20/338¢9> A

B4 BRI SRR MBI &
HIRPER BT R SRS 56

HLWHERR#AZ Y —= FRRIZES LT
ERRBEEIEOUEEIER EIBETA R 74
v DIERLE L ONFT 7= 22 FEAIBR R AT 7= s 2T

TR 24 EE RIS - SETREEE

MEfEE E B X R

Rk 25 (2013) 44 A



(1]

(1]

At e
H%{ﬁ%% ﬁf% jz;% .............................................. 1

SRS
| T)/fﬁ%f%ﬁﬁ&ll%j‘éﬁ% ................................... 15
e e

+

hu)

RERFSLRFERFBEE F 7ER 2N R EE D5

T JBRAEEEEOSHEEETEICETARFIE 18
BOER
AL RZFRFBLE R 7ER N R0 B
JNa—2A b T UAR=E— 1 RBESEGRHOEF BRI E - 23

BUHETRIEEHERIC BT 5 BT%E
NE LR
FORU FERIRSE MRS

R VREEREICE T ARELE 30
K EE

LB MR NER, ALK ZF/NER

R ER R OB ER LIS A B 5 A SABRIC BT 5% - 35
A

TFHEZ P bk
SRS LB IEE R O BB BRI SN TORITE e 39
KB

B EERKZENER

2y V== AW, BLOVENER L =F o RETEFEICET A% - 43
e Bk

ERAZEZE/ DR

%ﬁﬁ‘:@j—éﬁ% .................................................. 54
ML FR

EIRERRZF/ R



By

[IV]

[V]

[VI]

10.

11.

12.

REMIERIET D DU EERREO L DOREE oo 61
FRMT b RRERFIE DO
RE =
IR B R 52 R B [ 5 Rk e
2 VAT VNVERATVEREE B REBIEOBMIEE () O 67
KH #53
GRER K R FBEE EF
BELEN LT BEBERITEI T AIIIE oo 70
Bl Rz
ENLRE BRI v & —ERRIR A
FREVY A ZVEEEICETAHIE o 72
S NI/ 3
REAR R = 50 b B R b N
‘é‘%ﬁ:ﬁo%ﬁ% ............................................................. 78
m%m%@ﬂjffo: F’;gﬂ‘é —%—ji{—% ...................................... 119
ﬁ%ﬁk%@%”?{f% CBIR o 125

b}}g&‘é*%&;ﬁ\ ........................................................... 339



[. &sibtFiks



FLOFERKBRO)—Z U RRICES L AERRBERSEDSHEEEREBEA (S

BEZBREEE M S (EHAMERESTARMIZEESE)
MIEATZER e &

AV DERE FUH- R ERIBA R T = RHEME

MERRE EBRXR BRAKRZFARFREGHFTRS B

HMREER
FRRBEEEILORBE LS TH, MO THTHL—FH T, ZOHIEICADEES
BIEDTE, LT, ZhbOEBODRICEET HFMEMOEIID 20, ZHIEFEK
DSETZT OREERIRIL T2 <L BN, bk EHTHZOEFITEBL VD, AT
IR RRHEEEORWEEDIEREZIT > 72, MAEICBWWTIZ T A AL DHAE
RAZ V== IRRABEMIZL > TEETEEY 22ob b, ThEDOREREAIZONT
FEPRET IDWEEOREZIRZE THD, TORTEEIOHENHBETE DEERITKR
0, LI OEFEMEMIIARH IE L L TNboTH b, FREBFEICLED
Tax—<y hTREERERERETHI LT, ESEFICLIDMEERELRS &
L. FNERFT LTI ZATEEREOEELTHI LN TERL, BRINTIZ2 0 1 2R
RV A I NVEEEOLETRREEERTO TEROFICL o> TER SN, KETHIZIER
CIRITH D, Lhb, BEERED 2N 2 ENL, NV ET VAT ED
W BT ER SN TV, ZHEBESEICBNTHRKRTH 5, B THIDBREED
DRIIBNTL, ZOREREREEZ, WNCEFNICZ SO H 5 EEZ KT 5
LWV EARBRBEOEZ TV BERD D, I 1 OBHI LW RWEEDTA FZ
A VEBBNLNVDTET VRICESWTERT 2 Z LIZR#ETH D, £z, BEIC—
ALDPWRWREBDOIBREICOWTIRBRZIT ) FIRNR2ERIZIZ L, TO X RKEEL
WROHEHIPEE L COREEZ RIRTAZOOF LVEABRSKETH D, BESA FTA
VOREFBEED TRY | REEICDIT TS HITHREZMEL, A R4 2 A0
BEODEOEDR LXK -1,

LTI REEZE IRERFERERESLRIIER/DNIER
HERR RIRWALRFZRFREAG IR 5E R Hdx

INREFNE HiR © KEES HERREREREZFERERESR
BOER RLEREREREZRMIEMN/NLR PRI R

BEDE 2R - Bz Of) ESREEEPLE 2 —RRIR
NELE RREFEMRENIRE HiR RER W&

REEE RARERFREZZFERDLR - SRR RBARZEZHMERG/NER
feE R JER RN Bl

EUIES TERZ ObLHEEE &8tk HMRHNE

R B BEEFRENER #R - HEIREBR REHSREREREZNERFEE
WAER BRREEFERNLR #ix NRERE B

MIIFHR BRERRFZNEFZE 2R < TERERS RERASLRZEREREZT R E



NRERF GERD

TEEEE  RERMSLRFRFREF R 3 E
NREMZE EREF

e B SRR FERRFNER &
mfE B JEIERKRFEZI/NER
HEB & ANBERFEFHRER HEHEER
WREF KRRFLBFREREERE S Z—
NEHRER BIRE

TEAREF RERZFEFE/DNER B2

HES WHERMDNRERREREZCZ— R
e

MErET LERILEMRFEERY FFEHHE
i

il £ FERZ CLRREAHB EE

BEERRFNNER B
BEERRFNER BF
BARRZFEFZI/NER B2
BARKRZESA/DER B2
BARKRZEEZENER B
BARRZEF/NER B
BRRZEFMNER ERER (K

L1 AR
JRMB 72 -
NSRS
INBREL B
I TS
L TR
a5
FEAE)
LIU LI BRRFEFHNER R4
BHEAZET ERERRKFENER HEHR
MILHT ERERRKZENER BREE
RIBHT BIARERXZ/NER B
PSS A EBRINKEREREZH R
EVRNREFSE  HHR

