ATSREITEE 331.0 umol/L, ~NIXTSAFUT AN 45% M3Eth b LYY 123.9 1 mol/L (5.1~37.4), RALA=
2 3720 umol/L (6.2~152.8), AFA=L 96.5 mol/L (13.4~32.2)FOL > 131.3 umol/L (34.2~93.8)(}E
MNIEEEE)  FFAERICTEASSFE K UVIEIITE. SLC25413 EIGFMITIZT I IVSTI+1GYA) / V
(IVS13+1G>A) EEZFRH . NICCD LB Hichiz MCTILY, IEAME RISV BIICTMEL. AR 4N FET
[CHEE-TI/BREENERL I RETIHES-FERLHEL-,

BEXH

1 KiREE: VR RAIBERE DO ES—FIETF B - AREDOBSICHT T, BIRES 113:1649-1653, 2009

2. Kimura A, et al: Histological findings in the livers of patients with neonatal intrahepatic cholestasis caused by
citrin deficiency. Hepatol Res 40:295-303, 2010

3. Ohura T, et al: Clinical pictures of 75 patients with neonatal intrahepatic cholestasis caused by citrin
deficiency (NICCD). J Inherit Metab Dis 30:139-44, 2007

4. HEFEHAR FERBASOF—ERFRERUIMNI O RIBICEDHERFRNIETS->#OBEED O EL
T. BIREE 111:1493-1514, 2007
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-HEOEN., TONALE DBIBERCARERMFRLGEEZHITEN S,
-EETREOETIEDIFEES E1(% Reye HEBRBELLTRIET HENELY,
P LBSABME T DGO IEL S,

-+ R EOHEBEERERELNZHTA-OICBRETHD,
EIRFE 2T HEMN S RIIEEHISELH D,

BmbBLURE

~i~:zl~')74‘ﬁ(~I~:1/I~U"ﬂ?ﬂ&£ﬁ%§‘*1$§ fiE) [ZIE I SE (B FEER) TSR VBIEDEET
HY. SELBREREETIARRBERETT PCHLHESENFIEICHALDEI, VR TFEEL
WET, SV RYZIFEIESFMVRYTREED 10%8F 5HET, COFITIEEELTERBICEAS-F
ST THCERRE THE2HEVETEOETEE-9 TSV Y7 DNA #SEREE (MDS) 10HY
F9, 23 FEMT 12 HIZHISATOET,

EROEEM

SRaVRYTIHEEEABRMEZZEDEVNELHYET  RERBZTORN. MATI/BHH. REFHE
D TFUNALZF ORI (AT LRR)ETV. tORBMEERBEBTETILENHYET . KNEDZ
DOEKIE, FRIZS T2V R 7REEOBREEANCICEVET, TERIELREAHE #ln,
BEERKZPMERAMETCTHR TSIV, MECEEREFHEROA CTEMICES LI FRIZHLLTT,

AELTHR

MDS [HEFETFHRERLTEBYER Ao LAL. ATUHFAL Q10 HEFEE ZIUHILE QEMAUE©
FBBRECIOTNSVRTISF—ENRETHEAHYET . EELGIFIMER FRRERCOHELRE) AV
Fhid, FEEET HERKLHYFT .

1. Sokol RJ: Mitochondrial hepatopathies. In: Liver disease in children. 3rd ed, Cambridge university press, New
York, 2007: 803-29
2. Bernier FP, Boneh A, Dennett X, Chow CW, Cleary MA, Thorburn DR. (2002) Diagnostic criteria for

respiratory chain disorders in adult and children. Neurology 59: 1406-1411
3. Thorburn DR, Sugiana C, Salemi R, Kirby DM, Worgan L, Ohtake A, Ryan MT. (2004) Biochemical and
molecular diagnosis of mitochondrial respiratory chain disorders. Biochim Biophys Acta 1659: 121-128.
4. Kaji S, Murayama K, Nagata I et al: Fluctuating liver functions in siblings with MPV17 mutations and
possible improvement associated with dietary and pharmaceutical treatments targeting respiratory chain

complex I1. Mol Genet Metab 97(4): 292-296, 2009
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ZEORA b
* FCAONDRER L. HIMER TEORREIFFEEEDENRE T, SULEBRHBE LA, BT
ERADARBICRELET,
RHMARERRIE EEREOETT. 7OV EVERA 20 MU EHBOMIINRA 2 UL EDES. =
DEBERVETALT DERBEBEICEELIENAZINTT,

BB FURE

HERANEIOTN—D R FBETN LS ORERR(EIC, DB, B, MRRIC8LEZELLES, #%H°
JERRICBEIEE L CHBETEHECTO AEIOTL—SREFIENTVET M, BEEAEI/OTA—
VAREEELERBIRIAT. SOECHEGFEBRIROONATOER A BE. RIBEHLO B FHEOE
BRERBTY . TOEMN FOVEICHES BB HERIEREE (TAM) | IBRERERE. SFOVRYTH
ERERRAICERGHESEH - EaLRAKOREEELET,

