MRAERENF
(B-%7 b FA 7 —EXBRERE TR

EFHBMG R 202446 H 1 H

Ver 6

1/5



WETBE R

No. BETAE Ver. | fHERBHLAA VERE KRE
1| HTBLERL 1 2020/4/1 | AB)INE— | SRE %
2 | intron fEIK ;BN 2 2020/8/26 | A)IE— | KB %
3 | intron FEIH DB 3 2021/6/29 | A)INE— | /B %
4 | FEAERE 4 2022/4/1 | M)IRE— | KRB
5 | A1) BEMKEIFOLHIEE DL E 5 2023/4/1 #H FRE | OREX
6 | intron fEIRDZ 6 2024/6/1 ME— | RS
7
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BREERB : [ -7 N TFA T —EBRHBE |

BEL [ B-7 N TFF 7 —EBERBERGTFHRE ]

HEng

B~ FFAT—BXRBIEIX, T b RUT TR T E®FNL-CoA FA4T7—F (T2)
DRABIET, REMEOEERS b TV F—Y 22 RIHERTH D, WREESIEERE
RxLd, £ YaA T ORERMORT v 7L b ARDOIIESMERE COFIHA T &
TREEIND, ACATI B DERIZE Y T2{EEOK T RRKTH 5,

ARIRANL ACATI AR W ONZEERIFZWT & U C OXCT1, SLC16A1, HSDI7B10 8in+ DX
Ry Ea— RET 7 Y o L EDOMID AT T A AEACfE A, R — 7 = —
TEAT L. EITHRH ST VAV 2% LA O3 T MCOWTHET 5, A
Y — RIS — 7 o —DF —F ORMERRLERGEEIX, P T —ECL D% v
7)== o —TCOT 2T 5, RBRBUERE « FAED 2 B RE
Bi7e 7 ) MREEZAGICE L IR R E COREAEHE Y — MR oR Ry — 7 39—
IR 7= WG L Lz, RIE A 7120 TEIANY T ha—F —T/R
HTELOIZBE L TUIRET A8, NV T v ha—F—TRIHTE oz b DIz
LTS Ly, 72 BREfEicinz, Mook b riciemy 2,

B4 position (hg38) HGVS. ¢

ACATI chr11:108133807 c. 121-13T>A (NM_000019. 4)
OXCT1 chr5:41794217 c. 1173-139G>T (NM_000436. 4)
SLCI6A1 chr1:112956192 c. —202G>A (NM_003051. 4)
(1) WEFE

MENHEUL LIS 7 S5 DNA D, %4 DA RBIEFOTAESEa— R
T VL 2DA b n BRI GENA TV F A= a D WIEEERN
HiEE (polymerase chain reaction #, PCRIE&EME) ICXK VME L, AR —/r
Y —H50EF Y ET Y — o — I L DB TR EE TV, AR
BARF D72 Al < B = — RHEIKIC 35T 2K B O e LBl 51 28 b D i 4 e -
%o FANMIE DO HDZ T AN ET 505, RLEF{RVWIGEITHE SN DNA 21T
AL, ZOGEIIE 2 OFEFNZ LV HET LB D LT 5,

(2) EBEEROHERLLE

EBICHWSON TN D FF AU 77 Lo ARSI E Ol b | AR B AR 5
DHEZHES S,
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(3)

(4)

(5)

(6)

(7)

(8)

(9)

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITREMEZETH2HLOTIEH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 2 B LI,

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

/ AENPEAE s
FERHERIC TR O HBRCIRFUC DWW TSIt A L, AKBEOH LIAZRDOE R
HERT A,

BAIRDERRAE S
R IAT D EA AL 1D Z0#% T~V AE T S -8 mssy 1 A
(B e fRIEL M58 EDTA-2K (7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRIE DRI
PRIMAR T, TR E 7 TG R E 1D,

(10) BiEDORHESEM

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

(11) REKEERCRED 7~V OFEEHEH

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

- WETOMREHE (RE4A, BAo— FES. BRI

- [EREEE AT

c A KT A 2 EFOMERR

- B R E AT e E
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(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA LT D,

TRBLAEZA IR TR0 T, BRI e R A 2T

(13) HREB/HHE
7L

(14) MEDORBH Lidk, BEWEHE
PASENEANDT S DNABFZERT Bl FHiAsE (O B FRA=)
T292-0818 THERRMHHiT S82 2 TH 5-23
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