K+ FHREESERIKS DNA B FERTE
BT IREITSEED iR

EE W HERSLNRERE S —REDE
B EIEE

WA & RIAERFRFREFZRIFER/NIERH
REOE  WHER

BB — WARFEERE > Z—KERFDE
B MR

TEEIT RRFEMBFERETEE L
Z—i7 ) NGRS E R

AR B RFETRE - EYHERENEY
vE— B

B Wl JLBRFRFIIESEEREAD R

HARERERF NNERE B
IRIEA RORBERERRE/NER FHiD
B OKE ERRZFEFHMMBREDER E

B

FAE BEERBZEREREFEE B
FHE - KRERREEFRMEBEZEL B
#

HESLE RERKRFREFREFFERRLEES
WIE SR

AREMZE BENREERIEL 7 —RRRE
B bR T ze—

INEBEE ESKTERIIE Y 2 —ERR
B EER

HEEH BEMREERFR L F —REE
' OERE

WRE ENREBEERIEY ¥ —BRREL
VY —F 7 zm—

Bt B MR L FAT T I AT 4T T
AT b — FTR

AR R ARMAEARRSTHEZBS®R
B & — Bh

AARGERL  REA R E S EH R IR & B EE
BFEREE ¥ — B

A. BB/

ERRBEFEEDZEIZBW\TIL, ZDRBDOFHD
T, BETHTIEOMILOEN, 1§EFIEDHEIL OB,
BFEERHEORNE, EMEORER L OFERN
HDLZ LI Lo T, BWEERVRENTA N340
FESLNEN TV 5, AP TIEL, ERRBEEEDF
T, RBEEBIET I BRAHARRE, AEBRAHRER
fiE, PERIEE I NV =F R EFRE, 7 b BRREER
fE, JRFEVA 7 VEFRE, GLUTLI XEE, ©4 77
U oREEE, BEE, 2 VAT U VT AT VERGRE
EEEY BT T BAEICE T 5 2EAREOEE R
Big LW R NGRS A R4V DORER B
BTbOThD,

BREEHBl 2 L CIT 2 M2 Tk L. S OBRIC A
FREZEELTASDRERBITE,
1) FEREBBEEORIE | BRDIZ, FROH



FIGR2 SRV TIL, BB LR EERLETH D,
SRR T E CIIREE SR IC R BRSBTS L B R R
BRZWeD, 2ETHARRBEEAEZREL,
FEWEEZX T TEEOERNHEFELROYE
bz Bied, WA EOREIRBEL SN L~EH
BTHY, VEEPLRGIIRVMELZE L L,

2) ZRWEDIRBETA RIA L OFE  FHOHR
ThIHERRBEEELZIGET IED, F2TRES
IWIZIREN A ROA VU ERERT A2 2 AL, &
SVBEDAZ ) —= v THEDFKRBIZE > TRA
DIERDBFIET DANCA Y V==V TREICL 5T
HERISNDEBNMEML VD, 2D DREEHER
ELIIRIETA R A4 AMERIE, A2V —=V TRE
DHFHEICBNWTHEETH D, LIZARICLSD
ZUEEFERZ S )V —= 0 T34 O BIRETER
END L Do T RIICR W T, 2FENICE—7
BW OO OREZERTHILEERS D LB X T,
FOBEDD, %< ODFEHER TSR — 172
DWEEOEELBIE Lz, L ICEMROEFATH
5 BARERRBEF F2OFZENEES L OHFEIE
EEEDDHZ LT, FEBRWET DL ZADOBMIEE
DREZBETHOL LI,

3) LECRWIE 3 % DM & IRSERHF T EED &
e, R IETHL 2 E TEL OBME R OHF
FEDEAFBRFZHEICRBN T, ERRMEEED
WD HA TE T, EOFIZIIENENDILEH
HOWIEREE L TENZBIEE, b2\ I3aEE
YR EOBRBRH LN TS, 5 DOIFFRRK R %
5L DI ERRBFEEEOZMIIIRBED OILF
SHT. RIBOGENDHHEERICET D,

BERISPEORIE, REBEECTFOLEREN. H5
WITRERE R St T, 2B Ry U —2 %
ERALERVEARUNETHD, 2D LX D 2R H
Bifia B 2 FMMER &R O E R OEE 2 HHERIC
MBL TV ORERD D, AFRICBNTIIINET
RSN TE WD IOL ) B ERIEH 2 S
LIZRBIEDLZLEBET,

4) FRIBREOMRRITIE, ZhRIRFE, HrEEBAZE

FERNRBEREOBBITE PRI 472 L
JAZIXDICEE L TV, 2D Z &iE, T Ok
WCADBEOEMTHIBNTHRNELEL+57 TR
RN EWCEESRB - TNS, I T, HBECE
T AIRERRE RSP E R L TS BANKET
b, T, T T TRAI SNBEBRE~EAR L
BLEZDNDFRIGERE (DN T NV =Fv ),
VAREEFT 47 ) [TV TIRAFEMERE E LT,
F B D HE LIRS T A I L TOER
MIREATHET 5, 26 O THE I ZKA
EIFRINZ A DRF RIS N T b . FHHER OBRFE A~
DOIFFEITRE BN e STV 5, ARFFRMARIZRB N T
T2 E TERAEICR O TEBBTIE 1 2 R S
DFREMED B DFTHIGEIE (NFT7 4 T L — R E)
IZOWT, BRRISA~ORENHIT S XL 5. BEFR
DOWNEREEEDT-MVMEAETIZ L L LTz, £z
IINE TERAEA~OEADFEREA TR
HR A EHBLL TV D, 72 & Z XN BV TR
R SNEERMEET v E=T IEDIREETH 5,
ANSTAZDNWTE, TTICRETHER S LT
Do ZD XD BREFHROBHNZONTITFEE LB L
BRI EEIEY 23T b2 & & Lk,

ARHFFRILIL S R AR EE ORI AL 1BR
HARTGAVERRTZET HEERLCRES~DOEHR
RUEIT ) NRFBOEFROBREE Ry N — 712
THUFFEE (RILBD ORELXERA LR OBRES L
W LRI 2 T 5, ETEEN S22 5
T LT, INE TR REE TH - A D R ORT
DT,

B. A%
RGBT ARBERESHEIILTO®EY Th 5,

1) RER

RRFROMNBREILT IV BAHERE (B), vF
7TV UORBIEE Ghe). REVA 7 VEFE (E
B - PAT) . BHEERAEETE (8D . BEBAHE
= (Lo - 3R, BILEBRME (RI7). 7 bR
E @R), Fva—RA N7 v AR—F%—1 (GLUT1)
KEJE URED. BB (D), a VAT UL RT



NREEE (KH) Th 2, LETEEORE DK
7SN HEIGEE OB FEICHEY L,

2) FEREDWALEDRE

INE COEARENIEO IR CIER S
i OZITVbw D TBEOFF &) THY, #
MENEBEOEEL L TRATOTHD, 5HOHK
P ETER DR RIZBNT & ATHEDH
FEOOOMKRER (B 2 EICBW L, BE:
PMEEZRBRILIIRETDORERH D, ZNHD
DRSS (AARERRBAEFTFZSROAA/NE
BEL) OREEZT. ELBAMTHZ ENNETH
%,

FZCHBE R DD, HBEBROBENRLNZ L, &
BT L OREHDPBIRICD NI e RETH DL, T
HOEHR LTI > T OREBLURINIZBNTER
BAHA RITAPRESH TV DEBITEREEL»
20, DX SRR O T CERNSEOHEE T
LRI R E

= T TARFERIZ B W T AR 207 5 4 1A
FE L ARERRBEE TS ERFEIREER) HIC
WRNPOBRBEINTWIZENA FT7A4 VREZB
£ (REMEIR B RFHR, AFFAAR O S HEpRE)
EDEXFMEEZITHIZ L L LT, EHICZNETDH
WRECTERSNIEMRERRETFITERATLIZ L &
L7z,