RO

HAMICLZMEBZIHILTOERA, £E 1 HDARBOEFTHRERERETNRO LN, FFED MR T
BINBEETR T HEGINELSANE. HERAEIOTI—VRELZSTINSVR 7YV O REMELRELTL
F2EW, 30%E B A . BRIBEOERTHILBE LS HNILAERE TSV T,

BRETR

FRIZFLATIS. FFETRETDHEABINTY . BARCTERTIEMNLHYET ., FBHEES IR
DTHMORBMERBEEATFRLEBDYERA BFL—FRIEMBIEREZTVETH. bABETEAF
TEGLEFIN—BHYES . —F. RAETHRABEREEREDHE /NS, £ET DT EHF ORI L
TR TEEMRENHONTNEY,

SEXH

1. Inui A, et al. A case of neonatal hemochromatosis-like liver failure with spontaneous remission. J Pediatr
Gastroenterol Nutr. 2005 40:374-7.

2. Escolano-Margarit MV, et al. Exchange transfusion as a possible therapy for neonatal hemochromatosis. J
Pediatr Gastroenterol Nutr. 2010 50:566-8

3. Rand EB, et al. Treatment of neonatal hemochromatosis with exchange transfusion and intravenous
immunoglobulin. J Pediatr. 2009 ;155:566-71

4. Whitington PF, et al., Outcome of pregnancies at risk for neonatal hemochromatosis is improved by treatment
with high-dose intravenous immunoglobulin. Pediatrics. 2008 ;121:e1615-21.

5. Rodrigues F, et al. Neonatal hemochromatosis--medical treatment vs. transplantation: the king's experience.
Liver Transpl. 2005 ;11:1417-24.
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ﬁrl = E*%U BEREYIEVBAMEEREYILEVERNTREIRE(ELRYET, BEERE
JIE BRI LG BEYILEAMEDSEDEREREYILEDD 15%FHHEINHLWNIEEREYILE A EN
1.5mg/dl LEZTRTEDEELNET,

%{@Eﬁj‘a‘ =4 ﬁ% ;
EEZEYLEVEMTOHNIE thDEE CTHRASNEREZEILET . ThUNDEKREIL. HHAETIE
HELEVTTA, ()EGEESFOVUVME. (2) A5 —RMENBHYET .
(1) BEEEttsFOomiEI R
IRYLTEIEFBRERS—ERIBICE TR FOLUNEEERT | HTILMERNICEET I
LT ENFBOBEICKYIFRRESAALN, BEZELET,
(SO —R1MsE T B
AZOR—RRBIZENT, AR 1-UVEED D ILNS U RTT—E(GALDRIBFE Tl 4R 2 8
FILLAIZZ D 0% CEEMNALNET,
MIEREYILEV B THMNIL, Crigler-Najar FEIEEENHYET , FFEANTD UDP-J )L O BRERTEEE R D
EMETICEVES,

(1) EEEEEFO U miE I #

FROEBEDT CRPY I AT OEMAALNET,

() HSHb—RIMGE 1 #

FERTR - ROY—=U T THSVM—RMENR SN IGE . FEol-AMME AT GALT EFHERIET S
CEMNTEFET,

Crigler—Najjar JEREFICIE I HE T ERAHY . HEDEELTT//NILES—ILIZHT HRIGIZE > THRIRHIIZ
[LIFEZEONOEET EEDIICIE UDP-J LDV BEBEREGTFUGTIANDERZRELET,

(1) EE=EsFOod mE I #
FREEOETERAICHIETIIENEET, 4-EROFXF STz LEVE VBB E B R D EERITH S NTBC
DFRELBETIZNTI=U-EFALUBEITVETBL.NTBC [(FERNTIIAFEHETEABMALLZYET,
FFEZE. FFE~ETLGE I FRBESGYET,

(2)HS5HU —AMsE 1 B
BHSOMABEER SN AETICHBLET . T UBICGLEBRFEEERFTERLET,

Crigler-Najjar fEIEEE I /(L. UGTIA1 OBEEENGCHRERBEHMALOEZFERASEYIILEVMETERD
AEEENDEELEGYET  LAL. TOMNELEFHICFETTH=0. FREO#ELELGYET, TR T
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UGT1IAT OEFFMEIL 105U TTHY ., SEYILEVMEEHERBNASBELEYS, BEOEBEIL T B LY
B I/ NIVES—ILOBESIZEYEYILEVEDE TAASNET, (FLEAEDES AEIVNERYEY
A TRIZTT/NILEA— L OB EABRELEEYILEVMEDEGAAHYES,

