A RN E
(CPT2 RABJEBIs T HRE)

EFBHAE R 2023457 H 26 H

Ver 7
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WETBE R

No. SGETHE Ver. | fEMBH4AH VERSCE TR
1| B ERL 1 2020/4/1 | AB)INE— | SREE%E
2 | intron FEEDIEAN 2 2020/8/26 | MJIE— | SR
3 | intron FEIR OB/ 3 2021/6/29 | M)IE— | KB
4 | FEAERE 4 2022/4/1 | M)INE— | SRE%
5 | fEIRENN 5 2022/11/24 | fINE— | SREX
6 | (IDREREEOTLHAR OEE 6 2023/4/1 AR OTRE | RER
7 | BimoEM 7 2023/7/26 | MUIE— | SREN
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KREEH : [ CPT2 RIBIE |

BESA [ CPT2 RBEBLTFRE ]

RS

CPT2 KIBIEII AN =F U RIEEEIED—DTH D, H/V=F »[nlE B EO LE 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,

ARV CPT2 BAn- W ONCERIFZZWr & U C CPTIA, SLC25420, SLC22A45, ACADVL, ETFA,
ETFB, ETFDH, FLAD1, SLC25A32, SLC52A1, SLC52A2, SLC52A3 An~+ D & > 737 B = — Righk
T YL EDWED AT T A AEALGE A . RIS — 7 = — T L. EITHR
HENTT VVHEEE 2% FOR RN 70 MCOWTHET 5, HEH Y — RRIR A
V=l DT — X ORENMLERGAET, PRI AR BT Y =
P —TCTOMMT 21T 9, RIPBRBULKL: « FHAF O 3 B — RO RHINE R T ) LIS
{EIZBE L CIE@E R E COMRENESH Y — FRIORIAC Y — 7 o —ClIREE 72 7=, #
Extg L Ly, SlaeE A 2120 TEINY 7y ha—J7 —CTHRIETEX7=HL Iz
LTERETLOIN AN T Fa—F—THRIHTE )27 b DI L TEHE Lgvy,
F 7o BRUSEBICIN A TREOER G FITISEMT 2,

BinT4 position(hg38) HGVS. ¢
ACADVL chr17:7219841 c.—144_-
132de1CCCAGCATGCCCCinsT (NM_000018. 4
)
ACADVL chr17:7221931 c. 623-21A>G (NM_000018. 4)
ACADVL chr17:7222150 c. 753-27C>T (NM_000018. 4)
ACADVL chrl7:7222166 c. 753-11T>G (NM_000018. 4)
ACADVL chr17:7222880 c. 1077+15C>T (N\M_000018. 4)
ACADVL chrl7:7223629 c. 1183-15A>G (NM_000018. 4)
ACADVL chr17:7224083 c. 1434+14T>A (NM_000018. 4)
ACADVL chrl7:7224575 c. 1678+23C>T (NM_000018. 4)
CPTIA chr11:68793234 c. 967+81C>T (NM_001876. 4)
ETFDH chr4:158672382 c. —75A>G (N\M_004453. 4)
ETFDH chr4:158681559 c. 176-636C>G (NM_004453. 4)
SLC2Z2A5 chrb5:132369824 c. —149G>A (NM_003060. 4)
SLC22A5 chrb5:132378362 c. 394-16T>A (NM_003060. 4)
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SLC22A5 chrb:132386973 c. 825-52G>A (NM_003060. 4)

SLC25420 chr3:48884134 c. 199-10T>G (N\M_000387. 6)

SLC5241 chr17:5033250 c. 1134+11G>A (N\M_017986. 4)

SLC52A2 chr8:144359183 c. —110-1G>A (NM_024531. 5)
(1) REFHIE

M SEML L7257/ LA DNA DD %S DRERNRBIsF O A Ea— R
TERT s Y L DA U b r VB ENA TV EA B g s D WITEERRY
i EE (polymerase chain reaction ¥, PCRIE&EME) (CX VML, ity —4
Y= NNEF Y ET Y = — T UL LD BEFEIIREEZITV, R XTR
BAR T D7z A < B = — NEIKIC 350 2 AR BB O M LBl 51 28 b O A i 5
%o FANME DO HDZ T AN E T 208, RLEFRWVIGEITIHE I N DNA 21T
AL, ZOEEIEE 2 OFEFNZ LV HET LB D LT 5,

(2) EEEROHEERE
ERERICHW SR TWD e RF 2 AU 77 Lo ARSI E O G | AR B B
DOHF A HET D,

(3) EREBICEIMEEITI 2 L &I HRAEMOHHA
BRI L, AREIREMEEZET 2 b0 TIEH Y EHA,

(4) REICETHIHE
AR ARFTIC RV Z B 25 60 & 2 H DL,

(6) BIEZRFET DHRITH o Tk, EEITHEZIT 5 HAEREF OL4
HEDEFETDH D 8 A,

(6) REDOIERSEA:
EEFHSEIC CRAED B ARIRFUIC SOV T L. AREDOH LiALOE A
AR D,

(7) BEOEBRRRZ
WREF ST DO EA AL 1D SEd 7~V s BEAF S -8 isy 1 A
(B e HRIEL M AS EDTA—2K (F 7213 Na) FEk7)

(8) MRIKDLRENE
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Mg ImL PA EZERIn4 2,

9) RBiEDORESRME
PRIMAR L, BT T2 1T R E T D,

(10) BiEDRHEAE
FE (7). (8). (9) % FHKIZOWT, FIC AN TR TARTICHET S
(WEITE U T, RAKIORMES ), BEBOBRICHETS 2 L4 EAET 5,

(11) MEEKEEFEROBRED T NV OFEREHR
FRIRREAT Z ~ U ITEA AL 1D 72 B ONCHRIRE B 1D 2 5tdd 2,
MRAKEEIL, YREEREORREFERT 5, B2 2 FICRd,
- [EA4{E 1D
- METOREHE (REA, BAio— FES. BRI
- PRI R TE
« HA KT A BEFORER
- FHRE AT e E

(12) Rz ERBEE D CEAERERN OB EREFNICHEZKET 2HEIC
HTc> Tk, HRFEERERNS) £ TRE T 2 DIET HHH
FEAOFAEEZFRIE T 5,

LR H IS AR DT, EREBEICIT TR 2T

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABFZERT  BinTHA=E (O SEEFHRE=S)
T292-0818 T AR M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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