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BT BRI AR RS (AR BT R IE S 3E)
(A TE RS E

v N U RABAED EREFHAE & 27 iR K ONaRRIEOBZEIC B9 20158

MEREE ME BT KRWSLKRE: HAED

WREE > N U RABE A R ENCIEIENT 5 SOWHE, ShIRE b FEIITEIS - RED.
FLT, PRRBREBRTHDMATE TR Y VY U ME (CTLN2) %789, ARBFFECIL,
VR Y URBIEOHAENLEELCEDL L TOBRRE - £FEEHALCL, FFEMRITHE LT
ATGIRE & - RERE, BEESE OIRRIEE BRSE L, IREIESH & ERL L. AAFE CTLN2
DIIET 5 & FIES OO E#ES BAZIZ LTV 5, CTLN2 A% OIREIZIL, ey
BT kU 7 A SRR EFEENZ OEITE IS L, B % B8 C X 5 ATt & R
W ARERE BT, ShIRHILARE IS - RIEHIE L TRMMNT LR TH 225, BRFERT. K
MpE, REEE, HETEAREDRERE &bz, AFEERIZBWTELV QOL DIETZRL
T, ZOREICHBRERE L HICHURERALETHY . P bl o BEA b
LAv—Hh—, BF QOLHE, RFHNE, FUEREL~— I — L LIZBRRIIEOM R TIIY
NEVERT N U T AOEFRERRIE TN D, FrAE RSO NICCD (247 2@ 22 e fa st
DYERR D T OB E A VERL L2, MCT /L7 OF AR R S, LRI o [E#EH
HERACHD, ZoTF LA AEILLDHAERY AR )V —= 0 S TCOBEFRITTHESDE
BN EENOYRERATH LB, —HOBREREREINTNBIZTE RN, BEITV B
VY — VDR L BEFR. FRERNEL Lz 7 by P EER LTV 5, BFZERRI,
A DOERE D BREIGEREZERET S & & HICEREOBRBILEZI1 D, £, BEDOFK
g, HEAEEETOQOL M EICEEN L, £ LT, 22k TroRM e B LED, E
RORE - EE - Sakom LICERT 2,

L EiakiE A. WFFEER

FERRE REARFPAEMERMEEE S Z — Kobayashi & 37 =7 ME, m v
B U UISE, FFREE . EAER L FER S L,

IR BIRBRPERFELEE SR a 7R TFTHRARBREETHDAFRAE UL v
HEH R vIffiE (CTLN2) 2% SLC25A13 BHE CEL D

E)IAGL  RERBRFRFEGE R e 7R T L B L7z (Nat Genet. 1999), & DEIET
DIRRE B FEMTHBHY MY LTI b KU T AR

MEE— EMNKFPEFELR AR BAET B IR T 285 XUk - SR I LR
B WA TH Y . ORIBIEAE~DT 2

RIHEE  RALRFEERNER HRR R NS XU RHAEES I ha Ly R Y T A

EE@EAR) SEERICEABBEERT B NADH OaREE  fHgAREE L 725

T (Palmieri L, EMBO J. 2001),
BIRIE— [ L RIS E S WEBER




¥ Y R AR TERRE R

2. FFRIEH 5 o W#iE (NICCD) THRE L, 4
%1 X ETIZBREM T D (Tamamori A, Bur J
Pediatr 2002, Ped Res 2004) , $h/22> & BRI
Wk - ARERTE UTRMNT EEETH D08,
BRERT . NREE, FEFTER L DOERN
I T\, AN MY U RIBRE
BED 20%1Z CTLN2 M35E L., % &
L35, 20 CTLN2 BE I A TR OE
WEEEET, BERT. AEEE. RFE
BEOBEERHEEINLTWS, BIE, HBHE
LIS DREE SN T IRRIEIT 2V, EOME %
EE 1 IORT,
RO EHIE, ¥ b U RBEOHANSE
FILEDLETOERE - £AEBEEZHL ML,
BEMRITHE Lo ABEEL SO RFRE, XK
WIRESEORBELETA RTA VEERT S Z
EThD, Tz, ETNLVEE A WZH LA
REEDOBZ & B CE R 2R LD %
T, TORKR, BEOIY I\ QOL 2H &
L7c TGRS L BFEE, EMEELIT O,
CTLN2 BJEZ TFh3 5, LLED X 5 2258417
D Te DITERE 2 1R TSR A #H A L 72,

