PR 28 AL A ST R A S R B KR IR R AT AR R T S g S

P45 R ZRARILIEMERE (SIDS) B & OFL4h BB F MG A%ERE (ALTE) O
JREBARIHS L L EORA D 7 D DI

PR 28 £EFE S HA e
SIHMTZEHYE © SIDS R & L ToOREEFEREDRD D ICBIT 20t

FUTFLRA A7) == 7 & B A RERILD T IS % %%
—CPT-2 KIEAESE I D Wt —

WFEsr g IR (EARARER AN RRHRHE2R)
WHEin i - IHHEGE  (RARRAE AN TR
S5 sl (Rl RAEER A0 RRER e k)

MREE

2014 FEED S ¥ VT AR AZHOEHERAZ V== 7 (TMS A7) == 7)) D¥EA
S, DA BRI HE S MR e R 2L I (X A RE A IS S, FLY) R Ze R A0 (7
B EFME G2 ERE (SIDS/ALTE) O PRI HfFI T3, —/, TMS 27
V==V JEABRLAIN=F VI P VTV A7 27 —¥-11 (CPT-2) REFEIZ L B
SIDS/ALTE 28#if5 LT\ 5%, TMS A 7 Y — = 7'IZ X % SIDS/ALTE DIFEhE T Fish i % 755
SHDHIEEHME LT, CPT-2 RIABAE & ZWi S N 03 5 BRI R - 7ER & | IEFFE L
T BAEFI DGR ROE % il U, CPT-2 RIESEIC & 2 ERIED I B A& P % Bat L 72,

FEG 12 Z2RAE L 750 1% 3 » HBIE, TMS 27V —=> 7T CPT-2 RIHIE & B X
iz, 1SRRI 2 a7 4 L 2 BRI REE URIMBED 72 DI ABEL 2B EH o7, 1% 3 7
HEDFET 2 Hili & h %2, FRBED OB L o7, BHICIZRR B A HE &
BOBRPEE o7, ZDFERHIC CPA THAINHT L 72,

JEF 2 IEHICFEE LT S AEHIT, BE 2% 10 » HO &KW, TMS A7) —=> 7T CPT-2
RIGE & ZW iz, AR X ) BEASEYTEBICZ7 L7 F X - —X (CK) A2/
R0, 2EHRECERVPRIF TS, PR S N BICIZABRI 2 58 L L7,
CNETIC A MO ABREDRS 5, Z OIEFITIE, BIEIRT CK EREDR S 1L LIRS,
FEEDHBIL T 2 BRI X TH > TH ., CPT-2 KIHIEIC X 2 REFMARZ RRT 2 EH 7L
AN=F v (AC) O EREBRD ST,

i % Ll 9™ % & . SIDS/ALTE ARIMAHE s £ OEE RN 2Z2 P 5 - 0121%, &%
AR TH > THRIABICE LIRS H 2 Z 2 AL, D &AL I IR
L7 ABREBSHE EZEZ 5D,

A WZEER

FERMEAGH B EE D v C . AR S
(OAD) HRWGEHEE (FAOD) O—if
. LY R EARILEMERE (SIDS) P FLE)IZE
FMEAEAEE (ALTE) BERCTHRIEET 2 2 &
PHIGIT VS, AFTIE 2014 FED S 5 v

FTLRAZHOIHERA 7 ) —= 7 (TMS
A7) —==v7) PEAZIN, OAD ¥ FAOD
bR Y —=vT7INs Lk b,
SIDS/ALTE ~D FRiFIRBHIFF S 11T 5,
Lo Lad s, TMS HEAH% D SIDS/ALTE T
HIELEZAN=ZF VRV ALV EFTVRT
z 7 —¥-1 (CPT-2) RIBSED HEHZ DA



7w (F 1), HL, CPT2 RIEAEIX TMS
AN ==V T DZRNGIREDALED T D
TOBGERH T M SN o720
SIDS % F&HE L 7 5Ep d & > 72, —J7 TMS R 7
U—“yffcmak%f&%méniﬁmﬁ
WCEI I NS H %%%%L%Fm%ﬁ
HmaI N, RFEIZ, CPT-2 KRNI
NEMHE%?%?%C&%E%&LT\X
7)==V 7 TCHRI N CPT-2 RIBAET. 2
W X 4072203 & Z2IRBUIC 2 - 7R & | B2tk ik
HEMHIZK>T 3 M RERTHRB L T
W B REGI % LT L 7z,