&
1R AE . BEEEFOIUMmE. DNERE. 2009 41(8F)8):341-347.
2. MEET. AZVM—XIME. /DNERFL. 2009 41(EFIE):410-414.
3. MERE. AEMHEE. NRARL. 2009 40(8T)E):638-643
4. IMARGHE fth, EE. /DNRWE 2000 32:453-460
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-2 TE&U’TZ'EG)HFEﬁE%fJ\&é

- EiSOFMHEE (FASEMRE) 226

. E?Wﬂ!i;‘bom(%ﬁiwﬁ?m}’é&%xéo

- AEHORECHERRELH->TH, BT LLEEREELE DFSMEDREEETELEL,

%frﬁ ﬁﬁliﬁﬁﬁﬂiﬁﬁ%ﬁ’\{% 5250 FECIXERRICKDFERIC J:é)ﬁiﬁl’liﬁﬁ (ishemic
hepatitis) M BIEFRIIND, FrERFROH 00%DEFI TRERVIEHOREHEENEDHON, BT
DR (EBMETS R EERELIFRLIAEE- %F’Fﬁ%l‘"c‘:bfhﬂaénflﬂéouhbwrﬁ'd)%’]
90% TIXAFHBAD EMAAMEZ L. £ 25%DEFI TIXIEMHMIFNEEIh TS,
BEHOFENHZNIEZNEETINRISKR T, FRE N/ IRTEH#IREZNLTHEFLAEML.,
FoFEOREALEESAENEIYSELEEZOND, TOFRER. BT IL, SOICMROBERICHIEM.,
Z M~ DEEE DO BRI IEEERES (ishemic—reperfusion injury) Z5IEHEIL. TDEFERIETHLDE
EZBNTLVD,

AT AN AR

A

N
|
|
j

[Clinical Pearls] =
- e RMERARERGF (11 7 A~105%) T, £FCEEFAEEShTH0D
B RENTIE. RS (ductus nenosus) OBRERENRNH Y, ﬂﬂ)&’“@fﬁlbm&iE%#@fL’C%é (3:1),
B 1 CHARBIE R OMWER S EER CHRT LIZEROFAZEL, REAKEH OB, FAZE
IR E (D oIfF) EWV oA (two tone liver) Z/RLTCWEEHEINTVD

R Lt b e R T T T e o et e

R R L

2 E&UTE%G)HFEJ}EE- (REOCFENEBI2LE) DBEELHY ., HEEEEEZZOIEFT
EHRVIEBMHEBRERENRTREEZ D, KEBSOERF (80%TIE, MBFEYILELDORD (Al 1 2)&#
[Zifni& ¥ -GTP &0 (-600~700 IU/I: B 2-3). TORDFHBRUVERENBREREINGELSEITR
%,

(Clinical peaﬂs] PP AR B R BB RS R AN T BN NSNS
o B AERRIETIL, —ARAYIZIX LDH B8 L OV CPK & 3612, AST B —i@tEdm 7 A7 27—V i
ERERT 5N 12 B CIEE(LT 5,
- FEMEELZRD L5 HAE. BICTtOEENBEOHEIE, HHEFEE (HFA4e) ~0ETE2BE
T5H, HDHNE, FOH%, EEMEK LTS, BTEEOEITHEIRZE (IFRMEE. L) N FET
B AREME A BRI B <,
o iy -GTP EF-O#F L Ui, IBEOERMMEEE. &5V ATP OFBIZ K 2 AT 53 W D
LREEZ BN TWD,

R s S iy e e
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ARIETHERITRICET S, — BRI ERFRERE. TOROBBIEBRITHD. BHEIT 6 MALL
M. FFRAEEREL 1 FLURICERIET 2. BTRHLHN . BEOBREHEEN LS ELEEEEEAETT
HIED. HE RHLIRICEEMNRL TR B EAETT REH. HENFEEHIE LU RITEER
HEFEENEELCTHARCEY, FBEDOBERLRIENLHD,

S5 3
1 BUEME. FEREASOF-FERFRRUIIN O RIBICL S5 A RIFHNETS-#OBEEDILE
LT BA/DNERZRMES 2007;111:1493-1514.
2. Vajro P, Amelio A, Stagni A, et al. Cholestasis in newborn infants with perinatal asphyxia. Acta Paediatr
1997;86:895-898.
3. Jacquemin E, Lykavieris P, Chaoui N, et al. Transient neonatal cholestasis: Origin and outocome. J Pediatr
1998;133:563-567.
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EEEETIRMETOYALARR AL, TOEEALHS B BF#TT, LRMOAM B RIFXIE. B
FRLEHLVERENOKPBRLABLREAO T, BALMBEREND B HF#ORRICLYBHCE
i—d—o

