAEONRBRREFBICKE
<HENT b EEZSNBY,

ik

1) Inokuchi T, Yoshida I et al.: Neonatal ketosis
isnot rare:experience of neonatal screening
using gaschromatography-mass pectrometry.
J Chromatogr 2001, in press

2) BMOMTE, HHBM, GC/MSIEICE25HER
RFMRE AR ) - TRERICHER I N
FeFANZF I ARINNI T—ERIBED]L
#l, 2001, HAFERAMER 223, inpress

3) BRMBA, ¥ T AEBOHEHC K AHEEY
AR == T OHERYE, ER12EERARE
R (FELRERABE) A2 70—
DRBLFEZPHTEI AT AOHELIZET S
5%, WMIABERASHE, THL134E2A108

4) Chace DH, Diperna JC et al., Laboratory
integration and utilization of tandem mass
spectrometry in neonatal screening:a model for
clinical mass spectrometry in the next
millennium. Acta Paediatr Suppl 432: 45-7,
1999

5) ARG, MIEWLAL, ESI-MS/MSEHARCHE
WYAAD ) =0, HIRiLA & BERESHT
X BHROEE, QEYAAT ) - 7%e
i 8:13—20, 1998

6) Naylor E.W.;The results of screening 600,000
newborns using antomated electrospray
tandem mass spectrometry in the United
States. In 26th Annual Meeting of Japanese
Society for Mass-screening.October 9~-10,
Sendai, Japan, 1988

7) FORENE, HHE--BMM, A 70w N—EES
A LR KM B EEOH L RYZAA 7 —
Z VAT BORRER, HEREAM R ARt
2001, inpress

—549—



#1. RBRBEPRRINEBBLUERY
#1 R 199641 H ~20004121

W% 24,044
- bV MEE L%
- ) en—)lFF—ERIRE 24
- OTCRIREE 16
- OTCRIBFESE Y (BEREMRHIE) 241
2= WY P VBRRE 56
- PR AT AR 26
« AFIv 0 R iE 145
- 7oA CRILE 26

2. —iEtE O HEit B Y Fl
H 79 19964F1 8 ~2000412H

Bk . 24,044
- 3—OH— B4 5241
- B 3841
+ HVA, VMA OHi)
- HSI =R 164
c VAF 841
- 4—0OH—-PLA 184

(—igHFa P miE)

