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HETBE 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 | QDREREEDTHER OEE 6 2023/4/1 AR OTRE | RER
7
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BEEE : [ CPT2 KRIBJE |

BES4 [ CPT2 RBEEBLTFRE ]

iR

CPT2 KRIBIEIZ AN =F VRIEEEED—DTH D, H/V=F R REDOE 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 B ONTEERIF2Wr & L C CPTIA, SLC25A20, SLC22A5 A5+ D H# L /%
7 a— Rk 7 Vo L ZOMSED AT T A AMALEE A, )ity —27 = —T
it L. B SNZT VAVBEEE 2% RO T 2 MZOWTHET 5, M
U — MRS — 7 =7 =2 OMENLERGEIE, Yo T—ECLsF v
TV ==l =T O EAT o 7RIBRBUERL - FAE O 2 ©— 50K I
22 ) LREEZGICBE LTI SR E CoRMAEE Y — FRORMR Y —F7 o —Ti
W72 7o, WsRIR e L, (KT A 712 o0 TiEnNy 7 ha—7 — T
TELLOIZELUIHET AN, NV T ha—F—TRIHTE o7 bDIZBL
TS L, F7- BRI A, Froomik b T iciemny 2,

BinT4 position(hg38) HGVS. ¢

CPTI1A chr11:68793234 c. 967+81C>T (NM_001876. 4)

SLC22A45 chrb5:132369824 c. —149G>A (NM_003060. 4)

SLCI22A45 chrb:132378362 c. 394-16T>A (NM_003060. 4)

SLC22A5 chrb:132386973 c. 825-52G>A (NM_003060. 4)

SLC25A20 chr3:48884134 c. 199-10T>G (NM_000387. 6)
(1) W®EFHE

MENHEUL LIS 7 S5 DNA D, 24T DA BB L FOTAVESEa— R
T Y L EDA v b u R NA T I XA =T a3 b D WITEERL
&k (polymerase chain reaction #, PCRIE&EME) ITX VML, AR —/7r
YH—H50EFXF Y T Y — v — UL K HBE TESIRE ATV, B
BARF D72 Al < B = — RHEIKIC 30T 2K B O M LBl 51 28 D 4 e -
%o FANME DO HDZ T AN ET 205, RLEFRWIGEITHEI N DNA b2
AL, ZOEEIE 2 OFEFNZ LV HET LB D LT 5,

(2) EBEROMERLLE
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EERINZHAWSN TS e F7 2 L) 77 Lo ARG & DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

(4) RECETSEK
BRISHAFTICE T2 B 235 60 B3 H LI

(6) HEZEZFLTIHEITH > T, RERICHEZAT 5 HERERFT DL
HEDEFELH Y F A,

(6) BIEDTERSM:
AR TRE D BAJPCIRFUIZOW TS L, AREOH LiIALDOE -
AR T 5,

(7) BIEDORERAR
R IAT D EA AL 1D Z0# T~V AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) HREDOREFRM
PRIMAR T, T IE £ T TG R 95,

(10) BiEDRESAE
FE (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBS LT, RARIORMES ), REAOBRICRET S22 FAIET 5,

(11) REKEERCRED 7~V OFERHEH
BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
BRAEMEE I, SMESRREORAZMEMT 5, T2REHEE 2L TR,
- [EA A 1D
- WETORATHA (REA, Ao — NES. BRI
* RSP BE TS
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s A R T A ST DORERS
* BRI SE

(12) MRk % ERBEE D D FEAERER MOBHEREFNCHEZEKET 5561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREBEHHE
7L

(14) REOBH LiAA, BRWEb#E
PASHENEAND T S DNABFZERT Bl FiAsE (O B FRA=)
T292-0818 TR AR HHIA S 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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