3) WREHA RTA4 LV DORE

LECRM A 3 A D WA & IR SEEhRTFEEE > D Ak,
FHESE T AEIEO KR & 2METH HEER
T, BETREAT, WERZETORTR B2 WTIE D TR 2
BhER I < HERF, BB SE TV T L IAEHED 15
DEEREETH D,

4) FHIAREDRRRMIZ, 2hRMEE, BB %
2HEMICT X BREEEERRCENBRAER
JEVRIER IR AU — X RE L, B R EEMLE
EREOEMICET 2 E~DOERE BT,

5) BESHMB & OEIEIC L DHTRIAR T IE ORI
CIvae

BESHPEBMEN TV DIREID RN, k2 4 FE
D HFER LT EHR MR BT IR EF R LR 2 PSR B
BT 2FHO BEREHIE OFELHBHILT, &
BRI BINTHZ & & Ui, BT L R CF
VHRBEREORROV VRV Y L ERBET D Z
e LT,

(REE~DERE)
AFFNCBN T o L BEFRE, RS RER Y
DEGFABEOEROBRIZIL, HEMMRICT E
BEHOREOERIBETLIHA NI A4 ) 2 EFT5
ZEELT,

C. MIRHER
RFERIIESEFREPEE LIRBIT EITE
LOELHE L TV D, RBESIENIIE D A ARERK
HABESNTA FIA VREZES (RBEFEZE
E) CERITRY 20k [ZEBESNEROZ
W I OWTIZ DM FOREBIZE & o TULE L
foo T FFEHER] OECIXESHEMIEE N ERE L
CRWEIEDREICE 2 B OBFRHE R & ST
FEZ LI TS L TWD,

e vATTUURBEREE

vA 7TV CRERFE (LUT BH4 RIBSE)

SYHRRFEE DHEIZ AT TV CREIREE (U
BH4 KABJE) OBWIH A KT A U ER OB % il L
7o

ZOWFFRIZBNTIL, FELITHER X 27
—o VI TRAEINE®E T == VT T = E
(HPA) O 17 4 % x158:1Z BH4 KABJE DRI 21T
STz, FDIRNT AR EO A PKU % &7 HPA
BEZIEXT NI Fueed 77V (BH4) R
PKU O#ERIZE 21T > 7, 72 BH4 REELEITIX
Mm% - ROTT VU 3iEBIlko7,

TTV Vo ERRERLYE e ST Y U
#EclEER (DHPR) {EMEDOHEIE & BH4 £ 0 A RER %
TolofER, BEOERRENZIZ, 77V VU otr
& DHPR EHEOHENMEOKRETHD Z LKL
Pl Te,

SHOMFRETHD NRERTA FT A ) ORE
AT CTE BT E EfE L7z, Z OFFZE TIL, BH4



RIBIEBF KT 5 BH4 BHIREIZOWTTHRAE
ERIRol, TOMKER, b OEBE TIXMF Phe
Eoay o —/WERGF T, BERZIIEER, &
BT 28 FHEWERARO T, ZOEDIME L BEEN
BHAOMNIR o T, ZRODREIT, 5% ZOFEHET
EWTDIRBETA RT A VEEICHET 252 K&
<HEDHLDLFMETE B,

® T I/VBRBEEE (RERAFUREZOM)

SHFRE ORITH LWHERRHHA S ) —=
ZHRERICHEIS LT e R R EE OB W AR EZ (ERL
THHMT, 7/ BRERFEOSMK L LI
LOT XV BRMEEEOR THREL AT VRIED
DWTEEDE EONIZEE E LTz,

ZZCERR L7 AT, BARERNHER %2
DPWEERTEZESWER LIZREBITIME L, UGT
JRAEVERL L. BFE3E TS BITRET 2 2 5 i TIER
LT, ZORER, 73/ BRBREEOSKIIDE
DU OED T L BREHRBWICED LML IR LT,
(72 BRMEEEOBRELE] & [RELAF U
RIEEDZUTELE] D 2 >DOBWTEYEE 1B L 7=,

T BAHERESEODEEEDOREICY -
ST, ZOERIIHEZ ORBREEND, TOT
WIZEDTRXTOBWEEELESEWERT 5 Z LTI
MEZFIT EOHK N D -T2, £ Z TETRBOEEN
g 8RR T, BWTAERE OB EEEIZ OV TR
Lz, TORER, 1ERNOEPEIZBVTAR TEM
ENTWAFHARRS ) —= v T OMNBHREREET
WY EFszeéli, $bb, (1) Z==A7
NUREE, (2) A= vy FRE, (3) REY
AFUPRIED 3TEOT I BABEEEIZOWTH
RERRBEERZS ORI TRMEELIERT D
Tl Lic, 2D 3FEBOPTHEMIEEDRNRT I
JEBRBEFEAKLEFEVAFURED 250D
BRI DV TREEEFEE Lz,

® JNa—RRSUAR—E— 1 RIBIESEGR
SHBFEZEO/NEIZ SNV — A RNF U AR—F —
1 KABJESEGERE(GLUTIDS) D 2 Wi K ED R E D5
TEMBL,

ARBIT, ORI NLF—RFEE TH DL /L a—

ARFRMRERICIRDAENRNT LICLVEL S
REMERE TH B, T, 1BHEAYITRAR R DO
RZAREDFET D, TORBRE, TADAREZEDH
RSP R A IR - IR ROBAT N AT T 5, Z DR
DIRETIEE LT, 7 M RIBREERT 52 L 03F
TRV EBZ LTINS,

WEAMZ BV TIEERIE E T, FOK % U024 200 41
DIEFIRED D B, AREITYT b BRIEICL Y, R
MEOZRVX MW E S SV a— A b7 b
BIZRASEDEZ ENRTE RIRREIZL Y TADA
FAERMRR - BHERPUET DL LEALNTEY,
PR OE LEWS N URBEENMTOR TS ON
FRTH B,

INETOEMNEOEAEF BRI FHRIZBNTE
M SN TREMRICE D &, 2011 EEOREERER
BIZBWTEWNT 57 FIOHEE & DV TEEW VD FER
INTWVWD, b DEFTILSLC2A1 (GLUTL) &
BFO~NToBZEMEOERD D VIR ME 3-0-
methyl-D-glucose EX D IAZRERDIE T 23588 HAL TV
Teo 57 61 33 FIORERET ROFEM AT L. 2LIEH
DHIFIER & U TREERFIREKGED), EERLFRE,
(A 7u=—%kET) TWNARIENREETHY .
Z D%, K2 R TADARIE (FEH LD RIFFIEN
W) | FEE, FERIRIK T, EMEROE, /MK,
VAT EOMRFRETEE L, ERIX. E
JERRPREAICEIL L, BRICKET 2N H o7,
BEVOREIRME  (BEWCHE/ MLPE <045) NFFMTH o7z,
GLUTIDS B&F DRERERIIZE TH Y, 4% DR
P, BERREED T 0L, 0k )72
FRERITRT L, BHNCRERRE ., BEFREZT O H
ERE LT LERD B,

REBOFERROESEGE LT ATHRALMNIZE
NTVD EIFEWE, ZhE COFEL/NRHRSE
AEMEOHRERELE LET Vv r—  NRAETHDH T
DN O BEOERBIZH E D EA TR, BRRE
Wbt BEREF CORTFHORERH Y . A
WWES> TWAIREBE LR VFET L0 TIE 2N
MEHEEND, ZD XD RRBBRABNZONTS
BERL, REOLEBERALNIL TN Z &I,
GLUT1 DS /NEBREORMFER - IRKICEETHD &
Ezobhb,



