Z OO REREME RS (RE R SRR A E R TR S 2E)
SRR FE R

SYTRAFFERRRE S BATOF AR~ A AT ) — = ZIKH ORI &
FEBABEREY AR V-V OBRRICET H5E

WHIEs R

ARGl (EAR K2R R R i Be kR Al - i)

U=

A BROBRETH D,

BAER~AR 7 J—=227" (NBS) TR « ZIRKG L 7o T D AENIBR R HE 8 ¥
EXIRIC, BRRG, ek, NBS fEER. TRIRIE. TRIEE. T RGBS IESR . G
RICET DI M A I U7, TFP KABSER CACT KRAEJE, 7V & VEeIidE 2 B Clrar A= R E
N THRUEISIREN S - 72, CPT2 KSER VLCAD KIBJE TIZAEL O3 0 JiiF KD 7=
DHFRENMERIN TV D, BRIOTZO OBGFREIX SR B CREREH TH 528, BERIEE
HEIEREMOBEE L H Y AHROFE L EZ 5N D, IBEFICB W CIX RHARIERCH R 51
%9 % triheptanoin 07 b URIGE e ERTBURFIEDO G IMENER &L CTW5H, NBS 1T T#
UEICFHGT 20, AT L ORI ENH Y, ENICK T 2 EMTRICET 2 EHROEREN

MR IE (TR oHE)

K G (BERS R AR i/ LR -

Bh#)
AT GREERKRENER - HEEdR)

Y7 FEHE (PRI SR A AR - i

fill)

A Skt (I BRFR 2B E R P e R /N

AV ER PR - TEIE TR - HEEER)
Btk Othk (I RZFEEZE/NLR - BhZ0

A. TFEET

BATHAR~ AR ) —= 0 JHREICEB
WTC, XU T AT AREIZE > TEBENID
PERBITITHRR, 20 5 BRI A R EIX
MCAD/K #8JiE, VLCADK#EJE, TFPRIEJE, CPT1
RABSE, CPT2RIBIEDSRIB TH S, Z ofth
Wh TIRARIFERE LTUEE A EDBIGIR
TEMINDEEBD S H, RIS
JEIXCACTRHBIE, RHMEN N =F v RZIE,
T BZNVERNIEIIOREBTH 5. K5 T
1%, AEMIER G B ESIRARIZ DWW T, BLR
A7) == JIZB T AREZERT 5 Z
CEERE LT

B. WHEE
FHREIZONWT, BHEENFR TORES

-17 -

X OERNA ORI B O TS % i, K
%, WEZBICLERBRA, NBSICHWOH
YRR, TRRE, IRFEE (NBSOZhE), NBS
T BIABE SR, BHEIZONT, 7
BEEITST.

C. W%
BHRIBIZOWTHEH - IEO 2R
F LD, BERBIZOWT, NBSBRGAL b T
AL AN B F8IE T 5 I A 28 2 O TRP R HRE,
CACTKARSE, 7V & VERMLFE2RIZ STl
FHRUGE RN R T2, — 07, T ORERIE
BB W TS S R LI (T HIE T 5 i Y
TIEETHEPLESN T2, VLCADKRIBJEID
DU TIINBSBREAT (26D CHRE & HEH S
HEENBHISIND L DT> Tz, CPT2
RABIEIZ DU TIINBSIE AT & iR AE IR CRIE
T HHEAOT 0 BITHIRIME STV,
EZWHI MBI RE T, B\ T N2
DB TR ST > TV D —JF, FERTE
PR EZ DWW TIL—E DR BIZ DOV TIEE
WTTITAFTE & L COEREx b 2o 7-. &
BWAIN=F REZIED IV =F Y A
HFIZOWNW T HENTEIMEIER D 2o 2.
NBSFEHE(Z > T i, VLCADRIEJE, CPT2/K4E
JiE DEIEB 30 B B 28 5 972 D O



DENNSEES N TV, 25 L =F
VIRZIEIT DUV TS D> D ABRG M % 3 &
TIODEEDL LIINBS T /L2 Y XA DR
BN STV [RIFIEIC OV T, #oh
NSRS L) T S A N T Nalbs e PSR SIFS TR =)
PRI L L C triheptanoin OIENL L KA
iz, F72, F A EBIIERIZXT B
7N ARIBFRIC OV T L HENH o 7. NBS
DFHRITHT DRI ONT, W OB R
2B W T HNBSIZZV R /R STV 523,
MCAD/KHRJE 72 & D L 5 ITIFIT 2 Ot
TP REZEDLEELRODL DN D
VLCAD K HBAERCCPT2 RABSE D K 5 (AR I b 8
Tz <bODOEROTERRa s ha—
JUIXEE L UWEER, TRPRIBAE D X 5 IZNBSR2 T
B 7C &> o T b M REE TR SOAF R O i 12
FREN R DR Do 7.

