A RN E
(CPT2 RABJEBIs T HRE)

fEFHBHMG R 202446 H 1 H

Ver 8

1/6



WETBE R

No. BETAE Ver. | fHERBHLAA VERE KRE
1| HRUERL 1 2020/4/1 | AB)IE— | SRER
2 | intron fEIK ;BN 2 2020/8/26 | M)INE— | SREN
3 | intron FEIH DB 3 2021/6/29 | MB)INE— | SR
4 | FEAERE 4 2022/4/1 | M)IRE— | KRB
5 | fEIRENN 5 2022/11/24 | fINE— | SREX
6 | (1) BREMEEOFTEHER OEH 6 2023/4/1 AR OTHE | RER
7 | BB 7 2023/7/26 | MUINE— | SREN
8 | intron fEIKDOEH 8 2024/6/1 | MIE— | SRE%
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KREEH : [ CPT2 RIBIE |

BESA [ CPT2 RBEBLTFRE ]

S

CPT2 KIBIEII AN =F VRIEFEEDO—DTH D, WV =F U [EIEEFEEDOLE L
ToIER & LT, ERkRETE - g R BRI R, (REEINAR ., REMET O F—
A IPHEREFEE TN A, BEaR~DONENEHE. IFEERE R O ME - S b oMK
BE - @7 =T E, BT, ORRER EFERIZZIRICHZ D,

AL CPT2 BAG W ONZEERIFZWr & LT CPTIA, SLC25A20, SLC2245, ACADVL, ETFA,
ETFB, ETFDH, FLADI, SLC25A32, SLC52A1, SLC5242, SLC52A3 YEint D% > 737 B 21— R
T YL EDWED AT T A AEALGE A . RIS — 7 = — T L. EITHR
HENTT VAV 2% FORRN) 70 MOWTHET 5, HEH Y — FRIR A
V=l DT — X ORENMLERGAET, PRI AR BT Y =
P —TOMMT 24T 9, RIBRBULKL: - FHAF O 3 BB RHINE R T ) LIS
BB U Q@R EE oA EEE U — REIO R > — 2 v —TIIR 2 72,
Extg L Ly, SlaeE A 2120 TEINY 7y ha—J7 —CTHRIETEX7=HL Iz
LT ET LB ANV T ha—7—=TRIHETE R -7 b DI L TS L,

o BRESEEITN A, FREOFEECS ST IBN T 5,

B4 position (hg38) HGVS. ¢
ACADVL chr17:7219841-7219853 c.—144_-
132del1CCCAGCATGCCCCinsT (NM_000018. 4)
ACADVL chr17:7221696 c. 622+14delA (NM_000018. 4)
ACADVL chr17:7221931 c. 623-21A>G (NM_000018. 4)
ACADVL chr17:7222150 c. 753-27C>T (NM_000018. 4)
ACADVL chrl17:7222166 c. 753-11T>G (NM_000018. 4)
ACADVL chr17:7222880 c. 1077+15C>T (NM_000018. 4)
ACADVL chr17:7223629 c. 1183-15A>G (NM_000018. 4)
ACADVL chr17:7224083 c. 1434+14T>A (NM_000018. 4)
ACADVL chrl7:7224564 c. 1678+12C>T (NM_000018. 4)
ACADVL chrl7:7224575 c. 1678+23C>T (NM_000018. 4)
CPTIA chr11:68793234 c. 967+81C>T (NM_001876. 4)
ETFA chr15:76311473 c. —85G>A (NM_000126. 4)
ETFDH chr4:158672382 c. —75A>G (N\M_004453. 4)
ETFDH chr4:158680445— c. 35-22_35-19de 1 AATT (NM_004453. 4)
1568680448
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ETFDH chr4:158681559 c. 176-636C>G (NM_004453. 4)
SLC2245 chrb:132369824 c. —149G>A (NM_003060. 4)
SLC2245 chrb:132378362 c. 394-16T>A (N\M_003060. 4)
SLC2245 chrb:132386973 c. 825-52G>A (N\M_003060. 4)
SLC52A1 chr17:5033250 c. 1134+11G>A (N\M_017986. 4)
SLCS2A2 chr8:144359183 c. ~110-1G>A (N\M_024531. 5)
() WEGE

(2)

(3)

(4)

(5)

(6)

(M)

M SEML L7257 5 DNA D2, 34T DRAER QBB O AE<Ea— R
s Y L ZDA v hu L EREENA TN XA B = a D WITREER
&% (polymerase chain reaction %, PCRELNE) ITX W IRME L., kiR —7r
Y —HL0EF Y BT Y = — L KD BB RS EEZ TV, AR
AR T D7z AT < B = — NI 38T 2 IR BB E O RS O F 4 fiH
%o JRANMIE DI DZ T AN E T L0, R ARG EITHE S 72 DNA 5217
Ab, ZOGEIFEc2OFEFIZEID KT b0 LT 5,

EYEE R O B 2L
EBICHN BN TNDE b7 AU 7 7 Ly ARSI E O b | (R HBIHEZ R
DAL HET B

EREBEICRABREEITI 2 L LT AREMEOKEA
BRiZ72 L, AREIXBREMEZ2ETHHL0THEH Y THA,

REICET S HE
BRARDATIZ B2 H A5 60 B 2 B BAN,

RIEZFFET DEBITH > T, REICHE 21T 5 WAERER OLH
BIEDEFELD D EE A,

TR DERESGA:
BT TR D B ESRIRIUC SO THICHM L AREDH LiAAOE L
EHERT 5,

R DIREUR AR
WEFTHEAT DEEA L ID 7Ll 7~V NI S 7B 1| A
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(ELZe B B PRER I 45 EDTA-2K (7213 Na) HEhr)

(8) MIEDREE
M 1nL A bR Y %,

9) MIEDORESRH
BRIMARIE, SO 7 TR T %

(10) BiEDRHEAE
FE (7). (8). (9) ZEEFTHREICHONT, HIC AN TEEIC TAFICHKET S
(MEZE LT, ARG ), REAOBRICRET L2 L2 FAIET 5,

(11) REEKEERCBRED T XNV OFLHER
FARREAT Z ~ U IXEA AL 1D 72 B ONCHRIRE B 1D 2 5tdd 2,
MRAKEE L, YREREREORREFERT 5, E20EEA 2 FICRd,
- [EA4{k 1D
- METOREHE (REA, BAio— FES. BRI
- PR PO TE
« HA KT A BEFORER
- FHRE AT e E

(12) RRix% EFRBEE D DR AERER MLOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DICET 5 FFH
FEHOBABE LR LT D,

TRBLAEZ AR A0 C, EREEBIC I e TR A (R T

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NAEMEEANDT S DNABIZERT  BinTHA=E (O B TFHRE=)
T292-0818 THEWRAEEM Y SHL 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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SCEE RS K010-36 MAERNE (CPT2 KEEEMR THRA) vers
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