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1. W

RFY -1 7 VB4R argininosuccinate synthetase (ASS) ORHEIX, 2 MV il
EESIERIT., ASS BET (BB 9q34) OREICE DGRBS MY S
BAE (CTLN1) &R0, BRAFE I 3 MLY CIMEE (CTLN2) . i
Fr R ASS BERIDE T # X274 ASS BEFICEEIIRDLNT, Z0ORK
BEFIIEFFRHTH o=, FA4 1L, homozygosity mapping & positional cloning
2L V. CTLN2 OREBET E LU THHABG T SLC25A13 (REAMK 7q21.3) %
B4 L. Ca-binding mitochondrial solute carrier iZJ&Y 5 BR T EM % citrin &
#: L7z (Kobayashi et al. Nature Genetics 22: 159-163, 1999),

APEOBMIE, (1) citrin S5 EFOHELUERTH S aralar DEREB LD
AERREEFATL, Q) TNHSEHORFCI>TELSWEZLEL.
BRBEOHTFRIBEZHOMITS, Q) RETHRESZHIEZHL TS, &
51T, (4) BB BERIUFHIEZHET S, ZLEZHEBETHOTH D,
12 CTLN2 BAH TREZEROZ VT ELROHNTH S8, TORRIE,
EEKEOH EEHTZS L, HRTABMITSEIAKRTDH S,

2. MR AHE

1) Citrin 72 5 TN aralar OBEEREHT

Ferdinando Palmieri % (- # U 7) & Jorgina Satrustegui & (A1 2) &OD
H:[FARFZFEIZ & > T, Ca-binding mitochondrial solute carrier protein & L T DFERERE
WizfTleol, XA EEL T, citin 3% W0id aralar @ recombinant &EH %
URY —AIZHEAFAAEI NI R 7ERBERAZFA L, SREAHPRIE
EEHEICLU TWMEEEZAEL &

2) YUALBITIBEFRABIVERETIN T ADMEK

27 A citrin, aralar, urea cycle B EE3 cDNA % 7 00— 7 {2 /= Northern blot
fedT, 725 NC &R R 2B W Western blot MEHTICL - T, FEBIOM
NTDOE N, RECESIE, BHEKEOBVWILSELLREZRT L.

—7, citrin B L aralar AL R T AD genotype ZMEET 572, genomic
DNA-PCR IZ & 5Bz T2 W iE %M L 7. Homologous recombination DF{E%
BWTHER LM citin /w2 77k (KO) RUOABEFH T, 3 BOTYTALS
A BEFREORE R, mRNARSKICERBLVAN TR L.



3) 7 BT MEDEE & MILY o E O iR EERRAT

AEIZIZ. 5 DOREBEHA VIIBEOEHZAETES BRI, BLid
EREZRETHIH. 2HOERBE » SEKEEZSZT. &7 B 7MED
B RFNZE 2 20 BERMGEL ThHizo TER, iz, > MVY ke T,
CTLN2 & CTLN1 ZHERICENZMT20ENH D, FREANOERMEN
5 RRHTEENH D728, CTIN1 DN THEEFNZH BLN ASS BETD
TRENEBRIZTFEMEERLE,

4) SLC25A13 BETORRMIT EBET 2N

CTLN2 f8E D SLC2SAI3 BEF LT, T TRRERIELTWS 7EOBEMERIZ
XTS5 EETFZMIE. PCR EHIREBERDIN 2GRS TITR- =,
FKH FR) EROMETIZ, RT-PCR H 5035/ L DNA-PCR 124 THEiE
L 7= cDNA % DNA W O ERFIHRE I K D 773 5 /2. Messenger RNA (cDNA)
FETRWELEZERIZ. 5/ L DNA L TOREZHONIL, BLTF2NE
EHI U=, |

