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WETBE R

No. BETNA Ver. fitt FABA %A B VERLE ARE
1| HHERK 1 2020/4/1 ME— | RS
2 | AT EEETIE AN 2 2021/6/29 MIE— | RS
3 | HFAZEHE 3 2022/4/1 MIE— | R
4 | fEIEGENN 4 2022/11/24 HMIE— | RER
5 | ADMEKEEOFLHHEEOERE | 5 2023/4/1 HFOTHE | REX
6 | BT DB 6 2023/7/26 MIE— | RS
7 | intron fEIRDZ 7 2024/6/1 MNE— | R
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BMEEH : 7V ZLVERMIE 2 7Y |

BREAL : [T FZ VBRI 2 BLBEFRE]

5L

TN NVEEMIE 2HIZI har RYUTHOEBEFEEY 78 EHB (electron
transfer flavoprotein : ETF) K ONETF ik #EE%#% (ETF dehydrogenase : ETFDH) D4
KRBICE VAL DBEETH S, ETF KOV ETFDH (XX b= KU TNIZEIT 5 B BBk
R 2 EDEBOBKBEZISIC L > TAE LI BFE2E A EERICHET D, 20k
B, I TFTIT VIV Coh HKERER KABIER ELRHIND Z &b D D, BRIGIINE
JR, FAERMICHE . OG22 A0 L, D CEEZRMHMT v F—
VA THIE LRI T T 26106, HLORINAGEHIET o F— 3 AR, /570
KF & UCHRIEET DAER], BABNTHIE LR, AR T 22288122 S 2 0ER S &
%, BIBERITFREAKRLETH D,

AR AL T ETFA, ETFB, ETFDH (B Ax W QM 8B 2 Wt & U T FLADI, SLC25432,
SLC5241, SLC5242, SLC52A3, ACADVL, CPT2, CPT1A, SLC25420, SLC22A5YEALTF- D B 73 7 B =
— R 7 Y L ZOMRED AT T A ZENL R R S — 7 = Y — TR L,
FITHR ST LVBEHEE 2%LL T O 7 —HHE L BV - REIZOWTHET
Do Y — RRIKMAR S — 7 o —DF — X O N LERGEIE, P —ikIc &
LF ¥ BTV == —TOMRNT 21T 9, RBREEIRE « ffi NFED 2 v —H21 L
RKHE 27 ) SREEZAGICE L TSR E COMEMNEEHY — R ORI — 57 v
P—TIERER 72D, REFRE LRV, FHREY A ZIZonTEINY 7y ha—7
— TR TE DAL TTWET 208, NV T ha—J—TRHRIHTER1o7h
DT L TIEHE Lavy, 72 BRisEIIm A, TREofEb T iBiny 2,

B4 position (hg38) HGVS. ¢
ACADVL chr17:7219841-7219853 c.—144_-
132de1CCCAGCATGCCCCinsT (NM_000018. 4)
ACADVL chrl7:7221696 c. 622+14delA (NM_000018. 4)
ACADVL chr17:7221931 c. 623-21A>G (\M_000018. 4)
ACADVL chr17:7222150 c. 753-27C>T (NM_000018. 4)
ACADVL chrl7:7222166 c. 753-11T>G (N\M_000018. 4)
ACADVL chrl17:7222880 c. 1077+15C>T (NM_000018. 4)
ACADVL chrl17:7223629 c. 1183-15A>G (NM_000018. 4)
ACADVL chr17:7224083 c. 1434+14T>A (NM_000018. 4)
ACADVL chrl17:7224564 c. 1678+12C>T (NM_000018. 4)
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ACADVL chr17:7224575 . 1678+23C>T (N\M_000018. 4)
CPTIA chr11:68793234 . 967+81C>T (N\M_001876. 4)
ETFA chr15:76311473 . —85G>A (NM_000126. 4)
ETFDH chr4:158672382 . ~T5A>G (N\M_004453. 4)
ETFDH chr4:158680445- . 35-22_35-19de1AATT (NM_004453. 4)
1568680448

ETFDH chr4:158681559 . 176-636C>G (\M_004453. 4)
SLC2245 chrb:132369824 . —149G>A (NM_003060. 4)
SLC2245 chrb:132378362 . 394-16T>A (N\M_003060. 4)
SLC2245 chrb:132386973 . 825-52G>A (N\M_003060. 4)
SLC52A1 chr17:5033250 . 1134+11G>A (N\M_017986. 4)
SLCS2A2 chr8:144359183 .—110-1G>A (N\M_024531. 5)
(1) REFHIE

(2)

(3)

(4)

(5)

Mg SEL L7277 L DNA B %8 2RAMGEIEF O A Ha— R
TERT 7 Y DA v hr VBRI SENA T I XA =g D WITEERRY
MEYE (polymerase chain reaction %, PCRIEEEE) 2K VM L. Wiy —4
VY=L NIF Y BT Y — v U K DB FESIRE Z ATV, ARG
BIR O XS E 2 — REEIBICEBT 5> —7 3 v 7 TRt Al e R HHBLAR B oD
HWRBAN AL DR A RN 5,

FLVEME K OV e e
EREAICHW SN TWD e R AU 77 L ARSI E O G | AR B B
DOHFEEHET D,

EEEEICRAMEEZITO Z & T HIREMEOEKHA
BRIZ72 L, AREIIBREMZET 20 TIEH Y ¥ A,

REICETLIHEK
FARBARFTIC RV Z B2 60 & 2 H DL,

HEZFFETDHRCTH > Td, EBRICHEZIT I HEREFT DL
WEDOZFETH 0 £ A

4/ 6



(6) kOIS
PEROREBE I TREE D HAGR RIS SV THAICHI L AR O H LA OF
E AT D,

(7) BEORBRELR
WRETREAT DFEA AL 1D Rl 7~V SRR S U7 B 1A
(22 BRI & EDTA-2K (£ 7213 Na) JHKL)

(8) MIEDREE
L Il P2 RS 5,

9) RBRfEDREFESM:
PRIMAR T, BT E T2 A R E D

(10) RRfEDRHFM:
FE (7). (8), (9) W THRIKICONT, FIC AN TRIRIC TAHICRET
(BEITIE LT, RGAIORIS AT, FEEAOBRRICEHFT D Z L&KL T 5,

(11) MEEEERORED T XNV OFEREH
BARBESS T ~UCIZEEAE 1D 722 & NSRS ERA 1D 2 50#9 5,
R EIL, YRERBEOHRXEZMHEAT S, FREHREE 2L FIIRT,
- [EA4{k 1D
- LT HMAHE (EEAL, Ao — RES. BRI
- RIS
« A KT A 2 MFORETR
- FEOREEA S E R
(12) miE% ERERE ) CRAERER (hOBAEREFCHAIE ZKET 2B 61T
bico Tik, YEEERERE) £ THRETD2DOICET LM
Rk HOFABEZFAIE T 5,
TR BIEEZAMT R 220 T, EREEICIT 072 AR,

(13) HREHFH
7L

(14) MEDIH LAk, BWGhbE
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N EEANDT S DNABFZERT BinFaE (07 BB FRES)
T292-0818 THERARMHHiNT S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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