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) EXATWBY,
2) WA - B
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BT SFMEBFTRTIX, EEICTEMEE ICHERBERROMEH (Byler bile) 239 %, PFIC 28
TREHICHEE~AERL., EBHELEHEENCERELLLBHMM T IA NROBEHBIED S
N3ZENBWMEIND, PFICOBRKZHITBE TRITICX 3.
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—Ias2P0EHT 5.

AlagillefEfR#E, PFICR E8YE - BEEOHKBZET 2B KM - EXKMEEM S - WIEICH L TIZ.
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7) BBEIZBITS2KHEIINZHEHOBER
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MCTT7 +—=3 a5 (721) . BHIEMCT - 72X /B 7+ —3 25 (605-MCT) BXUHAKERA MK MR
MCTH, (ML-3) D3fEETH 5., =7XL. HENIOEISEITMES 7 > )L -CoABiKEREE RIBRE &
PRMURBECES N, BEH S oWEICHTIERIE RN, —F, fRHE LU THBEMCTT +— 3
27, HBELABHRBMAMCT 7+ —I a2 BB INTHBD., ERNEEEZ2BEINEEL LTV S,
IR 605-MCTH K U FHRAML-3 D S AE 13 IR MEIE DB TH 2 () .
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BRKDEHPLHEBICBNWTS, AEHMAROETS > HARICHL TMCTRENKETH S LT
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B - BEEOCHRKBZETZ2HENE - EXEEHSIOWEICHLTR. TEF7+—3Ia252E
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PRURBIEIRSLC2AIBBETFREEICLIDPEXRRBREBIETHID, RAREIRS MILY >0
£ (adult-onset type 2 citrullinemia, BATFCTLN2&WE) &> kU P RIBIZLDHAERFNEH
9 5 ¥ 4E (neonatal intrahepatic cholestasis caused by citrin deficiency., ELFNICCD
L) laEEhs, BHAANOERTZLILDII % H68 (nutation I~V, XIX) OEHEELERTH
DY, ATFOEAEK (REF) OHEIZL/656. ERFIEESEKOHEIRL/IT, 000 FRAEKDOER
HHEBELTREHEETDHS.
2) WIEAERY

SRYUZEIFPACERYUTHBERRETAETANST OB - VIV F I B+ v 7 (aspartate-
glutamate carrier: AGC) TH 3, AGCIEI R RUTPTAERTEZTANTFE VB2 MM EIZ4t
MTdLeEbic, VOB - TANSF By MV 2HBRLU THREONADIE cEEZI hO >
RUZICHMETIEEZAELTWS, YR COMBERKIT, RE - BAAKR. FRNMEE. BW AL,
IR IRNF—R#RECEERZEXS, FOMKE. M) ORBEBETCREZERERZET
5, —H. REREOCERREBAKLEET I EZEZON TNV S,
3) EKR/P~Y

R RIBETIE. SAERMICNICCDZRIEL, IRMSHRARMNTI TR —RERDZWANT
FEEELEY GEE - &) 28T, CTLN2ZRET 5.
@ONICCD

NICCDDA0B R FHERSAX IV -V Tl (W32 b—R, AFFZ22, Jz2NVT S22
) 2RFICHERIN, BOOEFHORMBHLIIEE (ABEEVIECOLR) . READ D WVWIRIKHE
BEEZERICEBRI~4ADAOMICZZ TS, MIZERELTHAEHENAR, REMSETIEENT R
ME. WEAEET,. <5% (BALPMAELFRESXMAAR) . KEHME,. K. o-fetoprotein
DER, YFMV) 2 Z2RLDETEI-BEOLERY I /BRMERE. REXSEREREEZET 5,
SR TIREH I > HBREEDBICK/NEHBOUEZES LNRBEHFSRFENTH S,
@@k - FREM