5) ARBEFORBEAY) -2 T HEORR
TTIEILUEBGEFENEEZRAWTERBCTORERBERITRD SEH
2. — A THEXEOY >IN EUHT 57/7-5IT, GeneScan/SNaPshot % % FI|H
ULEZRBETFOIINFRESCATLEZRREL . Citrin RBEDEEZEELD
FKESHIIREZFIIBISBETERETIE, BT 2GEMERICE > TXE
X 2FEEZGELE. FiCmE#R,» S L7 DNA 2R W,

[ BE T~ O Bl )

AMAZETTHIZRL, BREEBREFEFTREBLZESICHEB L - HRHE
FEMEHEEREEIE Y VB THEEZETHERBIIBIT 2 EREROMR
EEBETEWMBIUTHEBREODZE] (BEFEARE LA 3. ¥k
124F 1 A 25 BICARE N/, HESZSHEFOFMIIER 11 FEOELER MR
WMEZIZHEL =M, 2 DOWT, BAOAEREEE 1 74—-LFR2 >
T b OBRELENT - BN EITIE - . SEREE, S O EN
BEAETHEOT, FREICH LU THHAXEZEM L. #BREIEETRA
OREEZRIPERLUTHEWELETER L. 5. EERBHRICBITSHE
FZERIIHLTH, BETREBORRBFEREVHE SN TN S,

RB, PYERRICTHZ-> T, BRERXRFERLMPYERBRORANINE -
THEmBL~Z.



3. MREEBER

1) Citrin & aralar {4 aspartate glutamate carrier (AGC) T3 %

SLC25A13 Bz T3k ME 7 Bfalk 7q21.3 IZH D, EDBEEFEY citrin O
FABAE T A R BIC NICCD GElid#R Y 2) %, BRAT CTLN2 ZRIET 5.
—4. aralar 23— K935 SLC25A12 BEFId L b 2 ealk 2q24 ITHEAMT S
B, TOBERTFEECERT S aralar REEOCEBBIIELZH SN THARN,
MWEAIL, 73/ BEFT 77.8%0 identity %75 L. N-half $88%iZ 4 {810 EF-hand
motif Z#F%, C-half IR 6 EIOKREHE domain FET S, HAid, T h2
> B 7 REEGEAEOHR TIIMHFEY — FT % Ferdinando Palmieri % D27 )b—
&, aralar % BB L 7= Jorgina Satrustegui 5 @ ) — 7 & R E T - 72,
ZO/RE. T AR TRHEBICBHETSEHELS, T PACRUTAATO
ME (P ANTX U BEETINEY I VER) OFMKRIGZ AT 5 aspartate glutamate
carrier (AGC) TH D T &, AGC EHEAN P TLATKDERILEND &%
B 5™,

2) AGC DHRE & 4 BREE

AGC ORFMIHWEES L TIX20H0. © HETOREGKRIEBRE, MRE
IZHTEYT B ASS FUGIZBW T, ASSORETHLIT AN F U EzHETLHE
B GRIEZES, £/-—F. @ AGC I, malate aspartate shuttle DFEELA N
—THD, BRI EARETERLUENADHAZEDORITEEEZI M2 R
FIH®EL, TRILF-RBIEbY, BERE -7 - BE - BERED
RBMOEIH D,

—%, B FEBIIBOTTTICRE L L DT, citrin IFFEE PO, BiE
0,07 & B ubiquitous ICHBIT 2, aralar (X BBEH. K. O SR
LERENY— % RT, ZOZ &IE. Northern blot 72 5 TRZ Western blot f###ft
kD, TOACBNWTHHRTEIENTER, T5IT, citrin SEFENIO
MBIZRBELTWAZ &, £/ aralar WERBTRBELTWA I EERWE L&,
—F., ERTHEIYTATH, FEICIE aralar ORBRRBDSNaNW, O L
i3, FFEKERAEBTH S cirin RIBEICBOWTEHEERGEREZFDOEEZ D,

