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R URBERKAAESA4Y (F)

wmRA VM) UREE
R URBIZ X DFHAERFNARH 5 >WE (neonatal intrahepatic cholestasis caused by
citrin deficiency, NICCD)
B NFIE 1T B> b v U > IfiLfiE (adult-onset citrullinemia type 2, CTLN2)

1. EEBHE .

VX b RYU THEICRET AT AT X U8 - 2 2 BRI SR
T, ZOXRBITMIBE~DOT ARG FUBHREESLI o KU 7~ NADH OfL#EkE
= OFEHEEELZSSEIIT[1-3], TOXRBETHER - LT TIIIFRNEH 9 DHHE,
E Y L) s HfE (NICCD) . $h1R « FEM CIIEERSN O RER 28 RASTIIET
CE=TEY MVY CE EEER PR 27 EORRAFEE 1T 8> by U i fiE (CTLN2)
ERIET D, Sh#ins, ©—FY, RE, AL FOEEE - BEAHBEZHH~, KK
bW 28 5 BB RO LD [4], IBREITHEE L7z b OIX7aWnAs, SRS U CTxALE
EEITVD., BT HEE LB LT 556005, Fall, CTLN2 HIETEH, 1BEE L
TEAEUEET FY UAEE, MCT AV, RAKEDHIBRIC L B2 EFEENE Z HILTH
%,
JRRBETFIL SLC25413 TH A 5], ¥ MY U RIBEOHEEZHIIBEF2EIck s &2
AERKREL, BANEE TIIRENOZ2 1N EOERTCERBED 95% % 5D 5 (6, 71,

2. KIETOHEEE

v U URABREFBART 1/17,000[6], FEFEEFT 1/6,400 &7 U7 & FLIZEVEE
EA T, BCKAABOBEE TR TIZIRWD, BP O TIC LB L TR RN EE 2
LTS, BARTIL 6, 000 AFIZEDORBEHNPHEINTND,

3. BERRE

UMY URBEBIEIZ 2 ORI BB T AL Z LR Mb N TV, FiAERNSHIRDOFER T
& % NICCD[8-10], B L OELAHID CTLN2 TH % [8-10],

Z ORI TR B 7eEis - (MEHIR D 5,

4. [RE

7 CE=TME, &Y MY VIE, FAS, BHEREE L. TRARDRERTH
BHRRNANFIE 118> hv U o mfE (CTLN2) OJFRKEsT & LT SLC25A13 BRIE S Nz, &
DELGFEDTHHY M) I bary R THEIZRET AT AT X U8 - 7 v
X2 VBBEREAETH Y . TOXRBIZEVHREA~DT AT X UBEHFEESI ba v
R U 7~ NADH DHEFRREE | FrgrAEEL A U 5 [1-3], BAER - SR TITEH 5 o
E. &Y vl VAE, $hIR - EFEMCIIRAIEER 2N SRR R E2R L, AR
WIEZ OREBFEDFEIZ LV . £ 20% DB T CTLN2 ZRIET 5, Z @ CTLN2 ZBR7E(L
FLOAREICOWTIIWEFEAECIIR< . BEMER E & HICRENER OB S HE
EINTWD,

5. BuREAE
OB TN © SLC25AI3EBEFOMT LIVIZIHER E L TR Y LRIV 5
OFHEfE. R THO Y REZ T ay b v o E o7 3B ERRN

10



ObH LIZOZRD D b DEME & T 5,

6. fEIX
VU URBIEIIFAERNOEEE TOREWVERIZHZ0 ., £/, FRLENOEET
BB ERYET A,

1) AR -ILEH  FERNEELAE, B MY VIfE, AT 27 h—2IfE. FRIE
o OERE, BE, REARS, BIOEE, X3 K RZMEEREES>ETH24% 6
~12 » A CTEHAREKRT 5 [11],