ZOBRBICIEFERNE T AMAELERSNLTND
AIET ROV e IR, 7 N o BRIE R BLET
& MEMAEREE RIET D Z L AFRETH D, HIE,

LIRMIZBWTIET FoR (BABRE: 7 o T —
1a27) BRI TEY ., LEHMEH X 0 IsES T

ETHA,

BEHRENCIRE R2E L H 5, £ O—DILERKRAT
RICETEENELERL L TWRWZ EThHD, &
@@al%@ﬁﬁ?ﬁ#ﬂ&%xﬁﬁkowf%i
ELTWD, ZhbDREROHSHTTIE, AREL, 2R
>EIRBNCEAE L, FI3AER & U TR R IRERES) 5
VB, MIEREIE, TORARIERET L, B0 CAn
AFERNT, 2RMERERR, I 7 r=— K#H,
B, B RIEL 2 Thole, EIMRFENFTRD
HEETHYVREOEIONERICHBERIKT. /MK
F, VA b= BEORECEERELET S
e bhol, RERWEER TS ERELYITT
D & 9 RBAEMER & B EORE, HRERE R
ST ETARELENZHMICVDITHIRREL T 5 2
EMEEEEZ LN,

INETOMHNEELHETHLMIZENTVD
&2 AR, BERETTIRARBEE - ERORIEIZ
LA RMRRIIREECTHD L INTWD, TRFRT
X B 2R MIFFERIT KIS Uiz B 22 R A FE SHII 7
LTV, & ICROMIRKRE R BB THRE
EEBTHICHIY  EERTA RTA T ERRE
ENTHARN, ’ﬂif@$%%$%ﬁ@ﬂ%m
B R EERIER O T, R R EIRBGES)FAE, ErP
%%Wﬁwnhﬁkwﬁﬁzomfﬁﬁﬁﬁﬁﬁﬁ
REPFODICTHINENRSDLLEZDND,

ME4 294 L OBE TR, AA/NEHREE IR

MAXEEZT, MEBAKES (8, BEasl o

DER Y T — 7 OIERPEA TS, 2D X572
FELZE U T IECIBRGRIEELITO 2 LS HRDES
DEBLFMRRFHIEETHDL LELZOND, 2
BEHERIZ LD BUHEOMHRRERZIZLD%EE
BFHEHDWNTBB SN S EENRALNICRSTZD
T, 2FE O BEBEOMREIC L VIEFOERE - B
WIERDOGIT ZED TN Z e e ITFHROUE
DRTHHEELEZOND,

DWREIZOW T, BEEMR I TV D HE 2R

FIZHRIMER 3-O-methyl-D-glucose B VAL GRER R & 5,
Lo L ZOMEITEMETH Y | EhirTeE 2 T8

HORONTWD, BRI, BHRAOAEIFH
T A—HEORREZERTOLEND D LRI, S
BIZHEBEI NS FPURIBROA = a—TR ExB L
T BREOFREBICORBIBEINE HIILETH
Do

® [REVAINVEEE

SR RE ORFILERERFZ T A 7 VEERED
DWEEOIEREIT 72,

INREICRIET A& T = 7T MEDFERIL, RE
TA T NVEERERZIICD & T B RMEEFIELS
b, ERRERRER ., EERIYESCEYD 2 8%
275, REH AV VBEEOZETIZ. b
DRBOENEZED ZNENRD D, ERRBEFET
MR T =T R ER LT =4 Xy v IRER
TIERMBER 2 WG SITIZRFY A 7 VEFEOHFE
ﬁﬁ<%bméo$@m%%@ﬁ%&&é%$
CPSI KHBJE. OTC X#EE. ¥ b e TR,
NF =) AT BERIE, &7 V¥ = U ISE., NAGS KX
BIE, ¥ Y U RBSE, HHH JEER, =527
2 EEBER KR, U OV RES 0 REHET
b5,

EICEERA L LTUL, &5 72 HRARR O 458
EBIol, Thbb, [REVA 7 IVEEEDRK
A O BAEAE., @F A RERER, @ ERAL
L7z, F-EEERBS LUK R & LT, OFER
B @QFERMBERN, @ BRMLE LT, BEEQK
BEFRORIT, &P T E=T OFEFHDORE
HEEBIINoT,

O mF7vE=7&IE o4& R
>120pumol/L(200ug/dl) R OB O B
>60pumol/L(100pg/dl)EA £,

T=Ad ¥y v TERE (QL)THDHZ LHEN,

MR EFGHETH D (FrAEREH>40mg/dl),

BUN METFTLTWB Z &ML,

OTC KIBJE D R BIEATHERE

ENDBZERDH B,
UEOBRERRICESWTE SICZET ORI E 72
LREREE L LT, QM - JRFPT I BT ORE

@ ® © O

EE S TBICR R



BED D ITEE. QRAEEEE ST B RP A b
FRHE., OFEZWH 5 WILEBERTHT . @F 7
A AREEZHITTND,

BRM RS TIIBONE R BT RE %S & OF TR
FVA I VEFEODWEEDRE LT o2, KEIZ
BOTHHREEEN2ENTVWD, 25 OEER
BE L LT ABOBRFEED T LERD S,

e T hUURBESE

SHEPFIEEORFEILY b VU RIBEODREYE L
TBETA RTA v OREZANT 92 Ehi LT,

RIFIEEIZ NICCD O REIFER D7D OB W EEL
VERRIC B 2038 % 20 L 7=, ARBIZER A EIC BV
TRELIZEZS>THDTHLNIENTZEDTH D,
RIEEBIPERL TWAHREF S MR EBEETW
B, SEIOMETITI NG O BERFIER LOERN DO H
LR R, BT LT, £/, BARERRBEES
SRWEEREZRSTR L bEE - LWLl
ZERL LT,

VR v Ea— R 5EETIEL SLC25A13 THRA
FHEDRY MY VIEOREERTF & LTHIHT
HEt sz 4), R TORRFEEL 1/65 TH Y,
e FOAERIT 117,000 £ 725 5), CTLN2 DIEIE
BEER 1/10 TTHY ., ¥ b Y URBIEDK 20% D
BBE N CTLN2 2 FIET 5 Z L1272 5, CTLN2 % BATE
LERDFERICONWTIE, BEHER L LIRS
COBRFMEROBERHEEINTNDEHDOD, WE
TERARE TIL7RVN,

RS

HRU VIR bay RY TRICEET AT AR
TR TNEI VBV T THY, VIR
TARSEUEY Yy hAVO—B L LTHIBETAED
72 NADH Bt ¥ EDI hary R T~DEEIZES
151, 2, 3). ¥ UOEEICLDHILERN NADH
DEER Y M) U RBEOREOREIZS S LE X
LN TW5, BRLFEAMIIMIEND INADH &
Fl - NAD+H:V8) REEZ Lo, HEEHES
ARINEZITA-OOECHERIGEEZON
% 6),

