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WETBE R

No. BETNA Ver. | fEFBLER | 1EREE RRE
1| B ERL 1 2020/4/1 | AB)INE— | SREE%E
2 | intron fEiEkDIEN 2 2020/8/26 | MJIE— | RN
3 | intron fEIKDIEN 3 2021/6/29 | MJINE— | RN
4 | FEAERE 4 2022/4/1 | M)INE— | SRE%
5 | fEIRENN 5 2022/11/24 | fINE— | SREX
6 | (1) MRAEHEORHIHE DL E 6 2023/4/1 | HErooes | REXR
7
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BREIEE : [ OCIN-2 £ |

wE4 [ 0CIN-2 RFERCFRE ]

HEng

AN=F P AT NEHERT DR THDH, IV=F XV MV T AT 2T
—+¥1 (CPT1), IN=F L VI A VTG AT =2TF—F2 (CPT2), WN=F /7T
VNN =F R T AR S—E (CACT) KONV =F %I har KU T7NICHEET
HAN=F v T v AR—Z— (0CIN-2) DKM KIBIZL Y., EHIENERO I b=
¥ RUT7HAASOEERREE S, BRI +o1Thinieb ., ZO/R=x1L¥
—EADK T2 &R, BARREE LT, FrAaRMRER, AL BHRER B
BN SN D, OCTN-2 BFEIL SLC2245 B in+DEFRIZ L > THET B,

KRIRA CTIL SLC22458InF D Z /37 Ha— NE ™7 Y o & ZDWD AT F A A
EALAEE 2 KA — 7 2 =TT L. RIS S 2T LV 2% OFi 72
—HRRE MR LR - RRIZOWTHE T 5, EHY — RRRIER Y — 7 o —n 7
— X DENMERGEEIE, Yo Tk E2F vy BT ) ——F v — O 21T
Do MBRHUERK - FEANFED 2 & —HEASORBUE 2 7 7 DEEZIZE L CldmE i
JETORBHNES Y — FRORMR S — 47 o —TIZREE R 720, %R e L,
FHILE Y A Z 12O TIEANY T ha—F7—CTHRIETE 72 b OB L TEEE 3 223,
NY 7o ha—7—TRIHTERDP 70D L TS LAy, £z EEdsEsiam
Z. FRLOFER G MBS 5,

BinTt4 position (hg38) HGVS. ¢

SLC2245 chrb5:132369824 c. —149G>A (NM_003060. 4)

SLC2245 chrb5:132378362 c. 394-16T>A (NM_003060. 4)

SLCZZAS chr5:132386973 c. 825-52G>A (NM_003060. 4)
(1) REHE

MEAHEUL LIS 7 5 DNA D 24T DA RBIFOTAESE=—F
=y Y e 2DA v br R EANA T A= 3 DO IEEEE
Hi#1E (polymerase chain reaction #, PCRIELME) ([TX D RMEL, kR —7
V=B N0NEIF TV — = I L D BB TEYIREEZITV, RAXS
RO AEE a— REICRIT 52— v v v 7Tl rTRE 2 (K HBUBE S
WAL OF BE RN T 5,

(2) EYEME KO EREAE
EREAICHW SN TWD e RF 2 LY 77 L ARSI E OGS | IR B R
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(3)

(4)

(5)

(6)

(7)

(8)

(9)

DHEBEZHES D,

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITREMEZET L0 TIEH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 52 B LA,

HEZZFET 2HEICH > Tid, EBRTHIE 21T O HERER OLAH
WEDEFETDH VD £H A

/ AENPEAE s
FERHERIC TR O HBRCERFUC DWW T HSICitA L, AKBEOH LIAZRDOE R
T HERT A,

BAIRDERRAE S
R IAT D EA AL 1D 208 T~V AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BIEOERE
% ol P EZ5m+ 5.,

BRIE DRI
PRIMAR T, T IE £ T TG R 1 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, RGAIORIM S ), FEEHOFRICEEST D Lz2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

ARG 7 ~ U IXEA AL 1D 70 & ONSIHRIAE B 1D 25tk 7 %,
MRARIEHE L, YRESEEORX AT 5, EREHEIEE 2L TITRT,
- B4k 1D

- WETOMRAEHE (RE4A, BAo— FES. BRI

- [EREEE AT

c A KT A 2 EFOMERR
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(12) MRk % ERBEE D DFEAERERT MOBHEREFNCHEZEKET 5581
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
PASHENEAND T S DNABFZERT Bl FiAsE (O B FRA=)
T292-0818 TR AR HHIA S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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