f?/()bxfiﬂ?ﬁ:):lzt FFRIAMINABRICEDTHIEETEERLET EETHOIFEERET. CORH
HARAT O ABREETEIAONETA, FA AT OV RAILFF RN TEBIELG WO, RO L
ATIEBYEEA, COERDY A AT OTVAIILRABEOHEEFEEEBEROLDLEN O, FRORREZE
RETIHEICITERMICHA AT OIS RAFREE T MEBE TR RNTIBENYET B RFF X
DEFEEBETIE, # 85 RESISTITH VI TILET F-EYD 156E—BIERETRELET
M, EENAONBIFEDEELRFRESCTLFIFEAEDYEL A, BEEZE-TEREFRESCT DL,
KEBEMNFEAETT, FYVTILTEILEHYET A, —BRIEILLET,

BHORE

HBs JiJE. HBs Hifk. HBc Hifk. IsM-HBc $iifk, HBV DNA(J 7 JLAA Ls PCRR) TR Mi#ELE T, HBs FUED
R THOTEH, FNLUNDBRET—2OVT AL, BETHNIE HBY BEFEZLZRV . /NEFBEMAE~
EHEE LTS,

aRETR

BlUECT INEERICEHITHLAEETT . AR TIEBEDH I TEHO CTRE GO, DTB=
2.0mg/dl, @ALT=1.000 IU/L, @PT<60% HADULMEPT-INR>15, OWLVTFhhERm-LI-ESE. FRIT/NERF
BEMAEICEREEL TSN, L 3 EEDSS, 2 BELU EEHLLEEEIE DRIFBEMEDERA
WRELTEEW, 52 3 HEMSS., 2 BEEBHLZLTOTER VAL REEE AL FHEBMEETRRIIIZR
MCELHEEENENTT,

BEXH

1. BARFX. B RFAFFREHUEDROLER. NEREREK. 2004; 57:1995-2001

2. BZHOD . 2&?&&&5(164&&)30)1% VEFF 2. BARBESBREEFSHES. 2009 29:583-9.

3. Aomatsu T, et sl. Fulminant hepatitis B and acute hepatitis B due to intrafamilial transmission of
HBV after chemotherapy for non-Hodgkin's lymphoma in an HBV carrier. Eur J Pediatr.
2010;169:167-71.

4. +A Bl . DNRAOBEFT2DOREDEE. /IMNER. 2008 :49:1885-93
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AO)—ZTRE
EEEULEL:

HERDFROBRGVDEERIFEEZEEVILEY 15(mg/d) Ll EDEOMNIFEAETT, BIstE<FHT
Crigler—Najjar FEIREF<OWNTT . A% 2 WA LUBOHEEERERL-0EECYILELERTIEL ., B
REOEEMNTNUNDEENERI )2V LET, BEREULELEEEEEICE L DGRBS
EITWET,

PHERYIAATITOIRE
15-1 BEAER O #7
15-2 fFHA#E BSEP £ XM FFRE
15-3 Alagille JEIREBEFRE
15-4 PFIC Bz FRE
15-5 VM) U BB FRE
15-6 SRV R 7EEERE

[15-1> BE+E S #7

REE

FREEREAHYBHAEELZVNES  BEBISERYET . LHOL. BB TICE> TR AT sEAE
BIEHEDECHRREEABRRBEZREDHTT . LA 2T RERHZL, ¥-GTP LIGHEHEMEAH
ERBETHNITIETBINEBOET,

=l

—IRICIERE LGV ERET R (B4 0ARERABAMELEICRENCEREARATET ) 4R
BT OFCIOTRREEHBRRBBRBECLHA LD, BICRPICEEEARIS SN D
7z EFYRPETEANEEOES,

WARMAERVREAE

R £ > M5 R (RER (R TR DRI REESREVBLET  RPBEAHBAH CRENHSAES M
BADOFHETVET  HHTIBEZR(E. I5F 1 ml, R 5~10 ml T, F=. REDRE (L HENIE-80°CT
BRELLET

Ws77iE, R, TEBH. ERE
AHIHNSRBIEH2BRC LT Mk 75E, 24, EREISEHBANBELAZQBEESBL TS
iAW
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) B EAFRR (B2 =y) AFHBIZ>E0UBL)%EEIER
SEHR ST : 03-5704-7306, E-mail : bile-res@eco.ocn.ne jp
D EHEESTERERKIL. 7/ E o)y LTI O—RLTTELY,

KRR IL, ERBICTBRLTESL, 22, BRDERBHCHFBER S LU B AN R B

LB (1RA1AE. B, 87402 FEH T RELEELNOAIE2FATY . REICEYT
BEEMEE—LN - http://www8.ocn.nejp/ bile-res/ Z#TELIZELY,