B. #fstHik

1. JWEE - JRREERE

1) /NESEER O B (100 FILLE) 1IZOWTHH
JEREZIT O, AIEFZEZ ERL TWHEHR
Tl CFRRERC2REE) . REFEDN (FEALIRREEL) |

HOETEEXRT). BIIEBRT (ExETER
Uy =) BRRAEE - BH0 (BESKIE
RERRBE) . EPIER (TERZ EHFED) . K
R (BEERRE) | HBARRRRE CRBRKE) |
FEEERR (BB R, REK (Gl
IRk Efkee T (RERGWRPL HEFE.
BIEF (ABKRFE), HEEZ JuNKE)
DEIFFRHIIE \CBEBRGERE L, AEZIT
oz, KIEEE (WFea#EE) . MErET (W
FeEE) BHEY L,

2) RRABEIR O B ORERE - NRMEE TR
b OBELRBRL OV AEE— 5y
BE) LRIFER (WHERHIE. BMKRFE) 7B
Y Uiz,

3) AR - HLIEH D NICCD (x4 B 18T A
RT AV BERT Aewic, R (IR 5 O
fE, FEENRE) LIRER GEWRE & RFRE)
IR L, (MErE T, RERE ; o5
%)

2. QOL A%
Kobayashi o [Z/)NR O3 55 REE O I E 1 % B

FEL, TOREDEZHERL VD, YR UX
BAEDEIG - AUEH (R REE) cfEfs
NTWHBEEOERIT, ZHETHLMICS
TR, Fox 23BH%E L7z BAFER PedsQL
Multidimensional Fatigue Scale (f&&ERERE) 12
T (BR3), v MY U RBEREOERREE —
fit QOL mFEREZH LI L,

BMETNNLDT — &

l
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INIGR: =51 E SRR D iR 1EEIE DB % FFREAE o [E138F
- A [P
QoL FISEF O e 8 RCORRO
AR "

AEfegwE | i T
HER<RAR 7Y —= I -
A ST R OREST




WiE DBHEZ R Lic, /AIMRRF (BFRH I3
FRRFRERESTE) BPHEE L,

3. FRARAE NS LY i fiE DR EE DR
Z

FRAFEIE ALY b v Y v fiE Tk, BRAR
2B E LT, BT MU v aoks
LAEBENRSN TS, CTLN2 B3 314
DEFRB EIRFEANRZME L, EArEVRT b
U UL ERFEEDHEMHEICOWTHRE LT,
s — & RIARE R Y LTz,

4. KRB - SEERERY B Y o RABFERE O3
WRE (B eV U L) OBE
RIEH - EERYIcH D/NRICHTrELE
VEETF N U U LADOFMEERETT S DI, B
KB A BA LTz (BkH4, 5),
ZTOBEHEIC, S TH O LB
ARV Aw—Hh—, T /8 B IRERHE
FULIIZHIE L, £ OMICERENE ., HEAOFE.
PedsQL #fafE & L7z, MEFELT, BRE— &
WiEe (BFget . EEMLFEER) 0% L
776

5. HiEE<w A A7 Y —=

BT e AEICXAPERART Y —
=V TCOBRERRIITFHEZOB AN LIE
WICEECHRANTH D, £io. FERYOE
FERY NI VU RBEBREOFEEDOFEL
CTLN2 Z4E & OBEMEZ I b s T 5, Binf
TS OBREHEE 1/1.7 FACHELT, %
DFERRITEL BEEICH L TYARZ U —
=V TEOREE F ORI BT 5, B
BB (R@FHKRFE) . T —ZF (RN LR
WBAEERE & —) BRI (RIRTEREE AR
Wa) OBBGEHIEPESYE L,