D. &%

AR ORFTCIE, BUEDAEIZIBVTNBS
KL o TnD, b LIX IR GER L
L TR SN T DHEBIZOWVWTOHHAEZE
Tole. Whw2 G E (BITNBSxt
E)IZHONTH TV HRITH 2T 57200
BT TaNBSHRARE D2 48R0, VLCADKRABSEIZ . ©
L5 &9 ITNBSBHEATR IZH] & 2T 72 o 7o R
BEETLREREATORERE, %R
T DREBENHL IR o T2, IR
JRRL L LT EEMmatEan T g =%
BIZOWTHRRENH S 2N 72 5 7=, CACT
SRABSE 1T A LSRRI CPT2 R HRIE & X B AN H
K=o, FEEMIZITXBINBS TILERSM Sk
NI ERBREEEZONT. 2=
F U R EIEITIBEENL- IV =F o KE#H
HTTFHOEZELWHEZRDDICHEDLL
THAGME RO & S 3 FK TNBSKI AR & e & 7
Mo T g B DAY, EWN TONBSH G L &
NCTWeno - il COEE /Rt BIE % 7%
LIZEBIR S D 2 &, IFRE N2 TN D
BOEHI AR Z GO D REBIR N D 2 & 72
END, WA TIRE STV D H LUVLINBSH
EoORF72 &L RMICRFTEh s & L&
Z B, ZAZARBIMAERNIZ SV T,
DORETITFHERBER R LN OO, T4
X7 N URIRRERIEICOOWTORE L H D, B
JEFNZR LT —EDOREIHHE ST

- 18 -

5. B R Tl bR EIC BT 1B O WX
RV, SEOIEMERPEEND.

—J5, bMEIZY T L~ AT L DNBSH
BRI SN CLUEDSRGE L7y, ENICEIT %
KB THREDIFE WA Z L, 5% DK
TR L E 2 DT, TR R E D
THROBIFICE T AFREIC OV T, R
FHZREHEL, HFROEFNPEEND.

E. #&a

AW TIX, BUEHAER~v AR ) —=
7 (NBS) T—KR - IR HRLL->TND
NE MR AR 2L E S B & X G I Bl & 3t
RAZ A Uz, H AR W RIER] O T 1% 0 Al
DT VTR PHETH Y,
Triheptanoin<C/r b U KVEHE 72 L BTG
HBIEHIND, WTHOREIZENTY,
EWNICE T 2B T%OHFRERNES %D
HETHD.

F. W33k

1.

SR A

1) WAERE 7, AAROLEL, RAJF SR, B
HR, KEIE, BER], ek Kbk
PERMIE THIE L 72 p. C607S/p. R511Q /XY 7
v NEATHMEST 2L CoA ik FlESR

(VLCAD) REJED I AEIR~A R 7 ) —=

Tk H. AR~ AZAZ Y —= 7
FEE, 34(1) :37-44, 2024.
FRRFE

Miki

Matsui, Yuki Hasegawa, Hideki Matsumoto,

1) Hironori Kobayashi, Hideo Sasai,

Mai Mori, Keiichi Hara, Takashi Hamasaki.

Genetic Profile of FAODs Diagnosed after

Nationwide MS/MS Screening in Japan.

the International Network for Fatty Acid

Oxidation Research and Management
(INFORM), Porto, 2024 4F9 A

2) Hironori Kobayashi, Miki

Matsui, Yuki Hasegawa, Hideki Matsumoto,

Hideo Sasai,

Mai Mori, Keiichi Hara, Takashi Hamasaki.