B. A5 77%

2REB] (Z28RFE L 7EH & IEHFEEL T 5
FERF) 12T IR, AEAL2ERT AL, ERR R,
EAREIER, tha Rl &2 g L 72,

UiEfil 1 (SIDS )] 1% 3 » A (BELEH)
B, TMS 227 ) —=v 7 CHRAIN, BEiE
TENTT RISIW/F383Y DA ~NT 1 & HH3H
E I T CPT-2 KRIAGE &g sz, DI,
L-#V=F v 8FIo N2 7Z & D%
BIEEMrbi, 10 r HRRIZ 2 v 4L
2 EGRICTRER L BIAGKE, K7 & o PR b
(fLFEfE 54 mg/dL) D7D ABLE o7, %
Wz TR g (MCT) BB 6
N, 1% 3 7 HRE GEC o 2 HET & D) FEEL
FRGERER DD D | AN e B X S 1
o 1o, BFEHBINOAZ S b D ABThgE &
mote, 7R Ik D BHICIEE
MBI RE & 22 DBBEE o 7228, 2D
FHHEHIC CPA THE I, BREICSE S
A B

UHERI 2 (ZEA51) YBAE 2 7% 10 + H DL,
TMS A7 V) — = 7T CPT-2 RIEFEDFE DL,
CPT2 EInT-IC F383Y DR EHALE L2 AD
cmakﬁﬁ&»%éhkoﬁmi%m%ib
HEIC7LT7F X —% (CK) ER%Z#ED
IR L7z, SIDS/ALTE DY A7 BE»wEEZ S
L, FEGOIEH DS L & 7 BRIC 1%, B IRREDS
B TH, AL EprRAIER Tb | MIHARE X
w58 E LT,

B, BBy A2 LAL=F DN
IRBAAE L. #EHElD CK ER-%Z30 5 -4 4
7 H226 MCT S V7 Oft BB L 72, 1%
10 » HUEZER D a—>v 27 —F IR S B
ML, 2hET 2% 10 » HETE) 1241 0]
DABEED & 2 D3, ARIMBE© Bk E 2 &, &
BaRHAEREI R RERERIRTTH
%,

C. AfEfER

1. SIDS %l & AW (22 dUER] 1 & 2)
D Hi

M D Mg %2 4% 2 (127”3, SIDS il & A= A4
HEEFENICIEI AV ALEE2 LD THYE
By EEZon, BREABDORESHEZV
D, FORIFIZIERNTH - 7=,

bR ERMEMTABENETH 5, SIDS
B CRER 1) Tk a7 4L ARGHR & Z28R5ER
D ERBRDOKFD 2 MDA TH > 7=DITX L,
AA CREGI 2) TIXBEMZRRER T b ABE S
TED., ABERIEKILEF 41 BITH -7, SIDS
DT L7 1% 3 » HETIR>TH 25 1]
ABEL Tz,

F 7 MHER] & BRI OFREEZZ 1 Tw»
7223, SIDS Tl Tk<ES, L wHBIHT
BAHMRESBLIELIEES ZEBHo7 k57
23, S D RERARER D 2\ 2 L p S BB
AL T, 512, SIDS HITiZ/ vy
A WA BIGRDZZRI IR I > THB
D, ZZDIA IV IR NEE, FIRED
BEPHETE Cokdotz, —J, EHFEH
TIFHERBZIL D B IC5F S L, BIAEIR T
BB TEREAVTIA TV ANRIETH
27,

2. HHEHO CK L EH AC DR

17% 3 = HLART D ABEh DK CK D H#ER
E 1 TR, 7FW%%AUWW¢T%O
ThH, THRCHEEAIELL T3 ZiX CK
ﬁ#@ﬁ%mtkoit\ﬂhﬁ@CKﬁkﬁ
B4 AC I IS e 72 (M 2),

D. EE



Zliﬁﬁ%%%# 6 CPT-2 kiﬁr & 5%'%%5?