£< ONICCDERBIZIRETIKHFBERER{LL., ROTEEERERS., BARKNMEKBIND L
HWIa—ZA0KMEHRN., SEVN,. AMBPBEY R EERALY, BEHE, SEHRLZEFD
EVO KBNS AEEFNENS., CORERRABIC M) OCRBZELIRELR2Z2REITZIEBHIHN
FHEEZON, BEITRETIEAWL, BE (Pa—X, &) OBFHBRLTI I -V B ZH
JE2HENRD D,
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BEEE. KRYUR. BETH. JuhAi, TADAKRRBREREZEREMMRERTREL. &
YRV MmME., ¥RV CME. FA2Z2E L TRENLRREEZ &5,

4) R - W

NICCDIINHE LR TEEEVILE >, v-GTP, BEMENEMEZ L5 I 8L, MFEE/LER
ETHBALERNVSEETH S, FAERTIENFZEDZHEIEINICCDD AT REMEIED TH < 725 28,
FAER - -HRERBRHICHFAREZEBTZSERIIBOoNZ 2D, ERBIUTUBER RN SNICCDAEED
h38813 BETFE2EHZRE TS, HAARHERGTERINEHOEEE2 A /Y -7 5%
MEZW > A5 L (Real-time PCRIZEICK ZRMRIREMRMET) BHWLIN TS,

5) &

PRUREBIECHTI2REREOES T, BRAK/LY  r MEAHE - GENHRTHS. CTLN2OH
FETHHBIUHBBMEL T, ALY : ERE  BHOTZ XN F—LA35% : 20% : 45% GEHIZ60
% :15% 1 25%) LT AHIENWERINTNSY, B, —BINVIZBEDITHEAKIEY : EEHHE : 5
DT FINF—HAZIF40% : 10% :50%THD, PPUSREERBELTVWR ENVNZ S,

JHHS >R KBETHAETEMTIESE 7+ —IaSOHHANERERS, £/, NaitobViZH S
Jh—2AEAKEBERREICYEIN IV Z2BEHALEECAERVBRLULEAZ®BEL TWS, NICCD
KCBWTHMIBERTFOVNREENSD D, T2 bb—2ABhrbodT AT OKRENSE
FL W,

NICCDIRM I 2 HEMPEELL T, NHEFRRICIEBREEYICOBARLFEE (I FAFa—
VIg) ORE5%21T5. CTLN2OREFHBLIULHEBELT, ENECEFTMNITARE, 7IF¥FZ
BENRHKAEN TS, —FH., EROBY >ESTMEICHTHHEE. E<IKHIOY —RK, 7V
TA-NCRBETHD, FEZ2ETS. FOHEBEGERBEEBECEATH 5.

6) P&

NICCDOFEEL7I /JBEERBEFILAEOEFTEBMAEHIKIIHBEL., B EBHIRETIIIZ
E#HT S, LoL, —HOEFTIE. FRA2ICEFTL. FBESTODATVS, (TLN2ZREL =
BEODTFTHRIEIARTH D,

7)) BAERCBIHHHEI NI EHOER

THRYURBEICHLTIZ, BARHEKRIENCT 7 +—I 25 (HBT2]) BEHBEEL TRES
hTwnws,

8) BHEINIOAEMAMEEME X

RAEDONICCD T5HOFED TIX, FLEEREAM284 (37%) 12, MCTEE 7+ —3 2 T 21264
(35%) WHWwWH hTWhk, I 7 o752 - Fudyr o BRERAL. BEARERA. AFH4+=
CHREBAMNEDET2IH B1%) THWLsNTWE, —F., 1861 (24%) TREEI NI E2MHER
BITREH S >N KREBEL T, FEINIZOFANY M) OREBEOENFHROKBIEFATD
ODMEDIMRISEOBRFNEET S,

NICCDTR U LIE®EA F 7 b—AMEZED 20, AEBREANFA VSIS, RAKELHO T X
WF—HRIBZSIXEHDIIES> TS, AWREAL0 nlicH ULMCTH A (7 R4 NP R
E) 2 2.0mlEMT2ETRNF-—HRIIBES S, RALWIO% ERD, BRAIOY —H LRT
50T, HHSoWNHMFEENBET 240, AEMMARZ2EDIHSIBICHFATHZLE
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