Genetic Profile of FAODs Diagnosed after
Nationwide MS/MS Screening in Japan.
Annual meeting of SSIEM, Porto, 2024
F£9H



3) /ARSLER, FAHRSEH, BREE A, KB,

WS, REINARL, ek, REE=.
Development of a method for measuring
VLCAD enzyme activity using LC-MS/MS.
%5 65 [ml B ASE RAEIRT P, W,
2024 4 11 H

4) RIRHER, VBRI, A, maiiK

¥, AR, Yisudh, LA, ARGL

-19 -

i, FHREERR. Shak S HAER XV EE
L0 BRI SR R O B L A
GRIATZA T 2H MV =F 0 RBJIER
Fl. EBIRIAARYARY J—= 73
DIFME S, REAR, 2024 4F8 A

G. FIAYI PEHE O HFE - B ERIRDL (FE & & Te)

BRI L



NERA B FL 5 E D &K BIZE 1T 5 NBS OB &

ke

REL BB REDH I UERRE NBS#5iZ BEE BEWE - T FYHEIBI (BREH) PLaiBE) BEE =3
BB SN R SNT D, MCTA 1) Everard, E. EurJ Paediatr Neurol,
BT . FLEYRIAER 1 Reye HUEREY . SIDS. EhiE 34BmEBES LAl 2T IcC Y, EEARS - REn - : 2024
. HERMBIEERIEIN, AHRREDIERoyo IERMRT(E BT s oir, BEDI, R BETIAHLZTLER (€8 WRIECHABERGE, by prq S CREDERERIFGRC YIS CCRY, ERARE RENT o U sk s o
MCAD &8 BE, RENUYRBREL NS NG, ERD P ERLEORE THE ' . HTHBZED D, REOFHIEETHE, NBSTRESNARIE 1351 2) Mikami-Saito, Y. Mol Genet Metab
N . . . BHRBOTGE C6,C10) , C8/ClOtkd L& DIEOEFHEE, RE2)
B, BRBERE 2T 5, BATHRATHEMECHREHIORES Y. RATEBCERBEELHIETE B, 1) . - A Rep. 2020
BBEEAEL & WS 8E3) - ) !
3) Tucci, S.J Inherit Metab Dis. 2021
1)Van Calcar, S. C. Mol Genet Metab,
i R, B4 - FLIBHAR D S DFHOYEH g C14:1,C14:1/C2 A=
iiiftm%ﬁsﬁ;ri :;ﬁizg;iiiéggﬁiggjgi BEDY. BETLE. B [hcusn ;iifg;f;ﬁ EBMONMREED C. MCTI L, AHRIBRERL TR, EMERELBITNEESS L OCANTFERE NBSTREBSNAWENLHE0T, NBST 2020
- 7oy STER-TeY - e S EIEEn R ’ T LanzFoEE AY 74T b, BREE-RCASTRERTTHEY, BUBERELSON BEIECTHEINSBALEL, HEEOHE 2)Bo, R. Mol Genet Metab Rep, 2020
VLCAD &85 TR LRSS S 2 AR MABICBU A - BOE BRBENE (VPTved HMESh5. Cl41/C1213) © . : o - o e o o ) 9.35:1 -
o o oo ; (REBERA) OBEBY, BATE  FEREIY FO—APELVEAS S5, RS SREBERNER BHOSKE VERIC ST BBBEADSA AL 3)Upidia, J. Mol Genet Metab Rep, 2023
FTOZOEGG 52, BEATRERGEOTANRRICLRTEL, HEE A C14:1/C6, C14:1/C8, C14:1/C10 Tiheptancine AR S S 1 1) RIS 1) 2 A)Tajima, 6. Int) Neonatal S
rineptanoine Bl =] = ajima, G. In’ eonata creen.
NBS THEE N3 BIOH RS TRE L NS N3 BEABE ST LS, 5 EOHAERD EREBDY. i 202;
FEREREL SR ERUACES b RS, BRRE F 5L TR, N A } 2013% L1, NBSICL ) 2BIh RS NT LB, 1) Mitze, U. Ann Clin Transl Neurol.
