Wk 25 AREE AT R E AT SRR M B A (B E R T RS A R R AR AT TR )
(5% /NI VER ER BRI FEH XD H Y T ITHT D5
53 FLBIF 72 o

AR~ AR 7 ) == TRARIRE OB YV T — 3 a R ORE 5

WREE R n HR (BRRZESE DR EER)

MAEEE 2045FEPLEFENICEAINDG X VT A AEERAWEHER~ A -2 7Y
— =TT, MR ERDIEEDNBHVERTOLIERENS ., BWEFIN T & & I0He
DI Wr - REORENE LS BEEFHEZHMETI2AFTEOHMNER SNV ED
BaAShTWad, AKiffseCid, #FiER~A - 227 ) == 71T 22 W - B0
BLUOMEMBRICEIDIDZE L2 XETHFERELELT, ZNZEFICa vy — s
VR AR LT,

ALY LT —a OERIT. T a— Lt X —CEMES T T A TER L
RIS = a T VI K DHRIEEAT D RISV L WIS ITINA 2R L, By
ENOHELY O T EMmE Lar YT o U EM (124) - BEiFE 44) na—Ltk
VA= N LTEMEZTMTDLIEE L, £, XEBEARHO—2L L CEFEBEGEH.
TERAOK—LAR—UEER L, X o T A AEICET A BRSO FE L L, KBF%
OB FAIZE > T, X T A RAENEANSINTZHAER MS OEFNIZEB T L2 H - 15

W AT BT AR LREENR/NRICRDFENHFIND,

et 1%
A BLL (B RR A BE 2N B )
L I (iR 28 N R E B)
BRI AR (ARSI 25 1 R B 20

A. BB/

2014 FHFENOLEEOHFAER AR T Y —
=7 (AR MS) 12X VT A~ ANEA
ENDTFETHD, LNLERERDL, XU T A
~ ARBORNEIRBIIHVEETHY . £2F
A H AR DD 20, SRR 22~24 4R EIZ
B IEEFBRI LMD [ X T h~v REA
WL DHAER YRR T Y —= 2 TIRE|OFE
fii & B BB 0098 (WF9ERERSE
I ATER) 1BV T, BRARE R o MR & £ i
ISR DT= D DRER R v U — 7 OEED
WEMEERE SN TWD, £/, U T A~

ZIEIC KD BAEZFHITEAT DR b £ < |

FERER AN D72 <0 T FER B T T A~ DAL

BIIARL R 2 Dl 3D e < I, FiAaR
MS Tix, BEtEE IR L, @Iz khs S v/
FAVUEREER AT O BAITER SR,
CORMEERTH-OICIE, HER MS &
XIET DA DRI AARAIRTHD, £
ZCARMIE TR, HAENR MS ICEET 52 -
IR OfRME, B L OMRAERIZ L 22 E Lz
T BT L TFERE L CoOa T —v
g VIR RSS2 LT & o TH LWL
WCBEI L7284 MS O A2 4252 L &
B E 3%,

B. MR HIE

M avHiLT—arvteEr2—0EE
BT <A AT Y —=2 7 THEFIN

H7-bE, 2EOLEZNLTHLT 7 BATED
a YT —va VEOORBEDOIED FITD

WTHRET LTz, AEE IO LT —v 3
R H—E LTOMIEET O 12O DX~

— 85 —




:::LT/I/@ﬁEEE\ @3 NI A IV Vg
B — e LI EZ W O 72 0 DR R A 2% D
PEELIARH] 2 Biat L7z,

2) FHRERBED=ODKR—LR—CDER
—MxiTRB LOERBEGEICGFLTE T
LA RR7 Y —=2 72T D WiEkE
1T 72D DR — L= DWERIZ DN TG
L7z,

(ffi B2 i~ D B )

KIFRIZ, avHPrTF—varwrZ—0
BB L OBEREEDO D DR ==V 0D
MENERTHY . BEREOBEFRR EE4F]
B3 22 Lidlanizo, FrBoOMERELEIX
FELRWEEZD,

C. ME/BR

M-1. a>HILT—>3 o3 —0DFKRE
BEtEBI A TR, 2EEZNALTHT Y
T AARERa— L X — R E LT, O—
ok B RERBRE . B T R
BRI DRI L, @& T IRILERE IS
XoTrIcTorZ e L,

2T, REEITEFESA N —F =)
T2 ke~ =2 7 VEMER Lz, %t
Ja~v =2 T AAERICH =0, HEZKIOD
DRFRIRE Z PRt D Ekicxf LT > 7 — b
ATV, ZIFANARER RS KO A, &
RHE L TCOMME., FR 0= T A ATRE A
mEEHELLE (R, £, a—ntr
2 =TT DO, T L ARAET
BEPERS 7256 O & BIRIRIZE T 2 FE M
EEFEBSCBE T D a2 L NERTOE B, R
TRES 72 Sl oW TT v — M EIT - T2,