2) ShEHoEFEFEY . AREY EEhEEAEEE., ARER) | KEEE (KEH
MARR) | SR, (RIMFEE, FFHEERE,

3) ERAMA : RARIE ITHY bV VIE—FT =T IE. &Y bV VIE. &
THAX=UMEE, A2, TWivA, BEER (RYFERESE, E¥TEkd) |

NICCD DigEEfES#t12]

REH S DRI AIREN L E 72 D

BEEE (A7) B, I T ELRAKIEY  BEE B0 e U —HiTE
IE (40%, 10%, 50%) ThHV ., EBEZENDRD & NICCD IZ & - TREYITITR,
LU 5, NICCD TIEEA T 7 h—AME, B S DIIEEZ X 7-7972O, i
ST AINITRDUNETH D,

1) BE7 D OWMERFREE 2T MCT S V2 2EHRT 5,

2) JHV D OWMEFEE &SN T 7 b —AMENH DHHEEITIE MCT+HHBEREI VY (&
FNA M MCT S v :ML-3) ZEAT 5, b LI, FHERREHTE 100ml (2 MCT A4
2 ml 45 (RAMEY - BEE : lBRFO v U —Euid 40%, 10%, 50%),
WL - B O STFHEFEE SRV S ITHT A RFROIREIZE U TITR 5,

EZI A (FaaTh) 400~500 TU/kg/ H (R eH U BRAEE X I VTR
FAFI

XD (TAT7ra—)) 0.05~0.1 ug/kg/H

X I VE (2XT) BE 5~10 mg/kg/ B, FESE 20~50 mg/ke/ H

I VK (FAY—vma v ) 2 mg/iE~bmg/ H

TV FARa— Vg (YryY)  10~15 mg/kg/H
RABEA OIREEE[12]

30 225 50% DIEFI TARERFE E DTSR RIERERT, PRIV KRG, B—F v,
gu, F—X, 4., ARER E R,

1) ¥ MY UREBEREOEHWER Y v U —HITRAK{EY (30—40%), EAE (15—
25%) . fERhG (40—50%) EiKRK({LY - BERE - BlETh D, ZORERERNIE
WRORBELZTHLTNEEEZLNTEY, Z2ELZRW,

2) VEFAE, ZTAXNVTX—EAEBEERHHDOT, HEIED LIFHEZLEL LTWVAES
BEN, T2E 2T, BODELTHAEZ LA, 1H 2 L giEBEITAHL2 LA
VY,
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1) #isk '
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B PORBMERTREL, BTV E=TIUE, &Y MUY VIlEER 727, BIEPR
KA DB, FINRENFEEITRDIEND 5,

1) 2HriEst

1) ERERER
VAER E LT, BEREERE (IR, YAZE, FiE), RETE, KEL2 EORMERE
D D,

SEEIEL LT, BRAOAEN GFEZ2E80. B5EA - &g E2Tty) 230, B
BIFERVEREIT, CILN2 285 B 1RiERE 5,

2) B®REIEH

M7 2 BS : VU - PAX=VD R, 2vtd=2/2Y o ESH
mH7re=7 EAR’EOOND, (TUrE=THEIZ, EEOZELLHV,
EEERIENEE L,)

3 EEZ
WEZWNIIERTREZFEMRT 5, TFERE. KMoy XZ 7y MET
(MU U REDOFEH) LHEHTH S,

4) &Rl

RS, FIAR—KRIEER S v > b BUEAFK. MK, TADAL, Wilson i, ~EZ v~ K
— A, JREVA I NVEREE

11D REiEst

1) RAKCDHIBEE (BE - BE - #HEDO oY —t% 15-25% : 40-50% : 35-45%) [4, 13]
2) L-7AFX=UBIFIOROKBE L ELEVERT Y A 4~15g/ H [14]

3) MCT A A N 5-[15, 16]

4) HWLILHERTAER] (W~ 1.5g/8 - @5 A&xE) [17]