e fsmil‘manzt;a*a;;u Em‘iﬁs;ﬂjm;w; NBS CITEESRAROPEERR(FEBT L2 LA, LA *nfmiowm%ﬁf;%wumﬁiw zimuze e
ﬁ}i%;ﬂﬁ;;"“’&ﬁé”DFﬁf H%ﬁz f&;gs;mm;gﬁur;iﬁ“ HADHA, HADHBifi{ZF# VLCADRIASE & . (EMERIEOBIE RIBRER OERITIINBSIZEE). NBS & RUIARIL 4 B EFRS ; %i‘;ﬁﬁ%ﬁ%,w%“&%gm . 2) Schwantje, M. J Inherit Metsb
CREEE, KEEBL & TR . EIAE HE N N T g ‘% T b » M. i
L/78y T4, 16-0OH, C18-0OH. 18:1-OHER of®, $EEFI. MCTI/Lo. MCT = N U—=v /%2 -TFPRIBIEEBEICE g
ZERRRAE EELTIELBL, BRETIRMAOZTH < HR~BEMHICEDHER, K . 7Ry7A4¥T, |C 650 C18-0H, C18:1-0HLR M? PRI, MCT= 7 ‘\C% wEI D, A7Y /,7%1 FITFPIATE %‘,_;’LT%’EQ’% A sIENBSTRESNETINBOBIBAKME  847:1  Dis, 2022
o oo B BREENE ENTHERE Y ANREA—VRE—FORARY. B HEMEORSATHIES 1) NBSERHITLERALHECE N : o )
BICHNET. HREARET 5, MERECHTRBREETEOSH RS ) ’ O ; o , T Y Bk L £ S MREEERE L AN S 53) 3) Gillingham, M. B. ) Inherit Metab
SRTHY SHNF—h EOBEREHT, NBSIk 2SMARTLI A o) ATiTriheptanoine ERIERED ) MIBMEEE ST 2 LAB22) . NSE & DPMPBMIL MBI I o " 04y sy L & ST Dis. 2024
o : e REFBICBI S NF-BINE & Y bIMEE & BIREEORE L 73) | ' ’
WA D B, HisbY
AHBMBERAS L, ALHBIROMEMAE L 7 NI > BHEE, . B CPTLAM#fE . CPT1 .
Zz@:%fiiixgzﬁé;_;ﬁté%tr&j iﬁari%ﬁﬁf %%wjffggruﬁmg MmAROEEHL=F> (C0) i MEEA, FMHAI—>2a—F, h#ilf HOPOEMELMES BEREICL 2REREEH I LATEN 1)Balci MC, Karaca M, Selamioglu A, et
CPT1/iEME é;%;’égéﬁ}“'\iﬁ%g e rww%;m%ﬁ\ﬁm;‘ fmﬁéﬁm ”U’I iy ST AANSTRDE BBIE. LALST R 2y 0T B ERBIUANTRIES N, BREIRENSLLHED DY, TURIRESALEHRSATLL, 42751 al.. Mol Genet Metab Rep.
P . SR e P R 00/ (C164018) BER A~ NBSHICARAI CIHET 2 LHREH Y1) 2024;38(101032):101032.
= . o
PP T E RIS 3 BEIERIS 5 AN BER TR A & L BHIE THEL iﬁ"/’iﬁii;”:” P I Pp——
\ERHRREET B, LA CIIASRBCREMRLRICRAEL, NBSICLY IS P[RR, MCT, L-AIL=F> 1) Tajima, G. IntJ N tal S .
;f*gi_;rmymﬁﬁiﬁéfﬁ;f;zgfé Mm?j CPT 2:8{=FAEHT. CPT2B  (C16+C18:1)/C2)M. fic b1 ;f Ti}j7?§?7r&5(ﬁ}ﬂﬁi@/"/ﬁ GOBOEMIEE > BIFEIC L BREREEHCZEATEN  BEDKETH->THBEBEOT ) kIBIEE ZLZ:"M o eonatalsereen
CPT2/iBE S o ) A wERAE (ENTEERR <oroRENSHY. (C12/C00 | . S ARBRUANTRERIFLEFSNG, OEEAESFARE REnb. AHRICENREL X ATREOT YK 26551 ) )
RUICGMIBHRIE, ReyoWERBCRCT SEEBNSUBAGH 0T (B s g [ 77T ANOMG, EEOTRIE L e r ong (R ) [ 2)J Inherit Metab Dis