3. GC/MSiED & 5P

Eff - MS/MSETIIRHETERWEH LEERT -1 T
HHAFINTOVE, 0y Mg, FUEDO-),
AFINI TR, WEBREZERIIBRIETE S,

- OAEREENRVEEZISNSAF) YO M
FELOTCRIVEDERICHEL I AETH S,

SR - MS/MSHEEIZEEL T, TR E N,
s RO AEERRTER N,

—550—



FRI2EEREARFHARENS (FEOLRERLSHRAER STHARRES

S FRMNETAAS ) — S EEOERIZET S

RO L7 —YE - REFRMERIE - GC/MSIEIZL S
TG CBME, REBRIAEE, FEAFCREREQCZHBAIY -2

HREE

IR E S BRECTSNEaRETHE-TH, CBBEORNERLRZLSLT, F8
DEELE, BFOOEL, BEETRIEBL L., £2T, KERMEESLEY (Stable
isotope, SI&EMG) SONEEREZEM, F£/=, GC/MSOconditioningZ i, wEL T,
FRAEOR LB IVEHEOBHTERESM -k, £/, ZOHBRI L7k « L5FE
BB/ - GC/MSIEIZE D 7oA EBifiE (PCCD) , &7 I EZFIE, ®EIAF >
REONTUAZ (HR) , BLUHERAZ V-4 (R) RBEET o7/, TOHE,
1) orotate B ENNRO & WL A iEITuracil, orotateMINT 587 - EZ 7 iEE, HIHBOCTEL
B R M RAEARS, HHHERE, LPIOAZ - 7B TENTHZ L,
lysine & ornithine o [WReE B IELPLE HHHAE @B OERNNT IR D 2 & & BRER L /2. uracil,
orotate BEMNT 5 &7 £ 7 MEOEH X8, FETERTE A citrulline,
argininosuccinate, arginine, homocitrulline% 7 2 /B 345t 2 WIZFAB/MST 249
LHERHLDOOEFOEIL, RESHEER, 7 VBETOMO—FMMEETHS
EMEROTROHBEEDNS.
2) Met, Hcys, methylmalonate, crotate®@[EfE&IIFREIAF A RE, —iEEy 3 >
Bl2RZE, —BRERRZECEIEZHBLIY, HEDIRHEICERTH .
3 1HAOHARORBIFRDOHER, REECPCCD1IHEHR LA, TOHAERAERD
methylcitrate AN T EEED + 185D, FEED6.5FT, MR L /210050, DR
HFHMEOERHDNWITEERMBLVPCCDELFEM L. 20%, FrzBTATLERD
H 2 1) — i Opropionylcarnitine DI MEAEEED + 38D, EHEO2.1F & HBL, @#H
DEEe 5 R EHEILABRENAMME VIZBINCERETHH I Exbh o/, WOPCC
BFEHE8 % TH-H A, BEPCCREFEMEN11% (H U flbroblasts) & - THEIRHIC
ZRRIET DHHMNMEINTED, 10%E2B 2 H4EFRTIIARM TOHEIZAHER L Y HEE -
BAHAREEAVRIE SN, FEFNIEOHK, BETFEITTHLE2WSHET, BEFICRIFICE
BLTWD, RERBIEINEDORBERZ DT -2 ARMEINL S L HHRFNREEIETT
HTENHD, FHRASKHE-ORBHKETHE>» TV, HECHFDAHEER, AH
MTOHBEEN SHET D &, BEEROHERMBEAZIRANTS, PCCDIT 704 / 120
AN/ ERRRTESLEEEEND,

MRBAE Wi BOEFED LI L.
AR EHT, K#ESTHR, KEHTH,
HEFA, FrEieEh MAMRE L UHE
(DIRERRFR S EETTR TR0, 1EEICOEEE, SMROMBRY
NRBR AU (k) L7 —ti - RERMARRE - GC/MSEICLD
AR (OFR) V2 EMBERER) IRABAIABIY, ITIRELCEEENSL

LM ZEET> 2. GC/MSOconditioning %
i, &EL, NEEMHE L L THWASIEOERND
BEREL, FEBBEZLEWAZECHEYMLAE, £
7=, Homocystine/z EARL 2T WLW{bEW TN

TE I EEGC/MSDconditioning S BIFTH 3
ILEBRTADT, TOIELERRELELT

MREBEN

B2z, RANEENEYT, BEROSWEH
ERMIE T&H HPCCDR®E T B 7 MED B EIH
£ ImIRZRAWEBERY LY —FiE'ick
DHFIIRETELNEIN%E, HRBEULRODZ

—551~




GC/MS#HlE L=, creatinineidGC/MS T
creatinine & creatine®@M & 72 30, ZOERMER
EEICRIFTH oo, REIZLI00uHER LA, &
ETIE U T2~ 105/ RL 7=

PRI AW LS. BLTR100pHOEMN
BIILFO®O TH 2, 100 nmol: [PH,]
creatinine, 5 nmol: [*H,)methylcitrate,
2,2-dimethvisuccinate, 2-hydroxyundecancate,
heptadecanoate, 4 nmol: ['°N,] uracil, ["*N,]
orotate, 10 nmol: [*Hylmethionine, [*H,]
homocystine, [*H,] leucine, °Hgl phenylalanine,
[*H,] tyrosine, [*H,]cystine, 50 nmol: [*H]
glycine, [*H,] lysine, [*H,]leucine i33fN4rkk
73/ EBEREATIEOMGT A2 RO+ Ed
FRRHIET 20T, AN Oy FRENZ S U —
~2 7 TE5, [*Hlphenylalanine, ["H,]
tyrosine & Phe, Tyr EBHTHEEY = /#dk
DANKRED—FIIHHMTE0T, &7z27
FoMERFOL AENAI) —Z T TES,