VR U RBEINEBIORHETCHLU Y R
BICL2HERTFANBEH S o IE (neonatal

intrahepatic cholestasis caused by citrin deficiency,
NICCD) & FRAHIDIRE TH D AFEIET RS b LY
v IfE (adult-onset type 2 citrullinemia, CTLN2) @ 2
AN END, NICCD @ 40%IFER~ R « 27
U—= Z G 2 SRR WT S 4L, 60% LB EFYE
LV IRERASH, FAERIFENRDNLZEZ L TS, L
L, BEBAOERERTI-BETHY . BB E
L LBWIREETH 2720, KB RNITEEFREDR
LEThD, . BETIR 1 RUBELL TR
BE, BEHREEDL VI RERS D, BIO—H)
LD,
PUEEOMET (1) WEDBW. (2) BRI,
(3) KRB, (4) BEEENOHERINTVD,
ARBOREMEIL N ETHRVBELERESNT
ETHY, EFKETITREFRENERLTND L
ZAEND, MW EEOEENFREIC 2o T B,
ZOBEAEEOR-EHIT D & ’ﬁ%ﬁf%ﬁ
FIREZ G NELFREL E L, KERRDE
CFREZERTL2LVILDTHD,

® AR ME

Sy SEE O mN T R MAE (Z BT 2 BT A
DIREMG % FhE LTz,

ZOFRIZBNTIE, BAERRBPEEZSICRE
SNTVWOIRMEEREZRES REZER) »MERK
LT R L IR A RTA v 2R, T DO
MBI TR Lic, BIAREREZESBER L
TRtEEET. AT wn UEBRIIE (MMA), 7o b
FUBRIME (PA). A Y EEBERILE (IVA)., ZVZ v
FmiE I (GAD. b Rex AFA 7V VBN
JE (HGM-CoAL) D 5HEETH D, ABFIZEBNT
H D DOEBIZOWTEY BT, AFFEE £ L7z,

HAHBLEOCHBIZIIESZ ORBEREENT

o —HREIICER SN TWAEMEBICL D L 47 &
BORZET O TS E o EREOEN 52 2009
FICF L OEEPEORERBRRMBEFTECLERE
I, BEBLE, A F v VEBRME, e
FUBBMAE, A YV EEBMOE, ARy T —+¥
KABIE. ZNHNVEEMAE DR, 72 VBE T A
BEOHKBMNEWVEERTHD, TERRBHIZEEN
TWHRBIZIZ IEDDO I N—T BT HENHER



SE. TEMTABIRFE,. 73/ BRABREFSEL 0T —

N=F 9T bhbhd, ZNOEDEREEZTHD L,

AARERRBPEEFZSDWMEEREZBESNEEL
FRBIIEEENEHWEEZ DD DT, DL ES
BEMRE L EREBRBEEEICLE LRl
BEIZOWTIEREMEBICARTEICBNTE DD L
LLEEbDTHB,

AIRBIZBVCRENCE 51203, BEFRIER D HIRE

DEFEEEV ALFZE ORI FRMNICESER & .

VAR Y —= v S TRE S, & HICEMRED
Wk VBT bREBZEICEDL Z>O 7 —
TOBREFILKENIRINEND,
ZoREOTat A THBEL 2D 0, BRI,
BEFZEEERTDMBIBO TR TND Z
ETHDHI LD, BUILOMETHD THLMNZSN
Too BHOBE L LT, MU BITMERR O FERLT

TR ZABRED I —3 % L_— 2 ~DBIT.

BE. 2EMNLD D VITHIETORBHXEZ 4 —0
REREERE LI, INOORENESICLIBHR
HIIT 2 D IRHIREERNLE TH D, Z ORIBEDRRREK
D=DE LTTARI Y —= v TpEE LV F—0DH
BHAEEEDO—2 L LTRFTOMLERDH DL LB R
Za

INOORBEE RS> TWABREDH T, MKk LT
ROFEHEBEST ORBEERIIER ICEELMETH
B LA TR SN TV 5, B 5 %a RN EE
THOMRBERELRRT DI L b—2DOMRET
D, FEBITTREORBRINEA~DE & & bic,
REOFEEITRESL TR MORERETH D, E
BT A¥EL L TUIARERRESS, BARAST AR
== P Ree L OERPNLETH D,

TOEIRBEETRLULN L AR OMERE L
LCIRESTA R4 VORENDTHENDE, 21 b
DREIZHT=> T, bo bt b RERMBEIHRMLET
FIAFREZRIGREM Bk L B L TR TV D
ZEThD,

HRERA, RAROEFNCE L Tix, OBEEERH
BEERMEI OV =F UEERED 2 B R
Bk, @A F )~ VBRI, 70 B4 CBRIE D H
IR TNVDER Q@NIBC @7V @RFZA
VIR EIIHRETT REMER D D L EZ D,

. WTH RO TTFREARBREATH D720
BEICET A= 7 v R LU R, BRI, BE O
KETHLENENMBIZRETA FT AV OEREN
EDHNTWDHR, ZOFEEZ R THIRFICE LTI
ZFOEHEZONWTDIET VAD L~YLIZEE
TRFBLETH D, 5B OREEY WRT 5120,
Mok & OERITERT DERIFENEREIC D &
Zbivb,

® RMEEIBRME

SIS O K@ AL MR R BRI DWW TR
W BEHEDRE O A EhE LT,

P EEOREICY 2o T T XMBE L2 H 0
AT o T, BERSIE T BT VA LUz &SN To
EL, ERLONBREEH L, ZhboFRICES
&, EMZEOERER CRWMEELER L,

DWENE T, BEEOLBRBCERTIE LY
CIBEEREE R TIE (A B KEREEEAR

(PDHC) K#fE, BNV E VB NLFRF T —E (PC)
RIBRE, RARKRT ) —VENLE VBN VRS ) —
¥ (PEPCK) KRIBJE]. TCA VAV VEEREFEE. B
LI OYMRC EFFEIZOWTIER L TV 5,

T E BN R ER AL ME DR KORKE TH
5 bay N THREEEEIZOWTIL, 2E» S
EF o - BERIKICONTHT 21T 77,

INDLOMFEORERE LT, RMiEEOREL LV
T hary R TRREREEFEICET 28 LWigi v
AT LOWFEZAT 272, 2B ba vy B R Y 7 R
BHEIEDZMBEEIZOVWTIEI bar FYTHEOZ
BEEIZHELC TV D,