B2 id. AGC OBRERRAT % BAYIZ, yeast two hybrid system % V2T, EF-hand
motif 2 ¢ N-half FEIRB LV C-RIGEN MBI LAHEIERTLEOORKEZE
Fo>TW5, b MNFREBEED cDNA S 73U =05, W< DOQDOEMFI O—
HBESNTWVWS, FH oL, protein kinase C D Ca*ER ZRETT S EHB L
URALBTTICEAETA2EATH D, ISITHEMEBTZIT> TS,



3) E MREBEFI T XDER

H}1F+4% DY )N— 7 (David Sinasac & Stephen Scherer ) & DILFRFFIZL D
ERR U 7z citrin-KO Y7 A, 7 AV H D Lexicon Genetics tE&HEFHFFEL T3
citrin BEW aralar HFAZLR YT T, WINBERBAEEST Y ERER
NICBWTRELTED, BAERERERT S KEERERIIZD TV,
Citrin-KO ¥ 7 X725 TN citrin HAZR T T Z LB, BTFEHIEEHETL,
B5IT genotype ZKXFIT 5 T EATE S, Northern blot 72 5 TXZ Western blot
RETIZEK D, Y™ A & BIT citrin mRNA & citrin EANRIBT 3T & 2HEL
TWaM, EEBERERISSDN TV, —F. aralar HAZLRTY X
W, ¥R Sle25al2 BIETOHERVAR T+ THo /28, genotyping DERIC
B2 E L 7oA, I BRIEBERFENMNTIREIC/AR 572, Aralar ZRAEHEHE
3 MO T A L#EL T, SAR.E phenotype IEWARBD SN D, it T,
FEAONTWANWE MEEEZMHT S LT, aalar BAZRTIAEZH W
SROBITIIRKVWICHI®TE S,

1|

4) CTLN2 O#F4EBHWEE : NICCD DR

INET CTINZ OFFTRIZIR, HTERNEHTCOEERERCLEY — R
BEALRBEINTWENL S, SLC25A13 BEFORR EERBETFEME
DX, citin REBIEICBOWTHEREREZ 507, HH5BOKERLEHE
R %% 2T SREHMIZH N T CTLN2 THIE L 72 SLC2SAI3 B RNED 539,
CTLN2 O¥ERMERORRII DN 2, ZOFHERIFRICR SN BERIT
RN THIE L7z CTLN2 SREES IR - THY, EFOL L AFNBEH S - i
WHEEZRT ZEMNS. BAIL T OFH L RHHRES NICCD (neonatal intrahepatic
cholestasis caused by citrin deficiency) & % D37z 37,

5) NICCD D&FEITFEIR & (RERE

T4, 2000 FEDII U HIT NICCD ##HE L. AEMICFESRERETRN,
W IZHRE Us ¥, FRLIE. SLC25A13 R EETOZMKENRE L,
TOHHIT, NICCD OERNLETH S (i) ZELICERTIEEZ NS,
BRAIE S DNRB TN —T EDIKFERTEIZL D, NICCD ORI Z2RET 5
eI, O 2 FHT 150 FlOHERNEFICBT 2BETRERTR- 72,
BRIEE TIZ, i allele 12 SLC25A13 ZRMEFELEFETHESEIZ 61 6] 1 DO
allele IZDAERMBTFELUZEFNIT O H, R0 OEFTIRBEMZERIIERELRW
ENIFEREHETNDS, BRETEMERD negative THoTH., RAEEMN



T3 aEMZ2EET A I LIITERN, 5%, SLC25A13 Bz T L THR
ZRERETHRZEFNE S DOHBETRD 20HIZH, NICCD ORKE%E
WAL LTS BERH B,

FRAAATIIH DD 2001 £ 12 B, KHS (HIEKRE) OBIEET,
INETRADBLEFEHEITIRS TE 50 ik (S0 %EFD) W7 2o — M
EHEREBE LU, ZROGECHED ST 150 fldRTEFHET S &2, NICCD
TEBREENENTEET, ERICEETHHEERS. 20002 HETO
BT, 32 Hiak (70 FEFD M S RIEMAFEN TV D, £ OHIZITBLAIZ # negative
OFEFIHEENTNEN, ZITREBRTERESEES 45 IOV T, BRE
FTRO—E%2RICELD,

%:. Some biochemical data in 45 NICCD patients showed homozygote of SLC25A13

mutation.