ARERSLUER

GC/MSIIRBRE LHFREICTSNEAINETH S
MEBHEOLLEYE—FoT o507 —FET,
LHLRIERTTH D0, ZHOEEWEOREE
DINENFERZZ) - FICB0NTHE, BiICE
BIEORN ERENEITRDONZY, BITER
i, GC/MSIEzokHhiEORMERL, mE
LB ETH D, TOXIREEH D0
ETRUINIEROBEL, 2088, BEE
HIZE#L WL, WEORMIIDTN,

B 7 E7 miElduracil, orotate, lysine,
ornithine & # —4"w b & L. AlaGludfiiE fE
H8#E L7, uracil, orotateSEIITAET > E
Z7 e, BB OCTLARE DR ok REEARE,
HHHE@RE, IPIOAZ Y —=2 7, BXU, [EHf
WERL T Blysine, ornithine®fE kv, LPI,
HHHEEFHOERLZZ WA TE /2. uracil,
orotate I A&7 27 MEOENHL
Erizlidcitrulline, argininosuccinate, arginine,
homocitrulline® 7 X / B4 &t & 2 WIIFAB/
MS PO NUBETH S, orotateDEILRNE
BEsmREL 03 bmnEETE, KlCRT X
SlZorotate D REIEIMENHE TH 5.

Homocystine (Heys) OGC/MSOHFIZEIE
HeysMERTE DA - GC/MSEHTFTHS Z
EERFEERLTOUNE, AR TLERSFERKICER
TE, EBEPTHEOBINEHETE. £,
REVAF U RIEBRIOAH TR, FRHOERLE

s TERY,

LRIZBWTIHTAOHERE=RHE LPCCD 1%
ZH L7, ZOHERAEROmethylcitrate @y 14
MEREEE+18SD ([2H3]methvicitrate % PE
AR |, +335D (2-hydroxyundecancate
EHE T, FRICAIEL 10082 X 5RPY
BOERIED 5 WEFEFERM L OPCCD &2
Liz. 0%, ROHA —MEHFA]Z2ETHTL
7=#4%, propionylcarnitine @B INEEII+33D, i
D2.HETH R, 0L CBREEOHEIT AR
RAAHEOLLDIISZNIEBRTH 7. ROPCCHE
FAEHEIR % T, BETHRITASHRMAEEL,
BETICEERTEFICRIBL T3, BIEPCCH
EIEMNL1% (B Lfibroblasts) & - CHAEH
WRRETZHANBEINTHEDY, 10%%282 5
LEFATIRAEM TOREIASMR TOHE L D R
Eh A WEEEAVRB I N,

KETIIPCCDIZ T b— 2 ARIENZ < & R
ZHRENETTE &, - TRARBNBRET
BB ENEHINTERY, HEOOFDAHR,
AMMTDOTAAY ) — 2 FiBREEN S (Bl
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AEHRICAFNER N THBDT) , PCCDIZ
HEMOFEBHREAZRNTS, £, 28R
DGC-MS A TIHEEENTART 24 EH R <,
7061 / 1205 A (1ERIOHALBE) e, HR
TELELHEEINS,

SREFKEDO (A—ERATONICUNEGENA
VW) ITTAZEMBRELURFERAZ) -2 7B
PFFERAE TIIPCCD 1, MMA 2], N—hF v/
W, S AFRELH, FOM2H O3 THD
HREIN, BEFIIIA/LL00ATHE =, —H,
ANBHRRZ, BRERKE, TERIELHRKEZS
D7z AME A TIIMEEI0 A K E T4 A2 i3
12, PCCD 3f (CFHIAEEX) RBEIERFIEZH

(ANEX) G775 mELE (B
FEERKEBZEDIMFMNRER N, BREKITIA
/2,000 N D TEHETH .