FF#E%: BSEP & (Xh FRE

E%F/EFEE HH%’E‘E@"‘?A&'CJ% EZBAL AN TER UV EERE B AOREE BT AN R RAEGI 21T 5, FRICELIR
8. NREBICIFRBEHSOBELTHRRRIZV, BEICERT 50 DRGDA, FERICE>TREDHE
PELNBENH D, PFIC Z(ELHETIEEHEBEOEELHITBELE TR >TSS, LML,
R ENSHBITEIRELHY . EEFRMESOHMICERTHS,

-FHBNEIIR R
1. FRRE, eEBReE
LR CRIBECH BB LU RERBILZE (RERNGLD)

R A
QRS B BERE
T yyr ) oa—L B IR AR 4 0D BT A
ISRFHhIVF—IY BRI AR 0D R
IR FF #E R 25 oD FTAE
R—ILiE R OEE
REABEE
EIIRE B # BE R &
CK7 %> CK19 INEMBEECHEEEREDRRE Alagille fEIERF . AR ERASHAE G &
BSEP PV RR—E—DFHE PFIC-2
MRP2 POV RR—E—DF E Dubin-Johnson SE{&EF
2. EFEMER
B EEHETHLET, KRE(PFIC-1 RE) EHETETLIENH D,
ARSI E
FFERIEIT A RIS EICES.
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RETE
BEEESN RS 109 kIL<) U EE,
AE ST IEMEROFEMSICELTIEETNCELEHE,

AR EAT R LAAFIR
[FIE]
1) A FETICT R D= S EH (B FAX, E-maillVF R THED),
2) TR AI~3WFhhDFHETESN,
1L RLRYVEBNMRICEBIZ AN TES,
2. \ST42TOVIDIRETES,
3. BHIERDFEET, EMLTz HE FEIER 1 R RPER 10 (FRIE
REHOIVITEHEKREER EED,
BIR. TAVIHDNETLNS—MIBBLAENKSICHREH AL EFERA. EA O < — (BRRE. k-
HEERERBREZEO T BRIETE) ERHL., FTRERITEM,
[r]
MR EERE)
(FrEB#%]
Fy—aBERS
[ 5 - i #E k]
ABRRKERERER BERE
E-mail address: masakage@med kurume—u.ac.jp
T830-0011
R R A B KB 67
BEEE 0942-31-7651 (&)
FAX 0942-31-7561

> Alagille FEIEHEEFRE

BREER
1) JEHEFIANZLT Alagille FEIERZESES
2) MRV ERFBENF—EFET 256
3) BIEEMEHEITIGE

BHIMERD DNA ZRWLVT, Alagille ERFH 1RO ETEGFTHS JAGI BEFEEFRRLET BEAT
(. 2 BOBEEERFTHS Notch2 BIEFEEDBRRITERIELTLER A,

RIRRINGER ORI
AU E (RBFRMIZAVSHBRE) (< 2mL (AIETHNIE 5mL) EERITRMOL T TS0, Sl . %4
MmERETREL. REAOFHFECIHELSBEOLET .
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iz L, B
BEOEABE. V- ILERABEOLEIHYFEEA,
BE  EEFBEORERAMBEE LM ORBERZILELTOET  AANOBRKEFTHED
AMRIETHER CTABRELNET.
T160-8582 HRIEBHTE XIEIRHET 35
BEZIKFESE BILE 3 /DERZHE MEERAR

‘Alagille i&f
1) BFIER

BEICREICDOVTHBEINSHIC, BEEEE UMERRER : kkosaki@sc.itc.keio.ac jp) [TTHHERLFZELY,
-, ERICENESN 3 BRIETICRERFIBYE (BETEH  ctorii @sc.itckeio.acjp) [THIHEFK T LY,

2) REE
BEFREICOVWCEHRBZEWV LW LT, BF -RENCETICTREDOREZ VD ZRIZBEL L
LET, AZEEXKROIFTAEIRICF. RETS T REDORETIEIREMEGII VT EE
LIN-REDBLE. BE. RREEFSHEATIV, AEZEQOREATRIEEFEEHERICEREZE,
aE—FREICRAHLTEEY TS,