5) 7Y m—2Z (30-90ml/H : —BEHEHEST L LS =2 he—n)[17]

6) FMIEEAVERIZIX, T 2 BRI A (500-1000ml) [17]

) BERIERDUE SN2 WGE %, FBEEZERE,

* JRIER O IEORIEEE NS T, A 2B EOEBREERIEL/REVIET,
FHEE MRI C. BMRIESKAMEEIZ. FLAIR B CTEEEFTR O HE,
FRE, i, &FRE R 8o iR oS EHIEE O HER,

YN |

1) 7L o—L4EEH

2) BRI ER LI OREOREER[18]
3) BBEWERR., 7V Eo—/1[19,20]

cEhu ) —ERB IO A — R OER

—RIZET RS TMEDIEEE LT TBEEARMOBER] BEO THEEICLD) B
ol —R ] NRENDD, CILN2 IZBW TR Th D, 7o, MREOIEREEL LT
O7 VA=A bR EELIE D,
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[Ef] & F YU UREBIE (BUTF, AE) IERAFEZW O L TIERZET T RWEFINZ
| PWHEBIZIIELER T TH D SLC2SAB ERRBENEE TH 5, REOBHRIRLE
HEE LT, BARANCEHEEICED OGNS 11 FED SLC25413 ZRZ T, fHEICHRET
HRAEER 2 FFATICHESL L7 (Kikuchi A, Mol Genet Metabol, 2012) , LISk, £EOAEEN
BONDEFMIH LECFREY A ZRE L TE, RFETIE, TNETERELT
ERWr Y — U R OREREZFE L, RIEZ R DN S SLC25413 ZERZ B HIT & IRV VER]
DEBCHEREZRRET L L2 ERNE T 5,

[FiE] BEE T2, YBRHIAREDOEB LR TFREZEE INT 169 4 ERBIIHRE Lz, &
FEGI D BRRER IR EREE ISR OER - MAFTRICES W, BHEEBERTFEREDOK
HIZ &, real-time PCR {2 & 2 BfRREMATIER . SLC26A13 BIZFDET Y Y VERMHTIC
FZFEy TV — e =Y —%, =7V — AENTIZIE TonProton RIS — 7 = P —
(Life Technology #1-) &, F\ 7=,

[FRE] 1 EEOEHEERLEFER (mutation [1]. [I1]. [II]. [IV]. [V]. [VI]. [VII], [VII].
[IX]. [XIX]. [XXI]) DAY U —=2F% 169 FEFITITV, 80 Flizb72< &b 1 HOBEBET
ERZBRE LT, 055, 6741 (84%) TIEEHEELRE 2 EFRD, 1341 (16%) TiX
1 EOBEEEEREZROT, 20 13 FIlCBWT SLC25413 BInTFORET Vv« v —J T
ARERL, 98] (69%) T2HOHDELETFERZFETEZ, BHELRL 1 HLRD
RINoTe8IBID S B BRI, FIE, mH > hA Y VU EfE (350 micromole/L) | 72 EHFE
HIRERETTD T OB, =7 Y — AR Z2{T> T 5, BIEE TIZ 3 BIOMITZ#
T L7, BEROES TEENED b DB ETIEFE S ILTHRY,

(B8] GHEEELEX I ) —= 7 T—FOT VVORIIERELEREZBDIEF D 69%
1%, full sequence ST TH 9 —DDBEFEREZFEOLZ D, KEFEIRELEZI LN
5, MBELERRA ) —= U VP TCEREZRBD L VEFITEEHERRRERD LE X B,
AIE L BE UER 2R TESI DT 7 Y — AEITIC R D . R L BN EBE R R BN

FEFRELEZDOND,

(]l A VA7 ERZNSRE L@BEEERREIC L DB EFREICBN T, 272<
CL—EAOEEELRARO-BIEORBSITV NI URBEEEZOND,
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