BRI L7 —VYEOBRRRBRRIFT I ZANKIES
REAKZLGODTUEORMN S D LE2HET
BE5%, LVBEOKBVRRAINTSbDE
FHIEH, LCEEERETHICENRAZEEEASL
ha,

BT, BICHERESICEIIDEDICGC - MSHE
Bokehomt, HA—-RAhSL0EAREN—F
ED, £, LDILEREEY—JHEREV T
HO—EOREE A—D—ITERT 3,
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1. I. Matsumote, T. Kuhara: A new chemical
diagnostic method for inborn errors of
metabolism by mass spectrometry. Mass
Spectrom. Rev. 15: 43-57 (1996)

2. T. Kuhara et al; Pilot study of
gaschromatography-massspectrometric
screening of newborn urine for inborn errors
of metabolism after treatment with urease. J.
Chromatogr. B, 731: 141-147 (1999)

3. T. Kuhara, M. Ohse, C. Ohdoi, S. Ishida:
Differential Diagnosis of Homocystinuria by
Urease—treatment, isotope-dilution and gas
chromatography-massspectrometry.J.
Chromatogr. B, 742: 59-70 (2000)

4. T. Kuhara: Diagnosis of inborn errors of

metabolism using filter paper urine, urease
freatment, isotope dilution and gas
chromatography-massspectrometry.J.
Chromatogr. B, in press, (2001)

5. #HEJA, HEREA, Wi, WAB, AFEBT:
ERMERBREEEDOLEZN (HHHRERHORE
w2 — R EREL MY > OFast atom
bombardment ¥ > 5 LAERMTE FABMS/MS)
ICKBFEE —. SEXBEFER 8: 146-153
(1997

6. RGN« ¥ O FLHBHWEICXBHERT A
AN —Z T O/ AR 26 E B AR LR
“NRAAD) ==V ORBLEEZTHTAVA
T DHESLIZ Y S - 7EBE 26278, 2001,
2.10

7.C. Perez-Cerda, B. Merinero, et al: An unusual
late—onset case of propionic acidaemia:
biochemicalinvestigations, neuroradiological
findings and mutation analysis. Eur. J. Pediatr.
157: 50-52 (1998)

8. W.L. Nyvhan, C.Bay, E.W. Bever, M. Mazi:
Neurologic nonmetabolic presentation of
propionic acidemia. Arch. Neurol. 56:
1143-1147 {1999)

Table. 1 Differential Chemical Diagnosis in Four Cases with Hyperammonemia

Cases n in mean + nSD : GC/MS* FAB/MS
Uracil | Orotate Lys Orn
1st 84 5208 - -
OCT | Proteine(-) 21 574 — -
LRLT — - — -
Citrullinemia 9 334 - - Citt 1
LPI** 15 214 40 —
HHHsyndrome *** 7 34 - 10 Homocitrulline 1

* creatinine+creatine **Lysinuric protein intolerance
*xHyperornithinemia-hyperammonemia-homocitrullinurisvndrome
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EHWEBARREA - OSRFEHRELT, ¥ TALTR, GC/MSHREIENTY
7. RfElhE S L TOESERE AR, MkAEERWAGC/MSH OV AT LAEREILLE. K
MAOEHEE, T3 BN, LBRRAR TR EH28HMIEBRRETRERI LA
7=, Mk AHT, VLCADRIBE, MCADXKIRIE, N IVEEREE 2 ARGC/MST#
AR T & b LTz, SEREERANEGC/MSAHRIEOREIZKD, ¥ 2T AT A TR
Lo T, 7 T AR AT TERVEAOZEHAIEICRD, ESICEHEA U —
SV EARBREADBRETS I ENAREELS.