Control NICCD Control NICCD

TB 03-1.2 6.9 =34 (n=45) Cit 17-43 435 + 366 (n=39)
DB  0.0-0.3 3.5+1.8(n=42) Arg 54-130 235 + 134 (n=36)
TBA 1390 259 + 105 (n=36) Met 19-40 280 = 247 (n=38)
TP 6.7-84 4.9 £ 0.8 (n=40) Tyr 40-90 220 = 179 (n=38)
Alb  4.0-50 3.3 +0.6(n=35) Thr 67-190 605 = 329 (n=38)
NH, 30-85 109 = 46 (n=32) Ser 72-160 244 + 123 (n=37)
Gic  70-110 69 + 29 (n=21) Thr/Ser 1.17 = 0.13* 2.6 = 0.8 (n=37)
AFP <20 167000 = 108000 (n=18)

TB, total bilirubin (mg/dl); DB, direct bilirubin (mg/dl); TBA, total bile acid (umol/l);
TP, total protein (g/dl); Alb, albumin (g/dl); NH;, ammonia (ug/dl); Glc, glucose
(rag/dl); AFP, a-fetoprotein (ng/ml); Cit, citrulline; Arg, arginine; Met, methionine; Tyr,
tyrosine; Thr, threonine; Ser, serine (each nmol/ml); *Thr/Ser ratio in control (see
Saheki et al. J Clin Biochem Nutr 1:129-142, 1987).

NICCD ERIZ—BETH D, REFTET—F bEMD D WIIEFIC L > TEET S,
I EHOEBBEICBEALT, BREREESHE 45 EFOTF—FiIEI N/ (E&
10 BEMS 8 » AW BEEB->THWAH%E, ERTLHHENDH S, /. control DB
H—BREBEROBOEFERL TS0 T, FRIJSULEZBBIITRETHD.
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NICCD fERIE. FFREH D o W PHEEEEOMIZ, EKEAME, BERE.
ZREY I/ MME (R, AFFZ, FOr, ALF=id) .
HI 7 b—AME. (Kl BB, FRMELCLEERIIZETH S S,
BHOZEII, FARTAZAZY - REORYE, BEOHEAERE R,
BEBEREHATHS (MAEMOBYBLIUVNERESR) . —F5. K#
SORiEE NCHB I, REFROBREMEIITRTOEE TR LD iT#
THEEREBZNDOT, TEZETS, IEAEDOES., ZEERIE 8%
THO, 1 EARTHETS. LML, NICCD BEFZ2E LA 70 flohiz
3. PEAREMFOS COMEESZSKESN. IFResEL. £% 10 » BFiE
THBHEFNZZTTWSEANIFABETL THD, citin RIBEOER S %
FELTWAS,

IEEAED NICCD EFDNBERIBRT 2 EMNG, citrin O AGC HEER 2%
OO, oD - UBHRE (Vo) By ML E) HEE
LTWwBZENHERIENDS, AT EEFEICRIL., 10 BRE~K 10 FEEK T,
RIEEBBOBRB LU S OBERHOEE (IF ASS EHOETFTHFHT)
IZE 2T, CTLN2 ZRIET B EE XL T B Wi,