6 . JFIERZWHIEDBR
T NY U RBIEIZZE DREROSREMEND B
BRI IIBIE I A LEL LTn5, fL

W2ENEDBRR ZITo7z, ¥ MU UREBIEICI
PRI D S VB R E BB HE S AT
5, 20 NFEHEOEROFEEER ) ) —=2 T
5 L TEREZFOBBT D I5%I W FIhE
T b, 4. Real-time PCR % V- fighr
1512 Hybprobe (Roche) EWNHHIET 4 —~< v
N E Y, RERRE MR AT 52 &
TERZRM Lz, fHTICIE LightCycler® %
WV, —ODF 2 — T I ANTCE ER 1 R T
BT T&E D, KBHBENEYE L,

7. BT TV E AV TCREESRAA L IR ITEED
A%

el (BFgEo4E3E) L/k (FFEHH3E) 1
ERUUYREBEETVEHY (Con/mGPD
double-KO ~ U R) T, FEHIRIREBMIT, 16K
EOZRHEEITV, HRILSEE WFFEHHE.
KRIFISLREF) OB IOT, eAemF kY
T L DR AREY) EER CHERR L 72 (Moriyama
et al. J. Hepatol. 2006, Saheki et al J Biol Chem
2007) ., FlEx DFRN IR REFFIESLEYFIE DR
REMRP L, BFRIEORREZIT,

MY U REREET VEAWTC, BEE (CE-2
& AIN-93M) ICX2EBEELEEOLE, A X
A — LEfTE{T o7, EbIT, EAE BT
NIV OL 7B BHREICIDDRER
L7, A (o) Y LT,

8. VrUUKBEDHEEIY L EY VT
BT v TR T TAT U MT, KA
T2 ZOBANLELTHEREEM L.,
ELWHEHEZ IR ZLZBLTEOMEAD
ez FR— T2 E2EMNETD, WIS
HE L, JRERIENHEE L TV WS HOR~EIC
ST ABEHI T Y U TERBRL, FORE
i3, 1) REBOERSTFRIZEI 2, 2) BS
WFRIET HDh, 3) HODOTHRLHKENEE
ERDBOMNE I, 2V RICENSIND T,
ThEEAICKRF L., EEAHT, (REEFR
KF) HEY,




(fi BRI~ D BLRE)

v MY URIBRED DNA 2ZWrc o\ TiL, &

BARFRWHRES T H 5 KRIRTISZREF, BINKRE,

FALRFEOMHEEESORREL, BEBI R
WEANDA T F— LR arkEy NCORE
D&, T Z1T> TV 5,
EEFEICOWTIE, EYREERE ¥ —
EFEWFTE e RAHRFIEOZK XYy N U —2

ZN LT RMITFRIBHNS AT LOBE] B IO

BERBREFE, KM KRFE T, mEEESOK
REB/BCND, BEYRETHLIEALEVEET b
Uo7 ADOFEEZOWTIE, KBS RE, M
R, FALKRTF, RS, HAESHIEAER
e, FEBARHERBE. UM RO ERh T
REZESOAREB/ VD, IREICHTD
NVEPEE A~ el e A v 74— K- v
T MIb EDOLKRIEE/ TS, KRR
FTIE, O EDORERRAFFEEIZIG U
BRIRMFZEICBE L B LR BRI TRRB I T
W5 (KFRE S 1698),

AT —b Reartwy hTIRBAEICHT
LuAE, AEFZEMRL. 1) REB. 2) &
BIEEEH, 3) 74— OR#E, 4) KE
95 L OFIER L AT, 5) Witk v v
Y UERIZOWTE, EETORE RS
Teo Flo, MEZZT 2 THORAREE =T 7
Wb, FAERICORELRIET RN S
e BRIZOVWTHAZIIGE L TaLED
(FRY T < R WHER DELE) R E AR L,
BAE . FIRO NHEOYEER X ORFE OHERRIC
BTz,