X—N—FU7—Vm%T%OT%A%E
ZROBWIEDPEETH 0D Ltk iE
IRDOFLER CK fiiZe & DAL R B 0 f
i, 203 EoRERZ T Tk, REArE0 T
WS 720 TH B,

SIDS #I T & CPA DEFKIZ FAGENEIR & FEEL
ThHh A7 LT DTiA HIZARBE L 725
AR, CK ER, @7 F—v 2%
EEEREMANRE IR s o 7
FHlCcld, CK EAPER SN b, REA
EHR AT IEHE AC BEAL TV AL H
o7z, K8 AC DHEFRERI DD 5 £ TITIFTEL
Ho>20 % 2 Lh 6 2 R 2 00E 2 15
DH S 2272 % F Tl IR AEALA L &
TORRER /NG L 22\ X ) RSB TH
%

7z, SIDS #iIClix, FLCHTHIC 7 F 7 b
WM T b BB AR IREETH - 721
HBbH 5T CPA ITE-> T3, EHFHITY,
FEDSBIE T BRI IE 7 R BT b CK
PE#H AC O ERZEO T D, Bt
HE B RASET LTV B 2 EBRB I N,
DF D EBRUEREOA V7V Y EFRE
DIRG CPBTIE BT D 7 F v Bl 72\ T
EATaTH D POLERKEE R £ D XD g
RREEMDPDLEI»D LN, Dl Ed,
FEGDE < [, SBICIIRMRE 2 1T, 28
IREPLBRDIBIFTH > THERRERZINS L
72D FLCEBREE 2 L) RFErHo Ttk
572\,

D& HIT, CPT2 RIEAEITZWiIETH > T
b, P BREHARICH A TEERH L 2 L%
RHICEARZTH S, 2ORIIOVLTE, F
BESCEERED TSW I TLD) LI
DIEADID 5 & AFRiRIREE L 5 AREMED
5iﬁﬁ&fhfﬁofbx%%%¢h%%@
JE L., BEREOMMB 20035, Fsh I
Bt e B E E N B,

CPT-2 RIEJEIF, IR TIX TMS 227 ) —
SV DIZRMNPIRETH Y HIGIERIC L > T
ZE o A7)V —= v CcHEEZ2RL T
THRBITINTVB LN HADIETH
%ifcm&kﬁf’ 29 % eI T
Bid 270121k, ZWiETH > THRAIICE
67&@#%5p&%%ﬂwW£éE_§%%
KGN S B 2 G PEDR D 64 %, BRI 4 Vi
2N R 0 RS TR N VAN o T AN TR
k. T RERET o SIDR Y,

F. f2REMRER
L

G RFE

1. dfiCHEHR

1) Yamada K, Kobayashi H, Bo R, Takahashi T,
Purevsuren J, Hasegawa Y, Taketani T,
Fukuda S, Ohkubo T, Yokota T, Watanabe M,
Tsunemi T, Mizusawa H, Takuma H, Shioya
A, Ishii A, Tamaoka A, Shigematsu Y, Sugie
H, Yamaguchi S: Clinical, biochemical and
molecular investigation of adult-onset glutaric

Characteristics  in
comparison with pediatric cases. Brain &
Development 38(3): 293-301, 2016 (March)

2) Takahashi T, Hasegawa Y, Yamada K, Bo R,

H, Taketani T, Fukuda S,

Yamaguchi S: Metabolic survey of hidden

acidemia type 1L

Kobayashi

inherited metabolic diseases in children with
apparent life-threatening event (ALTE) or
sudden unexpected death in infancy (SUDI)
by analyses of organic acids and
acylcarnitines
Shimane Journal of Medical Science 32(2):
61-68, 2016 (April)

3) Yamamoto F, Nakamagoe K, Yamada K, Ishii

using mass spectrometries.

A, Furuta J, Yamaguchi S: A case of
very-long-chain acyl-coenzyme A
dehydrogenase  deficiency with  novel

compound heterozygous mutations. Journal of
the Neurological Sciences 368(15): 165-167,



4)

2. %

1)

2)

3)

2016 (September)

Yamada K, Kobayashi H, Bo R, Purevsuren J,
Mushimoto Y, Takahashi T, Hasegawa Y,
Taketani T, Fukuda S, Yamaguchi S: Efficacy
of bezafibrate on fibroblasts of glutaric
acidemia type II patients evaluated using an in

vitro probe acylcarnitine assay. Brain &
Development 39(1): 48-57, 2017 (January)

IFER
Yamaguchi S, Hasegawa Y, Shibata N,
Kobayashi H, Yamada K, Bo R, Taketani T,
Chi DV, Thu NN: Diversity of disease
distribution and genetic background of
inherited metabolic disease of organic and
fatty acids in Asian countries. The 13th
International Congress of Human Genetics.
Kyoto, Japan, April 2016