® WEEUH

STHEBTIEE OMITITHERIRICE T 2 B &gz R
E LT,

WERRIL 14 BEOBRXBIZEIVALDL 7Y a—
TFUDRBRFTETH D, L LR bB2iciiz<
OEABMELZ 2T HHEBRE L OERZEL ., 2k
BERORENEERBETH o7z,

MILHIE1 99 4FE05201 200, 2EOE
BHEER D DR 5 T THIRR OB EE21T-> T
iz, TORER, T E TIZ 149 BIOEERROZ



WraiT-> T 5,

— 5 FFEERR O BERERR 2 SIZET 2 2E
AET ZEIER SN TND, TORREHLDHE, T8
PEFERIIRVEEOEVRELL ShTnd, Z0O—F

SHMREORILLN B b2l LIZER D 55E T
&ilX@@ﬁ%ﬁ#w%%wabrwéoT/&w

MZE22ERECTIE, EORERSALNI R LA

WHIBEMDR B WL E R L T\, SR OBBEE L
IR TR AR L L BERAERNE LV BRI
BETAZENRETEELEZOND, ZODITH
AHFF TR AT BWEEOREIEE L V2 D,

TOBWEENBERAL CHRAINS Z L2k,
HIRER I 72 S IREDRBIR SN D Z L R EIRFT
D, IOITIERERBE SN TR THEFIOF R

WbHEETHZENTHEIND, RBEFAEICBITS
FFRREIRR O IERE R BIERIIAATH 20, BILH D
R L - CTIX A (XESHM) PEbBEENEL, ]
B MR ZUCIRS Z E IR L7,

e JERAEE P ML EFE

SRR O\ DIXIEER B ER{LEFE OBWIE
HEDERERB Z o7,

RENAEE B BB LR BRI, IR b D= L ¥ — 1k

BET LB IR B RBR ThH 5, KE< 5
DRBRIZHT b, ENEFNOBER BRI O
TW3, T hbb@bL=F EE (E#HIEEE 5
N=F N> T rPa vy FYTREELT Vb
-CoA £ TIEMHEALT ) . () RENEIIEE p BRL (fREH
C16~Cl12 £T B ML CTHEMET D). HF8H - B p
F&{k (C10~C4 £ C B E&1k) . ()EF15iE (7 2 /1-CoA
BiAKREBERSIS OEFE2Z TR HERHEICER XS
HREH) . BL W) b ARERR (TEFL-CoA &T
T R T EFN-CoA b7 MR EART HREE) T
BD, TNENORIIERRBESHOLNL TN

B ERILEFIE TIL, =RNF—EAEREDMERN &

Sh, IR TIE, BMRER S OEFRIE., FRE

T AER DS ATE Z M A A B 5, AFFEIRB W
T, BPERLFREEE O RO DM R A B E 2 T, &
HORKWLRBEEEZ FOI, BRFTA, 837
07—V OFE, FEEZWNICE S L TORKEED
VERLEAT > T2,

JEMBE R B EEILIY VT A= AL A HAER~
ARY V== T OKGREBHEO 12 TH Y | FIERT
CHIE D OWENI RIS T D LB & R IEE 135
FAL TN,

TRBARFFZE TII VD 8 DR BIZ DOV TR E
EEEREL,

1. REE{T /L CoA ik
JiE
—PEF#3R (TFP) R IBIE
H1H 7 L b CoA D7k RE#E(MCAD)KIBIE
WV=FUN WIAMWETVAT 271 - 1 (CPT1)KABAE
WV=FUN WIMMNT VAT 271 -2(CPT2) K AR SE
Wv=Fu7vviv=Fs 7 200t (CACT) RABAE
EHMHN=F U RZAE (OCTN2 BHE)
TN VEEFRIE 2

%32 (VLCAD) KR

e L R o

ELWEER AT D & BB EEEDLR
R e LT O BEMMQ FraeRMRER (EiE
B) @ HERER (MRREFER) @ BRI (B
FRED) W CHERRFT R A B Uiz, < ICEERE
FREEREOFTR & LT, @ B#EE, T10hAi@ &
ERHERQ DHERD HRIERE HLEEREG
IR, BHT o TWD, £ 7HE L2 HRERT
RELTHEO K37y b HELESRLEETH
D, TRpH, ARMBEOBRIZMP/RF 7 b ARDE
BERrHRETHDLH, LML b ARIEE2ICEMEL
THOTHEARL KL, 2FRECREN»LFHAX
NAHEFHE TED EEBEZDHETHDH, LN HITEM
WERIEDBIZR T b AREME TE—1+RE, mF 7 b
AED 1,000umol/l F2E THNIL, KT b IR mpE
EEZDERBL WD, £l gL HE E R
pIZ I P EBERR A ER A JRIE L. EEBERRAGER /e b v
> 2.5, WEHERERABA/3HB > 1.0 THIVZIENIEL p B LR
EEREIZLERE/HL VWA, Z0E», @ FRbi
FEEEER. @ P CK &fE, @ &7 T=7ME.
® FIREFTR. 22WERIBRICEERFTRLE LT
W5,

DWTORIE R DRHHREL LTXO mHF7 v
AN=F o8, @ RPARBST. @ BERFHNZ
W, @ in vitro probe assay(p BR{LEEREAH). ® 1 &/
TayT 4 TR DERI AL EORE DR,



® BEFEITRRBGTOLEREFE, 22T TH
D, AL 2B DIE, T DRE R ETE DMk
WhipnzZ b BLU, BRERTOERR Y hU—
T HBEHEIN TN ETHD, X T AR
ERAWEFERARAZ V- IRERTHE L
Hiz, BELBW A LE LT LEAGHEML TN Z
kﬁ%%%k%ﬂé A7) —= T lEek & ERRE
R OHFR 222 Wriask . B EFE R DR O ﬁ#@ﬁ
%#&%%ﬁ%&ﬂéo

® EERMS b ARERTE
SHFREORRBIZZ OMFRIZB T DD EER
EEROFEHEZRE LZNETNLOBBEEREIC
%%5#5%E/&%/Wﬁ&§%ﬁ® SWTEED R
WS FLENCEE LT,

FERMES M RRBIEFEIL. 1) 7 POREER
DERETHDHI Fa FUT HMG-CoA & REEER
1BJiE & HMG-CoA U 7 —EXRIEE, BLV2) 7 b
REAEEL & 9% 2 =/1-CoA3-7 N CoA k
T A7 27— (SCOT) KREIEEL B-7 NFATF—
¥ (T2) REECHEIND.

FRABRMNEEOZBMEE» S b 2 BEILD
VT, HMG-CoA & R BESR RIBEIJAEN BRI GHRE
FEDBEIEYED TALIZ, SCOT KIBAEIT A HEERH R
BIED T BT 22MAEL L THEELNSH
MEICER LTz,

A VAT YN AT VEREEH (CETP) KIBE

SEATEORBIZRNEBRFO Y FEARBER
HIETH 5 CETP RIBIEDOZKEEDREZIT -7,

L AT YN AT )VEREE H (Cholesteryl ester
transfer protein, CETP)IZ, m b & V AR EHHDL)D = L
ATR—NVEREEYRER IDL)REDT R B &
FVREAIERTHZ LICLY HDL O&RE &R
BT 5, CETP RIBAEIX, 1980 I, HAETHRMH
SNEEREO) RNEANRBETE TH Y | piEFEE
BiE, INETEO Y FEARBEF OFMIZOVWT
e LT &,

AIEDTRRE, FRIZEIRIEL & DDV IZOWTIEE
FEORENH DN, ITF. K TEF sh 7z CETP [
FERNC X 2 EHOBIRIBBR B KNI KD o722 &
b, FEIZOWTHEROINE, =625 WEBMRADE

B LEMEITE,
ETRBCBO T, HDL 2 L AT a0 —/LOHIE
12X D, BRABL /NRFEIOMHFIZIBWT, 1MiE HDL-C
DEHRBENDAIELZEE D, IRAITHE S CETP &=
FDEBEFITIC K > THEEZWIIWIZ S