3) R B HEFDES

® i
ARYUE (RBERRLICAVSRERE)IC 2mL(AEETHNIE SmL) EFRICERMLTTS
LY,

@ #EfTk

EAFESE T, T160-8582 RREEIERERET 35 BERDKREEFTH FIEIE NERZFE
HE MNEERERE. TEBITHMTENBYELAOTEEBOFRIPRETICEETHELD
[CTHEEBVEY,
® EfFAE
D—LVEEAFETREGEENDEABETEREYWVEVWTHETT A, BBRESHIELLTLED
[ 3L TSRAFYIDHEEEANT. BOFERELIZ LT . EZ—LERETEIZEELT,
F—HRBRENBELTEREYNRNLEOISITHEATERE TSI,
@ E41
BEOENERZGRETIHEANL. HBREICIIBREZTORELZHE LS. ERILLEZES-
HE(EHR)FTEH TSV BERSFEICLEEFRACTIIEKERI—FEREHWVLET,
EL4O—FhoBERAICESTELLSIIC.REKETICAVTRA-EE43—RAIGRED
EETEL,
® BRRTER
BEEHBEOMREBLELLT. BEZT>THYET DT, 2. RERELBOENZTTHRI:
FHNIEERVET . AABRREOH AL, EROBREREERL-AFABEDORHN
SEEYDALTTFSELY,
4) WIKDOZME
LERICREANBFLELEZL, [REZEOSREIZHEEYNLET FER 10 Bf-oTHIEKE
ZHEOTHRE INBFTICENIWVEEIE. SFRCTIIRERBIELE
(B BT% : ctorii @sc.itckeio.acjp) [CT &30y,
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5) FERDIME

BRENMETRE BRBREEEHESE TNV EEFET . RER TETICET I2EMERAZEOCH
HIIRELLET,

PFIC EEFRE

1) PFIC1 S‘F"if_lj: 2BEESHE
2) BRICI #FEf-(F 2 BAERSES
Wb r-GT NFFERLGSEAABMEN SR TT (EEDIEESE),

B

SR D5 T 9= K LIS REA GBI ESHHELET,

BIMERD DNA &AL T, PRICT RFE L BRICT ROFEREF THS FICT BIEFERL PFIC2RIE(E
BRIC2E D FEEBEIGF THH BSEP BIZF (ABCBINEERERRLET . WA T, PFICS@_U)IE{K;W%E
[CIERIELTWEE A,

- EDFvUTDEDTA 2Na B (EGFHREM. SRLATHNIEES COmMIEA) E=-EBE ATmIE) 122ml
LILE(RTRETHMNIL 5m) ZFRICRMLTT S,
- FHICRMLUERCODUSERFL. 2 H SRLAICREESFELLET,

. ﬁ%mg{n%@ﬁ&ﬂﬁuﬁﬂLt(f_ét,\

© BIMIREAEIGICDGNEEICTRERETT O TERANCTERIIZIL,

- BRFAOBRERKIELTOM®Y T, SRLILICEWTHETDNAZHME L., B E AN S DNABFERT
TEEEGTFOERERNZREL. ARAKZABECELETHREOTMEZTVET,

c RERRESBREEOAREEAHUET,

© BEA—TTRVR O (nttp/ /oniip/) D—EBEL TREEZTOTWVET A A—T70 Rk D
INOTOREBEBRLAATERP T, BOREF—T7o 2900 DiR—LR—D(Z2 7y THLE
ER

-+ T305-8575 HFEOIEHERERT1—1—1
FURKFERREZR/NEH AEE . THRE—H

VRV RBEDEETFIRE

A SLC25ATS BT D BEZxE A , =
NIV RABIEDREEEFTHD SLC25A1312 imfﬁr#gm%%{%ﬁ\ﬁ?’fb CIENEEBRETATE,
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3 HEARK/BEFEZER)TTORISRTLIC. BRADERTLILD 91%EERBAREETY (Tabata A, J Hum
Genet, 53:534,2008), ZMD 6FEN Z R (T mutation I~V, XIX DA RIMNFHFONTNET , BHRMIZIE, SRR
BEEREFEDOHNSUTIEIA7LUILDEREZHREAEET. 165 TIE—ADTLILOEEDHEREL., $11%TIEW
THOTLILOEERLBE TELVEN RS ET,

ZEES BERTEE EEHML  TLIIEE

I c.851del4 I999 32.8 %
II gIVS11+1G>A A>hA1 36.3
11 ¢.1638ins23 I9Y216 4.6
IV p.S225X IO 3.2
\% gIVS13+1G>A A2 kA3 9.8
XIX  gIVS16ins3kb A2 FA16 4.3
it 91 %

B. it A&
REERFZFEZE/NEMFHETE, LXOBAASHEECTFER 6 BEOAEERY)—=27 950

R AT LEHEIILELT=, /%L, Real-time PCR i%(Z & ARUARRERRMETICEVET,

1) Mutation I~V
HDIZEEEE L EIEE 153D PCR Primer [(CTEIELEL 2, RIZ, ZREEFD DNA FL 51 (ZAB#HAYL H H
ZEHLI-A)TXILAFRNAT)-TO—T) & PCR EMEDESRELRAREREEICEYSITLE
Lfzo RIGBEDREZEMIC. 7O—7 DNA ORIERELMEICLY . REMRERFT I 2ETEG TS
RELEL, RLSHEEIZEDHSN SMutation I DEHHIZ FTORIZRLET,