6) SLC25A13 ZREEGTOTNFREEDRET & HERE

Citrin REE (CTLN2 725 TNZ NICCD) B3 O SLC25A13 B FZ2MHTL .
7REOBERZR (1) 851del4. [II] IVS11+1G>A, [III] 1638ins23, [IV] S225X. [V]
IVS13+1G>A. [VI] 1800ins1 (R600X). [VII] R60OSX IZHNZ T, MEFEETIZ, 8 H
DFRER D 5 WIE LA VI E601X. [IX] E601K, [X] IVS6+5G>A, [XI] R184X.
[XI] TS46M. [XIII] P632L. [XIV]IVS6+1G>C, [XV]Exon 15 repeat 2 @%E L 7=,
IN6O58, T2 /BBRIZDOWTIE, IAECAZEMN D ZNWIEELEN %
BRI OMERD D, £, 12O ETOEEBERIT splicing &% 2T
DOMEDMN%E mRNA L THRIFTEHENHD. SHROBETH S,

FRIOZER (ZW) O5b, FREAENEVWIEMNFREINS 9fIcH L T,
INFBEGEFEZEEMAILE ™, 1 XOBWEFIA L/ GeneScan iEI24& D,
REHDVIZHALR (1], (1), [VI]) ZREFICRE LR, —F, —HEEHRE
R, SNaPshot FEZFIFA L/ FET. 3 ®9 D (U], {1V}, [V]) £/243 (VI
[VII], (IX]) ZERIZZHEL 7.

NIVFREEERWT, INETEHRENICEHL TE2H 150 #10 CTLN2
FEFID DB, 120 FICPWTEETRBZT/IL-/2EI A, 240 allele 1 90%I
SHOERNEFEETIIEEAWE LR, TOE. CTLN2 4% SLC25A13 #&{:
TORFBICEDSEBTHU, INFEFTRANVENTESL CTLN2 O EEHE
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MRLE S TWRho e T EAHER - I TE, —RBESO Iz DA 5Tz,
Raid, 2020 BEMITHK 150 #F  (BEIZ 6~7 #)) D CTLN2 fFEF Z /RN - 2
WL C&ER, TR L T, BRRLUK 2 #EEOEHM TZE L7z NICCD %
it 70 WEBAL, BOZIICBW TS, LML, BEETREELTWS
FETIE., EEERI ciin RBEZZH T2 L8 TELRVWOT, $RI S
WERPFEETHILHENSH S, CTLN2 725 TN NICCD FEFAVTNOHED.
2 (1] & (1) OERNEEE 80%) KHFEELRE,

—F., BEE 1372 AOBEBETRET 20 ADANTOESE (RRE) 289,
SLC25A13 ZFRBLCTFHENEHIIBVTEVWIEZRVLWELE, ZORRE
ORNEG 1/70) HHEHETSE. ~REBICBIL2ZERFREESEORER
1/20,000 &72 0. CTLNZ ORIER (1/100,000) LT, KERBENDH S,
T OBWEBIET A Z EIAEE TIIAEW, CTLN2 FEFIN, TADA. HENEH
Fi. DDBRREEEBEHINTVWAE I EHPAL<AENVWDT, REO LIRS
EZoND, £, BEORRPLPFEFRECRERERREEGHRZEDL I L.
IS5 79 RTREL CTIN2 BENGEETHI ERENS, RIELZ VAR
HHH5, NICCD SEFICBLLEIRD SNZVAL, CTLN2 JEFITOH IR
80 : 40 TH D, BEMEMINEREIZEZ ., CTLN2 OFEREITIENM S M DBEER,
HHEVRERNEORELEDRERTOMENRRIND,

