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Ver 9



HETBE R

No. BETAE Ver. | iEFMBHLGR 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 2021/6/30 | MBJINE— | SR
4 | FEAERE 4 2022/4/1 | M)IRE— | KRB
5 | SLC25A13 1VS16ins3kb MHFE 5 2022/4/1 AIE— | SRR
6 | fEIkEM 6 2022/11/24 | fINE— | SREX
7| QD) BREKEEOFTEIAE 0L E 7 2023/4/1 #FFRE | REX
8 | intron fEIKDOEH 8 2024/6/1 | MIE— | SRE%
9 | HEDOELH 9 2025/4/1 FOTHE | REX
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BEER T MY KRB |

BEL [ V) U RBERIGTFRE ]

iR

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

¥ MU U RARIE IR 2 DO FET 2 2 E R LI TV D, FiAR
HHIE ORI CTdH D NICCD (neonatal intrahepatic cholestasis caused by citrin
deficiency) RORAHADRAIIE 1T 8 ~v ) g (CTLN2) THbH, ' hU %
a— RT BB 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,

ARREENT SLC25A13 A5 ONZEERIFEWT & LT ASST, ASLEIR D Z R a— R
FEHE T 7 Y L ZDWGED AT T A ZAFL A RIS — 7 =TT L. &
R SN2 T VAVBERE 2% LA FOF/e N U 7 v MIOWTHET 5, M8HY — REIK
MR —> oY —DF = F OMENBERGE X, VT —ECL ¥y TV —v—
o —TOMITEAT 5, RBRBUEKEK - FAFED 2 ©—FEASSKB 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
IIRAEXI RN E T 5, 72 TR MITIZEMT 5,

B4 position (hg38) HGVS. ¢

ASL chr7:66082353 c. 208-15T>A (NM_000048. 4)
ASS1 chr9:130452214 c. =5-10C>G (NM_000050. 4)
ASS1 chr9:130452225 c. —4C>T (NM_000050. 4)

ASS1 chr9:130457282 c. 175-1119G>A (N\M_000050. 4)
ASS1 chr9:130476114 c. 598-757G>A (NM_000050. 4)
ASS1 chr9:130479849 c. 773+49C>T (NM_000050. 4)
SLC25A13 chr7:96185027 c. 934-16T>A (NM_014251. 3)
SLC25A13 chr7:96191258 c. 616-11A>G (NM_014251. 3)
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REFE

M SEML L7257/ 5 DNA DD %S DRERNRBIZF O A Ea— R
TERT s Y DA U b r VB ENA TV XA B g D WITEERRY
i EE (polymerase chain reaction 3£, PCRIE &S (2K 0 RME L, it —7
Y= NNEF Y ET Y = — T L LD BE R EEZITV, R XTR
BARF D72 A B = — NHEIKIC 350 2 AR B O M LBl 51 28 b D 1A i 5
Do JRAIMIER DB DZIF AN E T D0, RLEHERWIGEITRE I DNA §51F
AL, ZOEEIEE 2 OFEFUZ LV HET LB D LT 5,

VM R OV B E
ERERICHW SR TWD e RF 2 LY 77 Lo ARSI E O G | AR B B
DOHF A HET D,

EREEICRIREZITO 2 L T OREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
BRI AFTIZ RN = H 26 60 B2 H LA,

HIEZZFET 258 H - Tid, EBRITHEZRIT 5 HEREFR DA
WEDOZFTH 0 £ A

R DERER A
PEHHEREIC TRA D B RIRIRFUC W THICHB L ARED H LiAZ 0 E L
e

BRAEDLTREA S
WERTSEAT O BEA L 1D G 7~V A S U7z BRI 1 A

(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDOREE
I ImL LA b 2403 5.,

BRAK DRI
PRIMAR T, TR £ 7o 3B R E 45,
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(10) BiEDRHEAE
FE (7). (8). (9) %W THAKIZOWT, FIZ AN CEEIC TARTICHET S
(WEITE U T, RAKIORMES ), FEBOBRICHETS 2 L4 EAET 5,

(11) MEEKEEROBRED T~V OFEREH
RIS 7 ~ VT IXEA AL 1D 70 & ONSHRIAE B 1D 2 5tdk 7%,
MK, SREEREORREFER T 5, ER0EEE 2 FICRd,
- [EA4{E 1D
- METOREHE (RERA, Ao — FEE. B
- PRI RO TE
« HA KT A BEFORER
- R R EEATEE

(12) Bz ERBEE D CHAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DICET HHH
FEAOFAEELFAIE T 5,

LRI AR 2D T EREBEICIT TR 2T,

(13) RETEFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BioTHA=E (O SEEFHRE=S)
T292-0818 T AR A2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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