MEBHE
LR, RMIEEE, (THEH,
FE=ET, HHT, EHHLT
(RARERAE/NERD)

MREHN
BB A ) —Z T DL BEIZGC/
MSHE S ISHENTE-, BREAH, ZRIME
AR AWBCC/MSHFTaREE adud, A7) -
S FEREL T ETITRWNZRLD. £IT,
HARIR A, HRmEAKEANEGC/MSIEEER
L7z,

MRFE

1) AHE

AR ZHED = HITAVANTECHVMAA MK (5x
5cm) &N, mMEAHIIH 2 —2EAL
7.

2) ERROIEH

RAN DL EMOREIEERIT B DITRE
REEMLE, EFHRORICH2OEBREOARRE, o
il T/ BEMATEMLE.

3) RAHERNBGC/MS
FROAMICIZL.2mIORFEELZAETESIE
MTEL, HIREAFICL.2 mIOEEKELAHRAE
HTELLTAEEZERLT, L. D7 —
¥« TMSHEE 7= 1SS /A4 % 2 A - TMSETH
MELTGC/MSHHR Lz, T— ¥ MEIIERER
INEF & B ERT THABE L [GC/MST—
Y HEVLE - QENI AT L) YT .
4) K A HEOD fn iR B R 4 4

HAZ) —BEO3IMmON L FIERANT, B
WMDBHETAFIELT, GC/MSRAT ST A
KA 57 40— (GC/MS/SISM) THaHEECS, C10,

Cl10:1, Cl12, C14, Cl4:1#&#—% v ML TH
LT, GC/MSHHTE, DBSF Y ESU—HAT A
EENT, F—7 L BEASC~225C T L%
T & LRI AT HER ST SRR TGC/MST—4 8
LR - QENRM L AT L) TiTolz.

HRER
1) RAMH O EMDEE M
fERER - DERAMO 7 LT F 2 BEE
Li=&Zs, RUCETEIIC, B TREIMHE
Nashf, FRERRA EEEERMEL T LT
FoLEOREEEALEZS, Da< LH28HKE
DIEIEETES EEZ NI,
2) HHEE, 73 /BOREMIDVTIE, K2R
TEOIC, RAETHERBL TS, BRELZITE
HOLEaWicE L TII28 HE A THRASDETT
O, AV — AR ELXARWEETEE
LTwa ERbhi.
3) a4 MERVIEIMRER A TR FHRIAR TR
MU, FOERMSIRT IO, BITL9ME
DS BIMAERNT28HMIIMREZIND Z &40
Mo e, RELEERIERED o 7 NI,
succinylacetone (SCA) , p~OH-phenylpyruvate
(PHPP) , phenylpyruvate (PP) TH ¥ 27z,
SCAD FRMWERMNBERTH 2R T O VilF]
BMOZEIDTALVL, B0 es FEEMEEDE
HARETH2EEZ LN, FBICA-Tiny
THRIE, V)L L EEIMIEDZE O EER T & IR
Lz (F—#RERLTRY)
4) RABTES N-AED S ORED 5T iR R
FHUIRTEDIC, BE2EMIC LREORRR A
ZRNTER (PE) , —a-—-FU— (12F) 2
564THRED K2 2. WitETH
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5) AR X B IEREE A R 2
R2ATRT R, BEHT I -CoAl K FEESE
(VLCAD) RiEFE6H] (AZEA) , Tl
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BEUTNTIIBERELRLIF (GA2) (AZEAN)
DI RS T 21T o /2. TORE,
VLCADXRIBSE TIZC14: 1IERBE D L R A& HIC R
5z, MCADKRIBIESH TII £#icC10:19D L
Ry oz, 3RIHIEY 7L A THERMYE
Lo ERTH - e, GAKEN TITIERERSIHRE
C8, C10, Cl10:1, Cl4:1oWwWFhbs LR 5H
7.

