A RNE
(CACT RABJEB s T HRE)

EFHBMG R 202446 H 1 H

Ver 7
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WETBE R

No. BETAE Ver. | fHERBHLAA VERE KRE
1| HTBLERL 1 2020/4/1 | AB)INE— | SRE%E
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) MAKIEEOFEHEH 0L R 6 2023/4/1 #FFRE | OREX
7 | intron fEIK DA 7 2024/6/1 ME— | R
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BEERE : [ CACT KRIBJE |

BESA [ CACT RBEEBLTFRE ]

HEng

CACT KIBIEIZ AN =F VRIEFEEDO—DThH 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,

AIRANT SLC25A20 18 A5 -3 ONTEERIZZ W & U C CPTIA, CPT2, SLC22A5 851D & 2 /3
7 a— Rk 7 Vo L ZOMSED AT T A AMALEE A, )ity —27 = —T
it L. B SNZT VAVBEEE 2% LU RO T 2 MZOWTHE T 5, M
U — MRS — 7 =7 =2 OMENLERGEIE, Yo T—ECLsF v
TV == =T O 2T 5, RBRBUBIRE - FAED 3 BB b0 R B
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 Lev, F72 BERESERIC %, FreofEl b emisems s,

IR T4 position (hg38) HGVS. ¢

CPT14 chr11:68793234 c. 967+81C>T (N\M_001876. 4)
SLC2245 chrb:132369824 c. —149G>A (N\M_003060. 4)
SLC2245 chrb:132378362 c. 394-16T>A (N\M_003060. 4)
SLC2245 chrb:132386973 c. 825-52G>A (N\M_003060. 4)
(1) H®mEFE

Mg SEIL L7277 L DNA B #%8T 2MAM GBS T O A Ha— R
T b 2DA 2 b VBRI A T Y A B = a b D VIIEEER
PEEYE (polymerase chain reaction 35, PCRIEENS) 12X VM L. W —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, AT
BARF DT AT < E = — NI 31T DA BB O RS ZE (b O F 2
%o FANME DO HDZ T AN E T 505, RLE[{RWVWGEITHE I DNA 21T
AL, ZOLEITEA OFEFIZL VT L HDE T 5,

(2) EBEROMEZELLE

3/5




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

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

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

(6) HEZHEFETIHEITH o T, RERICHEEAT ) WEREFTOLH
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#E T~V BE T S -8 mssy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

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

9) BREDOREFRM
PRIMAR T, TR IE £ T TR E T 5,

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

(11) MEKEERORIED T~V OTLHEH
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 DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

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

(13) HREB/HHE
7L

(14) REOBH LiAL, BRWEb#E
PASENEANDT S DNABFZERT B FiAsE (O B FRA=)
T292-0818 T AR H M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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