C. WHoekEsR

1. B4 RIFNARY 5 DOXHRE DIRE

KU BINT 5 BEREREED, 110 Hil%
Bk Ui, BFAERIEM O OWICH T 22 L E
ISR ZAERT 272, Rk 21 R IC/ERK
L7z 0—2 & CTHRARFGE & 1FIZ- DUV T O
BEND, FAERILEHO NICCD 281 5H

BHIRIBEIEIC DWW TG LTz, £OREZEDOH
236, 0—2 ¥ E THRRROE & JRBRIZ DV TIRET
Lo, RBRBFEZIRFEFHINCET I V7 B
MCT SNV HERBE. VT 7 b—RABREINVIE
FRE MCT ERIXZ2W) (20072, IREOES)
PRI EUCGEE, LP#RETEE, EgEr) e
VEREL UTCHE L, MCT S V7 ERRET
IR ORI I LT, REE MO EE (TH).,
JEH D o OSENREO bz, v Y U RIE
FEDZ 134K 6 7 A £ CICHARRRT S, L
LIRS, PITIXERITBEOBE L LI E
BHHFE L MCT 2 V712 L DB 72 1R
DA TH Tz, (HEHT, RHEIFRE)

2. AEH - SRR ORI

1) PedsQL EH R EEIZDONT

U RABREDE G - ARER (AT REE
FE) CTHRMINAESEOERIT, ZhE TH
EMCENTE LT, Z O oEE~-KE QOL
EDORE LIS NIT R TRV, BIERE, /N
IROE RO BT A FTEIC T 5 PedsQL
Multidimensional Fatigue Scale (LA T8 ERR )
D AAFEMDOBRFE 21T > 70, /INEOHEBERERN E
iX, KED Varni 28BF L, SVMEENMEE %Y
HERRINTEY, £ 18HEE, &R
(ZoWT] THEIR, IR ERF D FFTDOWT Y T4
5/ BIRT DL DTN ONWT] DI DDF
PRECHERSN TS, NEEEREETS
B Ol RE & B EE T 2R E %
flEx T\ 5,

HEEBMICBITAMCTOHE

MCT(—) ¢a ) MCT(4)

(8D)




v b U RBEREOESRE —K QOL @
FHE% PedsQL RV RE R L U—fik QOL RE
EFRWTHLMNZ TS L L bIC, MEOREL
BB LTz, 5340y b U RBRERE &2 DR
HE 51 A DEZER, MY UREER
FOBBRIL, BELFELICHLTE, £
@ QOL ITEWZ B LN o7z, HBEEE
& —% QOL ORI, BWHHEAN RS, R
BIZE D QOL DIETIFH LA ThH o7z, &b
W2, ¥ MY URBIERE L REEMICR T OB
BEE XU % QOL OFHIi iz 237D Hi Tz,
HELIIRERE LD b, BEEEKE, T/
bbb, QLEZELFEL, BEHF IV LAEE
DOREFREEZ BHFTHD X T e, (I
A, FEFET)

2) EAEVEET R U AOEME

MBS FEM DL b Y RIBREBE % x5t
Sl LT, BBV N U ADIRESIRIZ
ONWTHE LTz, BIEDELEZATL Y IF U —
RARER TR, D SREY OFRLQUEIT 2V
B, BYEEBRCTED L9102 o7, 2) A
A VBRI OWE, BIEA LA ——D
WENRD LN, Fo, ThE THRERD 72
CEEAER AR LTV BRE TR, L0 Bk
7pokE, REHEMNOERE & BEATED QOL D
BESRO LN, BRE—. BREH. [
BFE1T)