Z8

HHEER RS REEDT A AL ) — = 2 FHE R
KRHINTWS, MHEELTY SV TAVAE
GC/MSHH Y, TNENCEREERmNSS., L
MLBRES >V /IR ORSE, mMikAHEAUHEHE
TEDHA, BUBRABREZHICAVWTWSZ &
EDENG, ¥FUOFARARERICRZDDDH DY,
L LIARMORE, A7) - VREO®HED
M2 EHREELTES. FoTATATRRS
NIZEFOREE RN, B, WG BIUBE
e, BREZDIN-TZEKTD, GC/MSHHE
EERABRLTBL I EFESNASZIN, 2LT, A

140

HEHOSRERENTENTIIDISICHERATH
%, RIZERAE, MEAESERLTENRR S
iR 5 OEEIC DMIETE, FREAH 7 U —
S TEEDTD-NIVICBETE S,

b4 '}

1) FuX-W,Iga M, Kimura M, Yamaguchi S:
Simplified screening for organicacidemia
using GC/MS and dried urine filter paper: a
study on neonatal mass screening. Early
Human Development 58: 41-55, 2000,

2) Kimura M, Yamamoto T, Yamaguchi S:
Automated metabolic profiling and
interpretation of GC/MS data for organic
acidemiascreenng: apersonal computer-based
system. Tohoku J exp Med 188: 317-334,
1999,

3) RMIEEE, AR MEA#EHW/AEGC/MS
CLDBRE(EREEAY ) - T EOBRR.
WIIEERERPRAMDE (FEDOFER
GEX) HRmEE 8ENE GENLZY
ARV —Z 2 VBEOEBIET AW
p394-395, 2000.

4) BREGEST, MEET, MNT, ESXX, A
1E3E @ Electrospray tandem mass
spectrometry iZ X 2 BEB L UT 3/ BAH
EEEOHERYAAL ) -2, AET XA -
A4 et 8 13-20, 1998.

r=0.9554
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140 (%}

Filter paper urine &3p

120
100
80!
. _ R i B
600 14 28 Eﬁe
Day

2, WIERRAKDOLFEE, 7I/BORENS
BZ3 : Ala, alanine; leu, leucine; G3P, glycerol-3-phophecte; Gti, galactitol; IVG, isovalerylglycine;
UR, uracil: Tvr, tyrosine; GA, glutarate; Gly, glycine; CA, citrate; MMA, methylmalonate;
GCA, glycerate: PHPL, p-OH-phenyllactate; 1A, lactate; Met, methionine; 3HB,
3-OH-butyrate;Phe phenylalanine.
o
—3} 7" 2K

—  2KIC
=~  2KG

120 (%)

100

80 1

60 1

a0

20 -
e
0 ~——  PHPP
e —

SCA

K3, SERAMTOD a T FVEOEREN

B9 - PHPLA, p-OH-phenyllactate; 2KA, 2-ketoadipate; 2KIV, 2-ketoisovalerate; 2KIC,
2-ketoisocaproate; 2KG, 2-ketoglutarate; 2K3MV, 2-keto-3-methylvalerate; GA, glutarate;
Pyr,pyruvate: PP, phenyvipyruvate; PHPP,p-OH-phenylpyruvate; SCA,succinylacetone.

F1AENSEMRAMTHE SN/ BRE

DGC/MSHTREE 22, IgRFE: (R 3 FL R 3 o0 ik A #E o o BEBERR RA ER 447
Disorders number C8 C10 Cl10:1 Cl4:l
Methyimalonic 18 VLCAD/RIESE 7.7 4.4 nd 17.2
Propicnic acidemia 6 7.7 5.8 nd 24.7
OTC deficiency 4 7.2 5.3 nd 116.0
Phenylketonuria 3 3.4 7.4 nd 74.1
3-Methylglutaconic aciduria 1 7.6 5.0 nd 147.0
Lactic aciduria 3 4.5 5.1 nd 245
Alkaptonuria 1 MCADRIBfE 2.9 4.3 1.5 nd
Maple syrup urine disease 2 19.7 11.2 6.8 nd
Glutaric aciduria type 1 1 25.2 12.9 139 nd
5-Oxoprolinemia 1 FNFEEREZR 185  30.8 1.4 24.7
B-Keto thiolase deficiency 1