7 ) Citrin RIBAE O HFAYELATD

INETICATE N, ME TN citrin RBEORKBHIIHENEFHTH 5,
SLC25A13 BETORA®, BAERIIN— T EOHLRHAABBADDOH S,
CTLN2 MEb /= P ENESF 2 FIOBE TR ETRY, BEALRULRZE
FMELRE 9, £/, A=A F)TIZEFEOX M AAOHARESIC, BEA
FEHEFUZERZR WL, NICCD 2B L7 (Lee et al. F=FE K Hum Genet
Soc Australasian 2001, 3SCHERRF). < B, /XL AFF AD NICCD HEHIZ
BWT. BEAEFIIZRE S N WEE O SLC25SA13 ZR ZFIE L 72 (Elpeleg et
al. HXHERT). ZH 5 OHEER, citrin RBENBHRITRE S NIRBETRL
TEERLTBY, D EbETITHEICEBELRUERL DD, BE
BABICHEET DI EEZRBLTNWS, B, HRHEE [BHRRE b askile
# SLC25A13 BETEROBRRBICHET 2M3E)  (FEMHTFEE  £RERE) Z.
BEBAZYESHHEREERUIAHEREOHFEEZTR>TVEOT, RENE
SIVRE. B, PE, BEICBTS SLC25A13 FROBRFREZERT S
FETHD,

~11 —
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8) Citrin RIJE DR

NICCD #EHI3 2 < OBARBEHFOERET 500, FERFROBEEEITEL T
TROHNTVBELITH S, BHBSWARIZE D IHEE TORORIUET.
THUHEDSIBBEHEEY I O RZ, EHE. KERNARZEDLBE DD
RNDT, FRICEF I K RZIZE B MM, D RZIZEBLKDHBETFHTEHZ
ENEETHD, ERHSITEMRLTWS 9, £, AEBRNARFICH LT
BN O R WPSHIEHESARERIN 7 E2EHL, Ho7 b—AMEFITH L
THABREINIZVZHAVWDIHENH S ERBML TS, LML, diilizk
S, AWRHICHBHEELESE LAEEMNBFETSOT, citin ® AGC &L
TOBEEDN SIEEIEZRF L T BHENDH B,

UK LT, CTLN2 TIHERDEETH D, BEZDBLETTRIZES
BEbE2NED, FRREEEE LT, INETIC 22 EFAICHBENER S
Njz BB D3 B 20 PHIEGELSFBIETH D, R —Rgiorihzid,
ek, MEAECFRE ERRICAERF 2T/, FFASS EHART L Thiian
ZERMERL T, SLC25A13 Z2RBLEFZHATnIRRIZ/R - T, HBHZEE
DI WEE i) T, ESHERESNA LDz 7, LrLiants,
FERELT, CTLN2 ZHEL TWREWERFEESEORRERBTE Z &I
HORMNBAEELHBH. WU kblorERRL. RBEE
FAERELE L TERINDEIREITHLEEZ B,

HEBEMEISETEREZLESLL, SS5ICRFT— 25TV EED
U %, Citrin OBEEN AGC THDEND ZENHASMIZAZS7DT, HLL
BRTH OB - FHEZHRTEDWREENEZSNA LI TE,
TIHIZ. REVYUABFELELTVWAOT., BEETINIIRAELTORN 2T
7Role LT, ARRBEEOMRBEFRICBEETFHEEODRNTILENH D &
EZTWS,

9) CTLN2 OEMINEITE

CTLN2 13, EBAHDOL DI, A (11 B~79 & : % <13 20 5E~40 iEL)
TZRARIZ, RETH. RERYE, BHEEREOHHHRERNSHRL. &7
PNTE, HFRFRY ASS EHOETIZED., MERD T MY 25N
FIUWFZUNLERL, LELEET7>E7HEEMES, 515, E—Fwwy
BARTREOTE, I, AREOCLSRERERR 2R, KEPHNHDOR
FOBEEEED . FRAARESRONDS, — 4. CTLN2 DERBEMTH D,
B, 8, PE20VWEEBNEREEOEHELEREINTHIEF S DL
<. EEEEMBAITRE/ENLWREBTIH S 12811151820
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HRESFRESTH S Z &, FF ASSEROE T &&FRTMRED M. | PSTI
(pancreatic secretory trypsin inhibitor) OFEBIFUEE, FEIAHF. HERHEAL7L & DR
A, HBMEBESFEDN ZRL TWa & TR I N, MICARER/LE
BmELETUMICFEM 2T AT, FRREsICHERTES 9. i1
fEf%. fiiAi (CTLN2 FER) KRS N bFREOAERRI®E S A,
BHEREROEHDTINRTEELLAZZEEEBETH O, HEIZHB S citrin
7 AGC &L TOBRENERICEETH DL I 2B L TV,