=0, ~TRESETIE. KA, DNE k%Eﬁﬂ%
Bt L HDL-C 2% overlap L TRV, BEZEIZBWT
AIEZEED T LIILT LHES Tk,

£#%1% CETP EH=, {EMEIE. CETP KIEEF D
FoOV REROEDOHATHER 2 & % 7 HDL-C &
B D LBWIRIEOIERR ENBETH A H, £
BRTRITICIIE A, ERERR EORTHREIT
%< ARBETNETH D,

© EEBERE OB

SYHEBFEE O BILNTAERRE R EE O BEBR&ED
H Y FIZONTHRE LT,

ERTFEEIC K 5BEFEOBGH E L RERFT SN T
WD EEBHICLDBEHEDOHE I OWTORE
BRI R ERE Lz, 7o, BREBHIC X 2888 %
WL, BEBROBHENEOE L ED 5ol EE
SERIERT 5 HIEEHEL LT,



AT HRE LTV D ERRBEREEICEL
T 2FICERTE 2 REDH I EEENERE

BEESE
FEAE D EHE
FERAZ7 ) —=v 7 TRENMEF SN
1A
FENBRBECTREN BRI 1A
FEAE DR
B ERHICRE LT 38
L EHRICRIE LTz 2.8
FEHLIGICRIE LTz 18
ER PR %R & 1R
RELTEREELE 14
PWRLEBITR, RERERE DD, 14
BMERIERIC R R, kR ke LB L
ZEBRBD 38
BRI R, MRPEREALEDDE 28
BEFEDMMLETHSD 28
HESRRISRRIE N L ETH B 24
BHEEENLETHD 3 A
D. %

AHFEIL, B EICB T 2 ZBNaRAEEL L, 2
W ELYEPVER A A R T A V2 5E L, ERAES 0
& DERRIF R EATV, FEOIRRR, FEIGRIEDOR R
ZEELELOTH D, L LHFFERHEZ HEE L7-6
AT, BET 2 F2NRET 2R EEORENE
TLTWARW, ZZTINETRESNTVRVWER
IZOWT, RFZEICB W TR EELZRE L, BET
HEESLDERSHZEL T, BRRMOICEENART
DL ZADBMBREDORELIT T,

ELIZERBEICBWTER S LTV B R ENH
BEEOHERARAY V== 7 O GEBIIH
WDTEETH D, £ 2 CAIFFERIL, EEMIZED Er
NEFEBE LT I FERAR T Y —=0 7%t

SRBTHDT I BAHERE, FHRBRABRTLE,

EREIREELRY B, £, A7V —=0
JOXRBRBIIIIE TRV, BEENRZ N &
BEHIC O 51BN NERZ & ABOBRERSH
HBERL TN Z &R ELL DREMNG . BTz 7R EER
RBMELEZ LN TWDRERR, VALY RICK
TOHOUWEERELRE LT,

E. #&H

COMETEE LEEZMERIIMETHEE L F2
DREZESVNEEREBERE DT Z L TERK L,
FDH, FEOR—ALA—VICHEBEH L, ESEREY
Kb, BT FLREREL T LN TER,

TNEERTBINEY  ZRENONFOEFE
FIZR (=& A=) Z2WEHIE L LT, RS
ML TWH=72wnwiz,

FIZERBESHEPRE &L P HEFRE R RO E 2R
0| BER - R EH— L DI ER L FE L AR
EOBMEELTR— LT,

EIFEIIRB T IR2MEREREOT-DORFIISH
MU= S R OER HF XU T OB Th
5.

JREIERE

T BRHEERE REVAIVEFE.
FTFVRERE, VU VEESD) P
N WAL, BEEER

ERRAEHREE SARMLE (I b= FY

THRERRS)  RANERL, BERL A=
RYTER, /IRIEA

ReRhBg, W =F ARG AARSLER TR EEE,
2 F i

VEEUR CGERSD vy s (FRESS. &H
KRBT {HEARE—

PERL L72 R EIT, BARERRBEFTF2OHEERIC
EZSh, AAERRBFBEZZOR— L=

(http://square.umin.ac.jp/JISIMD/7FAOD.pdf) %38 U T
FEBEBIU—RABML, FfzZ0M4T 7,

F. BELKEER
Bz L,



G. IEHER
. HRCER

(FEBRXDOAHE TIRT, EROFEMIDHE
MEREEEZROZ L,)

CHERR T N e Reed 7T ) U(BHAHR
AEE, HIMHERAHRFEREL) 73/
BRHEY ®B7z=ATI7=UMfE BA
EEER : 154-158(2012.10)

CHTEWRER  BER L7 BHKEEEER
(AADC)KHBIE, B e RAH BB ERRE(L)
T BABEE ATa-AT IV, kB
h=UREEE BARER : 299-302(2012.10)

. BEMBLZR, FTEIRR  F 1 o L KERLEESR (TH)
ARJE  BITHE R R EEREE(E) 7T X /B
R#ERE HTFa—ATIv, ko bh=rfR
HEE  HARERR : 303-306(2012.10)

CHERK STV Z) By e R
7 —¥ I(GTPCH)RIESE. I ERAH R FIE
BRE(E)7 XV BABEY #7=a—17 3
v.ookw b= RBEE B AREIKR
307-311(2012.10)

CEIFESR, BIERR BT IT Y VR
SRARHBIE, BIMHE R R RFEMRE(L)T X/
BAMEY H7a—ATIv kErb=v
RBEE  BAREERK : 312-315(2012.10)

CWEFRZ, FERER -7 X BEBRAHE R,
any g I 7T b RKSEEESR (SSADH)
RABIE  BIMHE RS REERE (B2
E T7TIUOBAHEE BAERK:
293-295(201.10)

CFEWRR T == N UREE, NRAE
NESNBIREZES (W) DREEOR
Wrin e (400 . FREFH, B,
ppl40-141, 2012

. Shintaku H, Ohwada M.: Long-term follow-up of
tetrahydrobiopterin therapy in patients with
tetrahydrobiopterin deficiency in Japan. Brain
Dev. 2012 Jul 23. [Epub ahead of print]

. Narisawa A, Komatsuzaki S, Kikuchi A, Niihori T,
Aoki Y, Fujiwara K, Tanemura M, Hata A, Suzuki
Y, Relton CL, Stanier P, Grinham J, Leung KY,

10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

Partridge D, Robinson A, Stone V, Gustavsson P,
Copp AJ, Greene NDE, Tominaga T, Matsubara Y,
Kure S. Mutations in genes encoding the glycine
cleavage system predispose to neural tube defects.
Hum Mol Genet, 21:1496-503,

Kikuchi A, Arai-Ichinoi N, Sakamoto O,
Matsubara Y, Saheki T, Kobayashi K, Ohura T,
Kure S. Simple and rapid genetic testing for citrin
deficiency by screening 11 prevalent mutations in
SLC25A13. Mol Genet Metabol, 105:553-558,
2012

Uchida N, Sakamoto O, Irie M, Abukawa D,
Takeyama J, Kure S, Tsuchiya S. Two novel
mutations in the lactase gene in a Japanese infant
with congenital lactase deficiency. Tohoku J Exp
Med. 227:69-72, 2012

FREEE, NERLE L a—X T U RR—
Z— 1 RBIEEGREE /DEAF : 1682-1686,
2012

FREEE, NEILE S a—X b T RAR—
& — 1 RABSESEMRRE B ARR PR B 5 i8R
FEREES U — X AAEEIR : 836-839, 2012

EMNIEMS AHEBRAHEEE DREBFEL
7 Fx—1%: 96-102, 2011

JINESE, &UIER 7 U 'a— LR ER
AER ARG SE RN B ARG ( L) : 472-474,
2012

JINEE, SWES ZJee—nxiF—F
RIBE B OARER PRI 8 R R E R
() :468-471, 2012

EUIIERS, AMTIUE, RKES#, BILBR, 8
7. BRET SERMEERBAHREEE
2EFRA (1990-1999) HATZ - 27—

SrasEin 19:243-248, 2009
XM B Xm b= RUTHR L2 b
o RU TR . BRI BARERR  BreEER

BIVEMREY ) — X No20 SERMHEFE
R (5 2 IR T —I9RE - JRHERFSE, M -
BEOES - HARBERERDT KK
pp623-630, 2012

KA BHXIT S R RUTHE 2. 3k



20.