3. FBRARIE DR bV S UE(CTLN2) B
DOIRE  (HEE—., KRIFER)

1) CTLN2 OfEIR

AJEBE 314 (BHE194; kit 124) O
BMSE I FEEEIR 1T 38. 515 5% (12— 73 5%) T
bV, TOREIIFEEEE [-VELERLYTH
STz, WIFERIT. BREENHEZSL T, 1IN
O ORER, CADAFIE, LR & ORE
KR CTOFRMEEBTFIE LT, body mass index I
18.542.6 LHERT-BENE N oT, BHNERE
NHEEEOIRIITZ50 ., 27% D BE TRR D

TREEL, 8% CTHPBA IR L T\,
TRRIZRE LTI, 16 4 CAMEHBHE 2 /E1T L.
2 4T, BN CHMIEETBEZ KT Lz, AE
FIEE E L, BRI EIC L 2 BFEE
(BEFORKCHEES 45%-40%), T/ ¥ =
VA (3-12g/H) ., 4 FHINDLENVEVEET
U (3-15g/H)EEA LTz, A EVEET
MU T AEBEANLZ 10 £ DEBEE T (MIERE
M Z2 T LTz 2 BEBRVTC) . EDFRIE
BREE B L T, BRI TH D,

2) BNEBE TORERME

39-52 DB 5 HDOEFNC, B—F oY
KB, BAE, AR roasd - BIFE
REHS, FEECHEZ B D BEMRFEO b,
E¥EAE, BE. mRAKEHO = XX —t
(PFC H) 13 1943%:44+5%:37+4% CTdr o 7=, LA
BTG SN BEEB(1-33 R)D Y MU v RIBEE
B (19£2%:44+5%:37+7%) Saheki et al. J Inherit
Metab Dis 2008 & IFIE—E L Tz, HFiz
CTLN2 BF 1 IBIEEIEN D7 | Ao B
RNEHD 56% Th o7, £iz, —MxHIZ2EAR
ANTCHIFEEREIINE E & I T 525,
Z OERE CTLN2 BE IR o iznoTo,
AEIOFERNL, BEOEFERET N VKRB
FEBE OSSR & FARIC A CTLN2 BE TH,
ERAY, BEE - BIRERENRFEHTHY .
% ® PFC HLIT4E = CTLN2 ORJEICHE I
ZRVVE[REMES R & U7z (Nakamura et al J Nutr
Sci Vitaminol),

3) EAEVEET N U ADEME

6 £ DBEIZH LT, 49g/HDFEGEIT,
FDEECOVWTHRE LTS, RET3IFE
Ry B ARG LTV DD, 6 4 54T, AL
DN RRIERAEDSEE R Lic, L LeR b
1 4Tk, BERLEHE, 7oE5=7 BRI
PO BUEREELRVIELTRY ., FEFIFILTE
TET D RBEMES IR ST,

4) fEF

BEIL 33 M, 22RO RN, EEkEE
TRIE, EICTET V=T ME (400pg/dl
LIb) WIS, ¥ v UEE LYk



ANBIY RV CIfSE 2 B L BT, BIET
BRA T S225X/Q549X DIFEA~T ufEAET
bole, ETNITHERMROBEERH U |
BELFRICERLA LTV, BUERRIET
H5,

#4597 B XV IRRAKICE (P:F:C= 19:46:35)
BB LI, LinL, 20% b hvY EIE
13.2mg/dl & E&F FHEAEH 1239mg/dl &
Lz, 7TYE=T % 150-200ug/dl & B fE THER
L7ce BIMBABEIYVEALE VBT N U A%
3g/B XV BHAA, 2 BRI 6g. BASA 1 0A (B
146 H) 112 9g/ A £ THE LIERFE L LT,
FPERRRS X L B BT b U U A B RATS Wi
L. EE# b L7z, PSTI % 97ng/ml % & (2 Wik
L7273, 60 Filfe & mECHERE L TV 5, 7TE
=7EIL 150 LR T, EREE R & oERITA
bl ipolz, ENEVEET NI U LAREE
PR EI AR 2 ICE L, PSTL, ¥ b U >~
LW Lz, Zhik, ELVEVEET R v A
2 & 0 RSN NADH/NAD+EE S ek L, ARE
FERRESNIZLOLHEERSND, (KEHK
fH)