2)Mutation XIX
MOICEETUIEERTLILOMAZEE 3 KD PCR IS4 v—THEIELELT=, RIZ. 2 FEED PCR EY
[CENTNREAGERRFFETO—TOHEICKY. BIFShiz PCR EMEHINTIETEBEFRER
ELELIz #HIBlD=6. TO—T ORREEEXZEZTLET,

Melting Peaks

2464

2264 J \ —_— ERAERRE w/w
20641 \
e — ERAKE n/m

© 1664 / \ B - BRRBAT 2 w/m
T 1464 ——— I RHTF 4T bu—p

= 3 \
T 0.464 . L \
/ \

0.064 f———— ==t S

40 45 50 55 ) 65 70 75 80
Temperature (°C)

<E R RIBEE Mutation 1T (1 H 51>
EETLUILMGIE 58 CHHEIZ, EETLILMSIE 50°CHHEICE—ONERENS, HE-T.

40



FAEUREESGARDISS 58°CTH—EF—4L4Y ATFOESADES 50°CE 58°CED
TIEME—DE D, EEAREEAKDIESIL. 50°CTHE—F—4%RT,

YRV RBEDBREFRERLAHFIE

DEBEEFRERAEZEDTA—L(MS-WORD2003 E)E4Y0—KL, RIEH BGHRERSLVBREFES
BL) &V TIRALEEL,

2IWBREF B ZTOREZRICCOECTFRENDERNE. ZEREE RBR. BBRIEICOVTHAHBEL,
VIF—= LR OV e N EEICTIRRIZEVD, BEER. IEDI4—LES I O—RL, 4%
BOTIZSW ARER VMU RBENAEDNIBEHROBHATY . BEMNBH B LVERED
WEBRELBREESSIZITHETEA,

3) BESADKRBMMNSDNAFHHL TTEWN, M THREKIEIZZ T TVERF A, (B)SRL. ()=
BUEFEATAIVR, (B)BMLIEEDRESH TONABREER CSRELTOET (BH. . 58 1%
BRESHIZEHVEDLEIZEN) . AR OB EFREBKEENTY,

4)FFESNT= DNA JBIRDS5 2~3 IAYOT S LDEI—ILERE (4°C) THEYEL, TOR.TEZD
HIRBEEEIFFOAE— 1 ZRAFLTTEL,

B)RAFEER, TOTRLANRAEREBMA—ILERELTTSN, A—JLIZIF, 1) TERLEIV R U &
BEBEGTHRERAZ D WORD 7/ ILERFLTTEL,

6)EEFERIL. 5) TIALVz DNA HEEBEHA—ILADBREDOH T 1M B LURNICEEYHLES,

[DNA X BRI A—ILDFESE]
RIERFRFHEEZFRARNEBREEZLH & EX
A= LT RL R: kurexmed.tohoku.acjp Dt hlUIz@E ANB)

-6 > SFAVRYTEEERE
REBES

FAZMRENHY. BEAEELEVESEGLAVET BICHRERLDE OFMERA H 5154 0 8E
BEZHSETHRECRETHDEMIFOBE . BBMNICHE >TRELZED TFEN, FFERICLBIER
HEREENERIZZYES,

B
SRAVRUT RIS R EBEREEMETLUER. B> WKEE0TY, FOBREHLEENLIECLY,
RNEDZWAEBEIZHYET,

BIERE-ERUVRESE
(RIERA - E1TREBRREFEOBEET>TOSRINE. MEITITRE. 58, 0. B, E88B TR
[EHREDBEF MR TT . SFMAVRYTIHEIS OV TIETERETHBORMENLELLTT, FOS4ERT
[£18G IN—=FE/TTAZHEIEN RD 5~10mg FREITHELET . | KATHEATEBZEEHYET A, 2~3
REEHLHENEELINTT, 12 MDS 5S35 AITIEL. mDNA E 8 (QPCRIMBETT DT, Didet 2
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RIZVBEITHEYET , BEREODEHIE 40mg(3—4mm ILARSL) BEH D EMBELRITAES .