—F. TEARROEDEOERE - HEMS L, CTLN2 FIEIEFIN 5,
LRI OB REWNE TSI EIRETH S, TITRAE, BRRIER O
RENIHBHE CTLN2 SEFIOREZAET. 77— MEEEZEBELZ, <
B O FHHIERE, 16 Rudk (18 fiEFD (ZRML . 15 i (17 EFD 2 5[E
BEHE SN, CTLN2 JEFIIFEREEEATE Wiz, RS, HAWERR
BIOERP LYY — Fa EOFMaBRi/onano72h, Pia<ed 2 4
CBOWTRARER A2 2 LI ENERIA T, £, 2REIBNVT,
CTLN2 B 0EAHEREHAIE 25D BRFIHEAL. KELEHRI LT
HWEAL D BIFDE DI, £ RO TH > LREEEI B SR
0, KBEMAHETNA=NBDLa2EHELITR> TS, FBEMNRICEH
A RAEEOZEIIBNTH D, BERHIMANGLINTND,

10) &7 E7IMEDZE & CTLNL &t

HEICBWT, REVAVIIVEROEEEZRET SHEBNSTVWED, BLld
SEOEERSEN SKEEZ 2T, BIEHEEET BT M OBEFHZ
BT TS, TOPTHEIC, ASS BEFORWIZE T CTLN1 T,
FENOBRKERORS THEAENS BIKEND O, BETHITEZEZER
LTEx 2, CNETIZ 0 FEELS CTLNL EFZMEIT L. ASS Bzt L
7 50 BiE< OEREHEMIZL TER. IS ORI, citrin RIBIE Z &5
BWT 5 LETERIEU> TS,

4. FE5
1999 4EIZ AFFZE 2 BRIA L. YA 11 S£EICIE. CTLN2 7% citrin REFETH S
TERTHL, —HEBEESOBL (OMIM #603471) IZE -7, UYORZEEE

TITFERL LA ETHHN, TR 12 FECR. HEBOHEEHR
A SLC25A13 B TOREICERT S Z &2 R0 L, CTLNZ QA IR
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DRENDENBHREE. TR 13 FEICE (1) Z<OEFIZBITL,
CTLN2 DIFREEIIRIL D ZOHERMORIE%E, NICCD (neonatal intrahepatic
cholestasis caused by citrin deficiency; OMIM #605814) L&D /=, S 51T, HEEE
AT T, (2) citrin 33 & U aralar A% aspartate glutamate carrier (AGC) T#H 5 I &
EBHOMIUR, £/, 3) 2 O citrin RER TR (/o V77T RNIOA &M
AZRITR) RO WNT aralar ZBR (A IUABIAL., KFEMFETR
2T,

Citrin REVEIZ. FHERY @EEDMS 1 FEATHE) IZ NICCD EREZEL ., &I
WHLREHENHZ, BMTEERIGAETY., F0# 10 BE~% 10 £/
REREBOHECH S WIEIMSrOEBICEELZZLL-HBEI. BER
CTLN2 Z2RAET L EEBA TS, ZOEG - RIBEE RERF2EE. 5
id CTLN2 OREFFHERFOARATENE, RAMEBLTWSZ L TEEE
RBENSERTES, REOTFTHATES) [REZHICLD. 807 QOL
ERHIENTED) WARRIZIE S, S BNADOL < ORFKEE & L EF
FEITRV, RRAKKING OBERIA S REREICHEOIEREHSNITS
WENRD S, EIERIZ. FERDMEHBITRARICZEH L ERFTES
& CTLN2 RREEEOFHZMFERBRRE 7407y THEEREBETHS &
EZD.
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