4. PER<ARA I Y —=vF

BT AT ABILLBHERYAZR S Y —
= 7 (NMS) % KB Cid 2008 2> 5, KPR
TIE 2009 05 FEOE - 2 AE RIS
L TRt sz, ZDFER, 174,000 A D NMS
TS5HDOL MY URBIEEBEPFER I, KR
HIKTOT b Y o REUEDSEEIL 1/35,000 AT
bolz, £lo, ZORFHK NS NMS BIEF
THDTbPrbbT, 1 flov N U RIBE
BERBRINTNDS, DREOX VT AR
A7V —=r 7 DOEERETIEY M U R
FEDFREIL 1291 TANE ., BEFZENLD
BAEMEE /1.7 5 AICHE LU TIHEFITD R,
LU 6, RIRMX Cidy b Y v RIBFER
FHD 12 % NMS THHE L., NICCD X CTLN2
FEIEE T 15, TRIECX D AIREE SRR S vz,

(BRI, fBiE—2F, BEAf)

5. VMU URBIEOZE

WS DEERI DD B2 < DIREE T, K
600 >+ U U RIBFERE DO SLC25413 Bin
FHEMT ATV, 57T REOEE - ARSI DO
FIE L7z, BARNER CHEEDOSWARL, F
E - wE - X R ALV T REEET Y
TAZbHEBIZRO N TV, A ATV A
CHEAERR LT 2BOERLNT TR
o TWe, Thbb, BNRBRETERO
U EAANFERE AR PN BN IAE L,
HAFELIZZEORRENPER D Z LR S
7o (VMRZET)

PCR FEMIINAT I EA X LT a—T O
RUARIEEE AR AT IC KV ERZ R L, AR
ANTHEDORW 11 FEEOE R (95% D BERL
BEF) 3TN CRIFTRE T, BBEEERD T
2V, XD HEABENEREE 2D, BhES
BELET, BRERIEROEELZFHI L
DR D, (RIHEE)

6. VMU VRBIEETN~TAEBAVZREE
FRHT & HTHERRIE D BR TS,

¥ MU U RIBEEET NV (citrin/mGPDH double
-KO) = U AD A X R a— LENTD S LT OfE
REH L,
spectrometry (CE/MS)f##T, BESRIEIZ L 51
', LCMS WD T X J BRI OFER,
double-KO <=7 A%, v afFREICL->T, KX
EUTO4EDORFE 2§ 2 LB LT,
(1) glycerol 3-phosphate DFAZE 72 HE & Al
B NADHNAD+H D EF - Zhix, Mg
NADH % X b3 U 7 ~Eik TE o,
NADH 23 & L THEHER @ glyceraldehyde
3-phosphate dehydrogenase D E:[EMBAE i,
DHAP 7% G3P I[ZEILENTAEL D, MY
NADH DEBEDFERTH D Z LBRENT, I
I G3P REEVE, & N U U RIBEDOFRRE B RS
LR N ig~w—N—LEZBND,

Capillary electrophoresis /mass



(2) TCA VA 7 VHEKREDIRT : Z D
&1k, Va BEREIC X o TR BEE SN
mREELXOND,

(3) Citrulline JBE D EFICRETE HRFS
RO B - B & AT citrulline—ASA O BFEASFH
I, MKE Asp DXRINE > TV S & HEH
ENb, 2B, citrulline DHENN, ASA DK TIZ
e Arg OWNIDRND T, Glu 53 E E
ETBT I MASMRE L BICRFBARORLE
DRI Z > TV EHERI L T 5,