MCTz 7 83+ 13.1 33.7 nd nd

Total (disorders) 41 Fhr—=i+Z (= % 3.6-9.6 3.5-17.2 nd nd
Total {(screening) (657) E®¥ (n=10) 2.3-87 28-7.1 nd nd
1999.1.~2000.12, umol/1. whole blood nd: not detect
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AFIROCBMIEY Y X 2B, RRE
AF)~v o CBMEY S 2 2B, AinH

7oA o MiE
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1) HERRREE

IV B RAENRY

67 43 20 2 64
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35 20 14 1 57
32 16 14 2 50
11 10 1 0 91
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4 2 2 0 50

#2 BERBCBIZHEAREERCKSEEOHDEM

TE A FHEER REREE
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H, =, BEHEAEL, #MCEREENRS
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(DQFA b) WHER Y A, #ES8y H, EiF (B
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BB, ATHY, HURERERERERD SR
o BLEX VERERBIIPEETHS S L4l /-,
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BHMBEEFZEINZN, FECE R —H581T
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EEoTETNS, EHZHZENEL TRERRO
B EMBIT o TERYAAT )~ TR E
BFRIL, SEZFBTAEEIIUH THunterimER R
ERALE, EFIIFKELDBAAL, INETO
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1. Iwata S et al.: Mass screening test for
mucopelysaccharidoses using the
1,9-dimethylmethylene blue method; Positive

PLEOBENSSHOWMESLL T, interference from paper diapers. Clin Chim
D IgErEAE B E A A -2 VBl & HE Acta 1997; 264:245-250
HRHNT D,

=1, RIBCBTEEELAISEETAAZ Y -8R (1993.10-2001.1)

& B P16 AR BB BRI
(B t%22) (BEE) DMBix (BEf##) UA/Creik (BHEER)
19934F# (10B-38) 9,449 248(2.6%) 204(82%) 7(3.4%) 0(0%)
1004£E# (48-3H) 17,001 400(2.4%) 338(85%) 17(5.0%) 0(0%)
100548 (4H-3B) 17,137 257(1.5%) 197(77%) 6(3.0%) 0{0%)
19964 (4H-3A) 17,212  207(1.2%) 145(70%) 15(10%) 0(0%)
1997 %E (48-3A) 17,6562  215(1.2%) 181(84%) 17(9.4%) 0(0%)
19084EE (4H-3H) 17,342 316(1.8%) 210(66%) 12(5.7%) 0(0%)
1909F % (48-3H) 17,439 347(2.0%) 252(73%) 33(13.1%) 0(0%)
20004E#E (4H-1H) 13,600 463(3.4%) 353(76%) 50(14.2%) 1(0.3%)
ol ¥ 126,732 2453(1.9%) 1880(77%) 157(8.3%) 1(0.0008%)
2, BHEFDY 2 ERBEEEREIC X SHEZW
nmol,”mg/hr & £ poil
Iduronate-sulfatase n.d 6.5+1.7
iduronidase 16 28+7

#£3. BHBEOBED O EEE TOER
2000.8.9 (9% H) R —RE&FEEEL

2000.9.4 -5 4 F— S EBEEER
2000.9.4 a—7 4 F— bERHEA
2000.10.4 IR EEBRNEL
2000.10.11 3 KR

2000.11.16 BEORKRERE
2000.12.13 (1ig24 A) R>F—OBHE R RER
2001.2 BHETE
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£ia B LKRAZY - TBNER (%) 2ZRATY —Z TR EER (%)
1995 2,095 31 (1.5) WTET
1996 380 10 (2.6 0 (0.0)
1997 950 29 (3.0) 0 (0.0)
1998 1,077 62 (5.6) 2 (0.19)
1999 1,523 59 (3.9) 7 (0.46)
2000 1,805 43 (2.3) 9 (0.50)
#eEt 7,829 234 (3.0) 18 (0.31)
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