-2, avHiT—2 3 vEEE.EEAED
HYAH

a— XIS~ = 2 T T

DSWTHEMAN L —Z —PRxtsT 208, B

A 72 i & a2 & 3 2 E R O & I ITE 00
ICEEPIEE, RO & 2 HINE IR TE IR
filZ48E Uiz, #ME, HMo@Ebicyzo
T AR R R Y —= 0 TR B ERGE
VAT AEEROWBIZ LV ER 12 44 Bl
FA/ERERHN LT, ThZEFhzar LT —
va VIERIE, arY T —v g R &
L. BfiZa— 1t #—2@ L TA—IL%E
MAnTiTo &Lz, £, BMEZ A
57 OEHT —~ v b EER LT,

(2) R—=LR—=IIZ& B ERIZMH

EMBHEOZD DR — =D %
http://tandem-ms.or.jp (Z1ERkK L7z,

— W F AT DOR_R—D TR, T A A
EOMBOR R & I DB T 238,
Q&A FERIC L A L, ¥ T L~
A A7) == ZICETLIERBEOND
FOBE LTz, £72. Q&A DEZIZDONT
IXEEREEOESEEE L T, BEESOM
HEMERNFTHEIZHOWTHE 25T, ERE
BEROR=Uhbidarrsr—yva vt
VEHE—=T JERATE LM EEE LT,

D. B%

BT A ABIZL DR TE 5 — kA2
I 16 KB L SN TWER . ZNENDH
RABFEIX 10 7 ~50 7 HZAEIC 1 AFEE O
DIRBNZL L B - RIS @ 2 EANT
RONTWD, FIEEDOX T L~ AR
EOHETERETHIZLLHD, TP LT
4 T2 — DRI X0 G Fl o2 W -
WBROZA IV IR BHETL2HELSZ &N
Mrrsh s,

Fo, arH AT — g VEM - JHifE %
BLE RSN T LV AT AR L2 b
T, kRIS A E O I B R R BERE
T IR AL ol SBIIMEREZ T
T BB o C B L I S = B 0B R
B EERIT, ARFTE ORI 21T 5 M FEAH

— 86 —



HOTRABAUVIERE RN ART)-Z2T D
EARHIEHEEZOHEHNER

ALY LT— 3 R EMR~DEZET
BHRE IR %%}%ﬁbdww
| BEaR—ME# i EDZE
DUIREO BT gEOORL |
BEHMLOBIE DHEMORA L
ST RSB BEOEOR
=g

BAKEDES |
| sttt (kD F MR 2200
‘ = o 3¢ J0R-S
SARARHILIO =
ﬁgwg* = HEER
H5b,

BT A AREZENLTGEOHER
MS [ZEBW TR HALDEAES &b o
fHEMERLZMR LTz, KL TP
T — 3 a R K ORI A TR AR A
T 2FICEY HEME~DT 7 B A EEGH I
L. 2ROEZMER L. 25 L UL 0 Mk
R FEIETHHEIIFET L0 EEbid,
Fm, arrva—vartr—|HFE
ONTEMEZHBRERIC 7 — RNy 735
FIZED, SHITHAER MS FEOE MM L
WCEERT 2 ERHf SN D,

E. #&i

2014 FEN D DOF AR MS ~DF T A~
AEOB N2 T, &2FE VL THHTE
HaryY)r—vartw o X —%FN LT,
ERBEGRE - A7V —= T RAEKE - BIR
RIZT TRWr - IR A ECITIT 5 129,
H L IEOIMERT 5 N7 T NAEEHLC)IC
RS 570, a—Ltv o Z—TC—ktE%
Totot, MEIG U TRERH R EIED R
EE (VT o v ZERD OB E 7
HiE (aHvTr o 78 NESHIT
By S A21T 2 DARH A M5 LT,

Flo, REFFETIER Lo A — A=V 3E
WEREOH R T —KTTRATONE L

HLTEY, FTIAERMS THMEE e RO
FED AL BT 2 F bR KD,

NSOV ML o T, HrLnEiAR
MS DOEFNZIBWT H2W - 15 - b/ &
2B 2 RLCEIFE D e/ NMRIZ 72 D S HIFE
b,

F. BFesE

1. fm CFER

1) Yamaguchi S, Purevusren J, Kobayashi H,
Hasegawa Y, Mushimoto Y, Yamada K,
Takahashi T, Furui M, Taketani T, Fukuda
S, Fukao T, Shigematsu Y: Expanded
newborn mass screening with MS/MS and
medium-chain acyl-CoA dehydrogenase
(MCAD) deficiency in Japan. H A&~ X &
7 ) —=75aEE 23(3): 270-276, 2013
(12 H)