RASNDT —RITHBNWEBHECASNE/) T b (DF383Y) WARET R ;%%%/J%M;Ha;;ﬁﬁ TEHIB. BATETrheptanoine dBHE - ‘ SRR 2022 May:45(3):541-556
CEEA BB L SNB, ':D i HmETE #HiHY2),
. BERRIR, SBEEIL. FEMBMa—> R BATH26)
BEFRH ERIORHIC His REIRER NS RHBBITREL TS
HEREAREA'82%., £ 1A A LIEH12%, R 65% T, IEEA —F e ExRBVYEROEE, MCT, DHEH
‘jilfjggﬁt LD AU HEERETOS % T, 7 CPTZHIEF) , BRBI | ([ iy fﬁifif:% Tﬁf’i Ly FERBRERUTETRTSE, ANMBRELCERITUER r— 205, FETATHS, AYRMEEL f&;f
i o A - — N - >3 . -
ACT K48 d ML) | 7 B UNIEEBRNREGTRAME TE 2 HOLMES PERE CHERS 22 & B iFRIEFE
CACT A RIEEOEOIL. SRR B, BTk r COREEEEL) e ity con s 5. o s FA~oREEbR e o CRSERUNELENREATENFETE 2BEVMES CRRVTERER AR SETAETEI )L,
o ERFERRAEEIE (VPT Y = ; T hBAREAHNRLNTHY, REEALSL, BB TEBAERSARIEONTHY . T8
EoTUTO3RIChI b3, i) BHUn, FRRRBESINS V. Tt S, NBS®S ) U £ s L 1255610
¢ TldTriheptanoine DE#N R EH 1) . BRBE. me &,
NBSTREAZHI CENIE, L-HL=F v REDOH
EEFHET, MET7LHL TELLFHREET . REEOBBEEIFL 1) P. Lodewyckx et al. P. Molecular
BB EICAHRBLUREICRAE L, (S0 - REREL LCRIET 2556, DHEE  =F 047, RPEEAL= COET (BATIREMORELE HRPEBE S L BUREDO Y RV IFRZ A BREBER, DHE. 0T, BELBEEO/ST Y IHRTRE BR Genetics and Metabolism Volume 140
;ﬁ TR Lcnird 254, SEH~RABCBERPEABEST 2HAIANN FUAERNE HLZFY FADEIAELREIATH  LHLZF L KERS REREFHT 570 CRRERET HUEN DS, AURIEEHT THNBSENRMECEMBMEMELREL, 8 19951 Issue 4,2023,107733
5. EESBIOTERORE ) 27 LT 5 WEHHATVS, Y ABE(ENTORBERESR 5) NERE TR S B BAREELELESS Y. NBSHRITHNZS 2) Rev Esp Cardiol.
wL) NRELVSERDZV. —H, BRFRETHHE 2024:77(3) 265-267
DU L NEHID — AT B,
BUHMOT FUBERE 57 EZTM
VET S VBN —EREET BOT, Zh
. . BIETFRIT, 7YNMhLZTF FEPRBMET > F—> R T 2 8E, N 1) Yamada.Ketal. MGM Reports 33
Fik BRI LS T FATRIELNOTECHIAIE LA L. AHBHRERC 5 OFERIH L TENBSAEITH S & LW Z 5.
P x iR S, UR7 5 EVRER Tl FERFEEROEBEISALEE2 Tl o A4 EHTH3E 2022) 100940
N ZVEEIE I B DWW TIdkks AEERE, BARXNAHEBBREC IF A F—pflhLdbnly. h yHREREABRAM, C10 ) FEVARES (AEATHES | HLRREDOREIAILAZRETIC, BRDLS é7§7%7% FEAEGIC L TH—EDOMBO®K  487:1 ¢ )

IREYTRAY T4V, &

o DFERIZNBS D% AT
o DEFIINBS DRI TE B, PR AR &

Bo¥sU LY AT T EVIERIGE)
1). BADLIET b REICLBEY
BIOBENEZT VS 2)

E TICHFHATETL)

ENBBNT, BROFEHFLE. CLODHTD
A Y—=V I TRULNIE, HERORMSD Y.

2)Genet Med
2020 May;22(5):908-916.

-20 -



