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HETBE R

No. BETAE Ver. | fHERIBHLAHR VERE RRE
1| HRUERL 1 2020/4/1 | AB)INE— | SREE%E
2 | intron fEiEkDIEN 2 2020/8/26 | HUIE— | BN
3 | intron fEIKDIEN 3 2021/6/30 | HUITE— | RN
4 | FEAERE 4 2022/4/1 | M)INE— | SRE%
5 | SLC25A13 1VS16ins3kb MHFE 5 2022/4/1 AIE— | SRR
6 | fEIkEM 6 2022/11/24 | fINE— | SREX
7 | ADBREKEEOTHHEE DAL E 7 2023/4/1 AR OTHE | REX
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BEER T MY KRB |

BEL [ VN U RBERIETFRE ]

iR

RV AR F PR RU T ET DT ANT X IV I Xy VT
THY, VoA TANRTX Uy Y Mro—B & LT, Mild T4 U7 NADH OiFJT
TRNF—%I har RYTWNAEEL, 2 b=y KU 7 NI NADH % A3 2 SO B
5325,

¥ MU RIBIE TIHERME RIS 2 DOFRBDFIET 5 Z LM b TV 5, FHAER
HHIE ORI CTdH D NICCD (neonatal intrahepatic cholestasis caused by citrin
deficiency) RORAHADRAIIE 1T B kLY g (CTLN2) THbH, ' hU %
a— RT BB I SLC25413 TH Y . ¥ N U U RABIEILE 7 L /L O FEREHE TR 28 L % i
KE+5, BHARABRETIT. REMR 1 EOERTERBEED 95%% HH 5,

ARIRANE SLC25A13 BRI ONZERRIZZMT & LT ASSL ASLEBAG D& X a— R
FEHE T 7 Y L ZDWGED AT T A ZAFL A RIS — 7 =TT L. &
R SN2 T VVBERE 2% LA FOF/e N U 7 v MIOWTHET 5, Y — Rk
MR —> oY —DF = F OMENBERGE X, VT —ECL ¥y TV —v—
o —TOMITEAT 5, RBRBUEKE - FAFED 2 ©—FEASSKHEL 27 L%
AR U I AR E TR ) — RO R R > — 5 o — TIIREE 2 72
WESGELE L, (KA 712o0nTUIRNY T ba—7 —TRIETEX 2501
BLTITMET 2, NI Ty ha—F—THRIITE o7 b DB L TEHE L2
W, Wb D SLC25413 0 1VS16ins3kb (IZOWT I, EEMITIIITH RV, fFEDA
IRAEXI RN LT 5, 72 TR MITIZEMNT 5,

BinTt4 position(hg38) | HGVS.c

ASL chr7:66082353 c. 208-15T>A (NM_000048. 4)

ASS1 chr9:130452214 | c. -5-10C>G (NM_000050. 4)

ASS1 chr9:130457282 | c. 175-1119G>A (NM_000050. 4)

ASS1 chr9:130479849 | c. 773+49C>T (N\M_000050. 4)
(1) WmEFE

MiE» BEUL L2 7 ADNA DS, ST DMARMRER T OTLAE<HEa—F
T Y L EDA v hr R NA TN A B g B D WITEERR
MY (polymerase chain reaction 35, PCRIEEMS) L VML, Wity —4
Y=L 0EF Y BT ) == Y= XD BB RS EZITV, AR
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

BARF D7 AT < B = — NI 31T 2R BV D RL 2L DA 2
%o JRAIMIEDHDZITF AN LT DD, R EFROGEITHHE SN2 DNA b3
AND, ZOHEERExDEFNZLVHEWT L bD LT 5,

FEYEE K OVl e F
EEHNIZHNWSLILTWD e 872 AU 77 Lo ARSI & D LR i b | AR H B AR 28 5
D EZHET 5,

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

REICETSHEK
R SAFTC RN = H A5 60 B 3% H LU,

HEZZFET 2HEICH > Tid, EBRTHIEZIT O FERER DA
HEDFEFELH Y FH A,

/ AENPE AN s
FERHERIC TR O HBRCERFUC DWW TSIt A L, KBEOH LIAZRDOE R
HERT A,

RO
BT R8T DEAAL 1D FEH 7 ~ 3G AE S A7 BRI 1R
(B Zem B AR M4 EDTA-2K (7213 Na) FERL)

BAEDORRE
I ImL LA b 2R3 5.,

RIE DRI
PRIMAR T, TR £ T TR 95,

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, REAIORIM G ), FEEHOBRRICEET L Z Lz2AlE T 5,

(11) MEKEERORED T~V OTLHEH
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BRARREART 7~ ITEA AL 1D 72 5 ONTHRRE B 1D 2 5edld %,
RAEMEE L, YMERREORXEZMEN TS, ZREHER Z U TR,
- [E4 AL 1D

RS ORAEE (REA, Bt — P& BIKK

- ERRPEBEE

s A R T A ST DORERS

* BRI SE

(12) MRk % ERBEE D D HEAERER MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEEAOBABE LR LT D,

TRBLAEZ AR A0 C, EREEBIC I e R A (R T,

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASHENEANDT S DNABFZERT Bl FiAsE (O B Fma=)
T292-0818 T 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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