2) @i&E S, @R, BUAKE—, /RaL,
ERIAER, P¥yIvr - TLT7T ALY,
SOARAE, RO, Rk BER~ 2
A7 V== TR IS NBIER 7 1
A CBRE: AL T LN =TF
YOWR. AR AR ) —= TR
A6 23(1): 49-53,2013 (6 H)

2. FRER
1) Yamaguchi S: GC-MS for diagnosis of
Organic Acidurias. International

Conference on Inborn  Errors of
Metabolism 2013 #{#. New Delhi, India,
April 2013

2) Yamaguchi S: Fatty acid oxidation defects.
International Conference on Inborn Errors
of Metabolism 2013 G# {#i. New Delhi,
India, April 2013

3) Yamaguchi S, Purevsuren J, Hasegawa Y,
Kobayashi H, Mushimoto Y, Yamada K,

Takahashi T, Furui M, Fukao T,

— 87 —



4)

5)

6)

7)

Shigematsu Y, Fukuda S: Medium-chain
acyl-CoA (MCAD)

deficiency and newborn screening in

dehydrogenase

Japan. 2013 Joint Meeting of the Newborn

Screening and Genetic Testing
Symposium (NBS & GTS) and the
International ~ Society  for  Neonatal

Screening (ISNS). Atlanta, USA, May 2013

Yamaguchi S: Diagnosis and treatment of

mitochondrial fatty acid oxidation defects.

The Second Forum of International

Translational Medicine of Clinical
Genetics in Beijing - Development and
Application of Genetic Technology ##1i.
Beijing, China, August 2013

Yamada K, Kobayashi H, Takahashi T,
Hasegawa Y, Purevsuren ], Fukuda S, Ito
M, Yamaguchi S: Responsiveness of
bezafibrate for neonatal onset form of
glutaric acidemia type II: comparison
with milder form using in vitro probe
assay. 12th International Congress of
Inborn Errors of Metabolism. Barcelona,
September 2013

Yamaguchi S, Yamada K, Kobayashi H,
Takahashi T, Hasegawa Y, Purevsuren J,
Ohkubo T, Watanabe M, Tsunemi T, Ishii
A, Takuma H, Tamaoka A, Shigematsu Y,
Fukuda S: Two Japanese cases of adult
onset form of

myopathic gulutaric

acidemia type II . 12th International
Congress of Inborn Errors of Metabolism.
Barcelona, September 2013

Yamaguchi S: Beriberi (Vitamin Bl
deficiency) of young children lurking in
life:

biochemical detection. 2013 Joint Meeting

modern A new approach for
of 13th Asian Pan-Pacific Society for
Pediatric Gastroenterology, Hepatology
and Nutrition and 40th Japanese Society
Pediatric

for Gastroenterology,

— 88 —

8)

9)

Hepatology and Nutrition ¥ >R 7 A,
H A, October 2013

Hasegawa Y, Kobayashi H, Yamada K,
Takahashi T, Yamaguchi S: Selective
by
urinary organic acids analysis using
GC/MS in Asian countries. The 3rd Asian
Congress for Inherited Metabolic Diseases
(ACIMD), The 55th Annual Meeting of

screening for organic acidemias

the Japanese Society for Inherited
Metabolic Diseases (JSIMD). Chiba,
November 2013

Yamaguchi S: Screening, diagnosis, and
treatment of organic and fatty acid
disorders. The 3rd Asian Congress for
Inherited Metabolic Diseases (ACIMD),
The 55th Annual Meeting of the Japanese
Society for Inherited Metabolic Diseases
(JSIMD) Chiba,
November 2013

Educational lecture.

10) (L VG, ARELEL, EEmE, BRI

AHhd, FRAE, WOWER: XV RAZ v R
(=T AFR—N0) FHEFoOENa A1 Lin
=F EHOBES. 5% 116 [l B A/NER
2. R, 2013 4F 4 A

11) /A RS, ARGLER, IR, s

B, WAER: AR~ 227 ) —=>
7%k G AT 9 % H A AT RS W O R B
AR AR~ R R T == TR R
Bk, 2013 4£ 8 A

12) S, RAS T, BOEAEGL, AR

0, SFRV-O I, REPECE, ARIER, AR
SLHE, (W AyER: BERE LT v =F R
NI ANV ET AT 2T —1FE (CPT2)
RABFED 9 77 A HYaE). 5540 [a H AR~ A -
AT ) —= 7% KBk, 2013 48 A

13) HfEA LY, M, KEES, B

AAC, IRELER, R, 1L aiER: <
A7 aYT T4 b= ——IZ X DHE AN
Wl 2 #HL A N A Tz e RARGEH 2 B E o AR P
2. BAANEBERFES  # 58 FIRK=.



i, 2013 4 11 A

14) IWAER: FriLnsER~AR 7 ) —=
VIO EBIE T o) U BARNEE
m5%4y 5 58 MIR<x FEBE. i+, 2013 4F
11 H

G. FHIB PEHE D HFE - B &R
L

- 89 —