Yamaguchi S: Fatty acid oxidation defects: A
causative muscular disease detectable by mass
(GC/MS  and
MS/MS). 15th Asian and Oceanian Myology
Scientific Meeting 2016.
Hsinchu, Taipei, May 2016

Yamaguchi S, Hasegawa Y, Furui M, Yamada
K, Bo R, Kobayashi H, Taketani T, Fukuda S,

Fukao T, Nishino I: Clinical and genetic

spectrometric  procedure

Center Annual

aspects of 50 Japanese cases of VLCAD
deficiency. Society for the Study of Inborn
Errors of Metabolism Annual Symposium
2016. Roma, Italy, September 2016

IEOFEXR: 2 Fay RV 7 B LR E
Dl - B DMES L EIIRINERR. 5 104
B R E S - A REES. AR,
2016 2 H

PHEE, HEEW, BT, el
&, T EEE, BOTE, KHSAE,
A, ISR, B — DA
THEIE U 7c ZBHBER RBRED 141, 25 119
| AN RS FLIE, 2016 45 5 H
awxR, BERINER, HEAED, 1
HG, Sisell, ARoAde, roft, W
HEEHE], WREE: HAAGRESH 7 > L
-CoA Bi/KEMEE (VLCAD) RIEAE 50
DEFAREEIIBERT. 8 119 B HAN R
Fox. FLIE, 20164E 5 H

INEER . AHER - IENER A B2 RE D2
Wi o, 5 98 [mlilfE/ N RS
X7, 2016 59 H

(A, Yisedl, RS, BARINA
fd, IHIEXR, 7rafE: R1 b L —H—k
2 & % BIEILEEREAM & in vitro probe 7 v
A DI RY 7 4 77— b DRI
DWW, 58 M HARMGRAHETEEE.
B, 2016 4E 10 H

H. FRVEA EHE D HFE - Z 8RR
1) FRFEUS FRic L

2) EMPREH Rzl
3) Zoft



£l TMSVYRAV)—ZV T BAZLDTREEIC KL S SIDS/ALTE FAERSH
) = e A2 i _
FIE i e T™MS RVY—=VJ /R SERR 4k RIERE LT ]
1 7 CPT-2 RiBfE REGL HHV-6 SMERAE | AT RRER
m i=kn3 (TMS/\‘VfEl‘yHiﬂ:%) - =8 IX]J1E. X] 7N
~ . BEEhL .
2 8m CPT-2 Ri8%E (CPT2 (L5 51 CHE2D) FROJR CPA A
o sia, TFP RIBIEDFELY . <
3 9m CPT-2 Ri8%E (EREEEAL) ALY CPA T
4 1y 1m CPT-2 RiSfE RELL FTOWVHAER CPA BT
Y R | (175181912 CPT2 EBI) =
5 1y 3m CPT-2 RiB%E CPT2 RiEJE (E2Hh) LSRER, K CPA L7

3z 2. SIDS il & &£ 7F B DEGARFT R D LB

AEBY 1 (SIDS A1)

iR 2 (E77H)

FWp - MR | 1y3m, B 2yl0m, %'
B TFEE RI151W/F383Y F383Y/F383Y
N L-ALv=F> (2n~) L_ﬁil/:‘%\/ (Im~)
=P MCT 2027 (1yOm~) MCT 2 v7 (4m~)
h Y a—Y A& —F (lylOm~)
g EEEDN XL LANON TR | BEICER
* /a7 AN ABEER (1K) | kil 41 1]
— FROERCRE - I FE (PRIEERZE D)
YNCHOE L g
* E5GER (BELCHT 4 1R) T - BRAE
— BEOERRR CK B# &
{EI¥ERE HH (1\?) L
ABzEIE 2 9] 41 [A]
P JEHRAT, HEFELER
B (1 F 3 & FBHEE) (2 1% 10 7> F I 5)




1. EFFIDOABTHRAK CK EOHR

CK
o A m ‘
3000 -

BiELEH

2000 gm+Tal A
1000

1 4 5 6 7 B 9 1011 12 13 14 15 16 17 18 19 20 21 22 23 24 25
{F AREH(EE) it
Hi#34A 13~ A

M2 ABRDOREAC (C18:1) & CKIEDIEBIREEMEDREY

v

20 Rz =0.00977
s
3 v
~—
Y
—
G 10 N N
v, *
0
0 2000 4000 6000 8000 CK(IU/L)