HLUBREFF ARG EE TV RBFICEEORMONTRETHNIE, —HICRELEMUBRMICEEY TSI, i
BEOHEBTRELT 2N BONBIBENHYET . BERAHNIL, BENGEILIIRESFMRESEY
W=D THEEETY

[REAEIRBICEL T —80°CICTERELIERKREZRAVTHEY  BREMIT—-80CTHNIL 10 FLL
LIZhtzoTRENAET O T, FIEITEONZ—80°CTHRFLTTSLY,

(8% 5351 —80°CITRFLIMBE X BIRICIE, +HBFIATAREANTEEY T, REIFR (TEN
(EFF1E) TTA., MIEEZERICTILOIC. HohLHHER TSV, KEFEENICERRREEERGE
[ZEL. EEETICHRMECNIERDERETEREY TS,
(£%8)2010 £ 10 BB A TIEEHTT, SBREREINDIILIHYFTOTERLEHLE TS,
[(AHFIzhDZEHBETHNIEH 2 BETT, SEDSSEHBLRICHET DTEDEEHER TS,
qPCR ICEAL TIE# 2 BREEA THEL TS,
[E#E L]
1) FEREIELREARBM MU =

TEL 043-292-2111, E—mail : kmuraya@mri.biglobe.ne jp
2) mMEERKZ/NER KT B

TEL 049-276-1218/1220. E—mail : akira_oh@saitama—med.ac.jp
*x BEDSET. AERERTHLITERIELRERBE MUICEER TS,

aE

FEEOEHHEREREE MU EX4EM BEERRFDMER KIT BAXEITER,
EREDREBEZES VoO—RELIEEMRLTELL., ORAE, QBRERBEEEEMNT 5.
BRARTHBEDHET. FHOLEDIALKFHEICTENT S,
DOHROYICHEGY Y —EF LTV TEDNEDEL,
Tz, ABEEIIRAEREFIETEOEDIRLY,
EA5E]
1) FERIELHEEASHR AU =

TEL 043-292-2111., E-mail : kmuraya@mri.biglobe.ne jp

. ‘”‘?l‘ —.

2) BEE#KZF/NRFE X1 B
T350-0495 # E & AMERE = 1LLETE = AP 38
TEL 049-276-1218/1220, FAX 049-276-1790/1220

E-mail : akira_oh@saitama—med.acjp
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BEE-H

HEIR 5z HARKEEZEERZR NMNEH
B1E [MBMIZHmORENTRN
¥ 5% Alagille SE{EEE (AGS)
BI1E ETEREEFNART oHE (PFIC), B4 R4 ITH AR %4 (BRIC)
15-3Alagille FEIEELBE I FIRE
15-4PFIC Bz FRE
A= BE BEEUILEVERE

HEZE HE (WEERtEVI— DRE
B2E [MWMIBEDIRERS
% 3E [RERSE
B4E EXREBEIRRE
EoE FERF%
E13E BFEHORE- -FHEIRKE

A HEE ABRREEZHEZRE NEFPEE
E8E AXRMETHMABMERRE
15-1 fBHEE 47

2 HhPv0 FESBETREBRR JSbbrsa—
FENE FERAEIOT—TR
BI12E TOMORBIEERSE
E14E DAILRMERF%

BE B ABRREZEZE RiHEEL
15-2 FF#E1#% BSEP 8 IF A BFRIE

meg R ERBICELER REPERER
FTLIE M) RIEBFENICCD)

B OBk BlbRE NEREELSEH
15-5 VMU RIBEEEFRE

i = FERBIELRERE CBR
FLI10E IPaVRYTHEE,IVRUTEFE. SO RY 7 DNA B EIERE)
15-6 SFaVR7EBERE
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Al BB LR fE - A ARG R R BV EIE Dilfg W & VAR 2011 192—95
L RUTREAERBL  E R S Slagnosis at a glanErt
TiE ce
i SN
W EE IR,
2 A I 48t
R R E
MEpEElPR
FHERE(E Infantile cholestatic FHEEREE PNIRHIIEM 5 - MEEEIR ili4 (2010 [1-120
jaundice associated with MR R DR IR  Alag
adukt-onset citrullinemia ille’[ﬂ“i{f%ﬁ%fi Eigilx
type II. 1Z7» PEREY 5 o W PERR
BOZW - FER
ARFEE NEHBR A BRI H T TP PNEREERE 2 > RILERE | BT 2010 [222-225
FEHER A
Rl 2 [ FLoh R ZeSRBEIE R TREE PNERRESRE 7 > [PLEE [ 2010 57—59
EPIERT [ %23
Ml =R bar R 7 vAXa— [ HHEME PNEBERR © 2 o B LEE | #05| 2010 |186— 187
EMNIERT [ 223
KFF B bz B 7R g RO M VNEREE R v o B LEEE | | 2010 1210—213
Rl = pE EPER 228
ﬂ\%rxu
TWERF LA LA A B4 FFFEL Bl | A= | HRRE
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(fifE et/ EE)
A 255k, R — B ZHPE R D> D B B B PR R A 0D M 0 Dy N R Bl 2y T4%H8 | 119-125 | 2011
R s 7o PR RERE E (/e EE) T
JEL PR IRy 5 I, MHIE, B @ oS iT - 8 - P 62(1) 7-15 2011
(CALo TG IE A SR OB
5 (FRDU/EE)
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