(4) Saccharopine dehydrogenase (NADP)?D [
\ZH3< Lysine JRE D LR« A ¥R v — LEHT
TIE Lys REHRIE O A TH 5 saccharopine,
2-aminoadipic acid, N-acetyllysine 23 i T & 7z,
BT 2 & DE LVME T & Né-acetyllysine DN
Lys IREOLFH L L HIZRAHE LI &0, B
5 AMZ Lys—ssaccharopine O BeEASPHE S 41T
D EWIESND,

INHDORFEFRAIL, &ETT AT XM -
INEI BRI b R TEREEE LT
DY MY OMSEEELICERT 5 Z LA
ThY, REREFRBICBWTERERY— I —&
LCHERATFRECH D LB X D,

WIZET N~ AIBITHREORELR
L7z, EFE CE-2 H» bW > Iz ITF
oy SNHIREAOEREE AIN-9AM ~D &
EEOBALITET NV~ U ADEBRERED & FE
BoEbLTebTZ R LML, AIN-93M
DEABENDIRNDOT, AIN-IMIZHEA %
BN 5 L BEEOWEMEEAEOHEMEZ b2
LT EEHALNILE, X LIZFERROZIRIT,
Na-Pyr 72 ARHLEEIME TH LT
/B (Ala & Glu) 25 NCHEH NI 7V EBY R

(MCT) OiRIICh Rt Shiz, L LR b,
FNOLDOMBENREEDZLEFT IV BOE
e DHEE Shiz, (AR, ARILEE)

7. VMY URIBEOEBBI VR VT
U URBRENR., EiAaASEREIEAR)
EBRTHY, FOZMIIIELTFRITNRAIR

Thd, LDLEALARKELERY (1) [
CEEFERTH THERPRESERD
BaRboZ L, 2) LHE (NICCD) LA
(CTLN2) T3 B2 2w AR L, £OMIC
IIEERYIN H D Z L, 3) NICCD & L< I
CTLN2 O—F LDFEELRWEELH D T &,
4) PRIKEFERD 1/60 BELHEHETHDITE
b b7 REORERITENT &, 5) HREE
BTFREETHD Z &, LAED Z DRBOKK
Thy, Brhvrwl) o IERERLD L L
TW5,

L7zid> T, REBOBEENPARTIIZ DD
TE<, BREREDLD TEHRTHD I L %,
BEIY O EY) D THYECERRET D Z
LEREME L, BERERmICRIETE DY
—VOERFEIT T, 1) AIEDEEARREIHR %
HOMEIZ SN 5 72 8 GeneReviews D FIFR (Kobayashi,
K and Saheki T3). 2) up-to-date [HHREHE 5
BRI T, [The AASPP-international Symposium on
Citrin Deficiency in Matsumoto (2011.10)] % DVD
WCRCER LTz, (RERT)

D. B

¥ Y URBREDOWEIL, BAFE DRk
U afifiE (CTLN2) 1 SLC25A13 B CA T
B Z L 9433 O Kobayashi & 73 Nat Genet
(9N E L= Z LIThhE D, £D% S, BF
FRBE W ESHEIZL > T, DPEEZFL
WZZDFEN RSN TE T, REBOHEEITH
AT 1/17,000, FEFEER T 1/6,400 L HT V7T &
HODMCEWEE AR L, ARk, BN CIRsEE
DEERTHD, UEDX T, REBOMBIZ
ITORNETCOMERBNEERKRA » F e
S TRY ., EEMICHZORFEME & IRRIED
B DM Cn B,

TN RBE T, R Ko TAEIER
BT - EERDKE LSBT D720, BEIIE
5T, KEB4y D NICCD JEFNIAER 6
H~1 BRE CICREF ROIER L B 5 O



7 EDERITHERT D, LoLRnb, HITiE
oL LELTHERRENGFEET S 4
517253 B : 1.6 %), SRS FEH T, B -
REH & LT DERITZFFFICEMAENKE
<, —RESFERNOREERR., MRl £
ThRx 2Rt a R, £L T, BAICETD &
KEEGFERETHEOBEEDR 20%I1I28B\
T CTLN2 2HfET D, YLD XS RERDE
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