21.

22.

23.

24.

25.

a v B TIREEREAE 1 KEBAE. B
HARERR BB ERER S U — X No.20
FERARHEFERNE B2 FT-—HE-»
REHFSE, W - 1R OES —  BARERE K
PX  pp631-637,2012

Arakawa C, Endo A, Kohira R, Fujita Y,
Fuchigami T, Mugishima H, Ohtake A, Murayama
K, Mori M, Miyata R, Hatai Y: Liver-specific
mitochondrial respiratory chain complex I
deficiency in fatal influenza encephalopathy.
Brain Dev 34(2): 115-7, 2012.

Akamizu T, Sakura N, Shigematsu Y, Tajima G,
Ohtake A, Hosoda H, Iwakura H, Ariyasu H,
Kangawa K: Analysis of plasma ghrelin in
patients with medium-chain acyl-CoA
dehydrogenase deficiency and glutaric aciduria
type II. Eur J Endocrinol 166(2): 235-240, 2012.
Tanigawa J, Kaneko K, Honda M, Harashima H,
Murayama K, Wada T, Takano K, Iai M,
Yamashita S, Shimbo H, Aida N, Ohtake A, Osaka
H: Two Japanese patients with Leigh syndrome
caused by novel SURF1 mutations. Brain Dev
34(10): 861-5,2012.

Yamamoto T, Emoto Y, Murayama K, Tanaka H,
Kuriu Y, Ohtake A, Matoba R: Metabolic autopsy
with postmortem cultured fibroblasts in sudden
unexpected death in infancy: Diagnosis of
mitochondrial respiratory chain disorders. Mol
Genet Metab 106(4): 474-7, 2012.

Muto A, Takei H, Unno A, Murai T, Kurosawa T,
Ogawa S, Tida T, Ikegawa S, Mori J, Ohtake A,
Hoshina T, Mizuochi T, Kimura A, Hofmann AF,
Hagey LR, Nittono H: Detection of
A(4)-3-oxo-steroid SB-reductase deficiency by
LC-ESI-MS/MS measurement of urinary bile
acids. J Chromatogr B Analyt Technol Biomed
Life Sci 900(1): 24-31, 2012.

Nagasaka H, Yorifuji T, Bandsma RH, Takatani T,
Asano H, Mochizuki H, Takuwa M, Tsukahara H,
Inui A, Tsunoda T, Komatsu H, Hiejima E,

Fujisawa T, Hirano KI, Miida T, Ohtake A,

26.

217.

28.

29.

30.

31.

32.

Taguchi T, Miwa I: Sustained high plasma
mannose less sensitive to fluctuating blood
glucose in glycogen storage disease type Ia
children. J Inherit Metab Dis 36(1): 75-81, 2013

Yamaguchi S, Li H, Purevsuren J, Yamada K,
Furui M, Takahashi T, Mushimoto Y, Kobayashi H,
Hasegawa Y, Taketani T, Fukao T, Fukuda S:
Bezafibrate can be a new treatment option for
mitochondrial fatty acid oxidation disorders:
Evaluation by in vitro probe acylcamitine assay.
Molecular Genetics and Metabolism 107: 87-91,
2012 (September)

Purevsuren J, Hasegawa Y, Fukuda S, Kobayashi
H, Mushimoto Y, Yamada K, Takahashi T, Fukao
T, Yamaguchi S: Clinical and molecular aspects of
Japanese children with medium chain acyl-CoA
dehydrogenase deficiency. Molecular Genetics
and Metabolism 107: 237-240, 2012 (September)

Purevsuren J, Kobayashi

Yamada K, Takahashi T, Takayanagi M, Fukao T,

H, Hasegawa Y,

Fukuda S, Yamaguchi S: Intracellular in vitro

probe acylcarnitine assay for identifying
deficiencies of carnitine transporter and carnitine
palmitoyltransferase-1. Anal Bioanal Chem 10:
Online, 2012 (November)

Thara K, Yoshino M, Hoshina T, Harada N,
Kojima-Ishii K, Makimura M, Hasegawa Y,
Watanabe Y, Yamaguchi S, Hara T: Coagulopathy
in  patients with  late-onset  ornithine
transcarbamylase deficiency in remission state: A
previously unrecognized complication. Pediatrics:
Online, 2012 (December)

WAER: 207 A= AEEZEANLTHAER
AR YV —=v T OBK. NEE 53
1101-1110, 2012 (7 H)

MILHR, BT+ [ERAHEFERER
(% 2 BO(b)-RIE - JRearge, 20T - IR o
B ] RAK I AT A —VRIERE AR
pp75-7,2012

BHAZFF [ERNRNBEFEERGE 2
FRO(E)-IRA - FRREHTIE. BWT - e D]



33.

34.

35.

36.

7 7 3=+ ¥ v/ /L (Fanconi-Bickel)fiE 5 ¥
HAERIR  pp78-80,2012

BHE AFF [HRABMBEERFEGE 2
(L) IE - JRRERTSE, BBWT - IR DHEHR-]
BERBRE HRER TOMmoORERRBRL
UBEETOHMERARY J)a—rriy
& — € RIBSE H ARRIR(0047-1852) Bl E R AR
HHEFEFER( L) 71-74(2012.10)

Sato S, Ohi T, Nishino I, Sugie H.Confirmation
of the efficacy of vitamin B6 supplementation for
McArdle by
biopsy.Muscle Nerve. 2012;4):436-40.

disease follow-up  muscle
Tsuburaya RS, Monma K, Oya Y, Nakayama T,
Fukuda T, Sugie H, Hayashi YK, Nonaka I,
Nishino I1..Acid phosphatase-positive globular
inclusions is a good diagnostic marker for two
patients with adult-onset Pompe disease lacking
disease specific pathology.Neuromuscul Disord.
2012 May;22(5):389-93.

Fukao T, Maruyama S, Ohura T, Hasegawa Y,
Toyoshima M, Haapalainen AM, Kuwada N,
Imamura M, Yuasa I, Wierenga RK, Yamaguchi S,
Kondo N. Three Japanese patients with beta-
ketothiolase deficiency whoshare a mutation ,
c.431A>C(H144P) in ACAT1: subtle abnormality
in urinary organic acid analysis and blood
using tandem mass

acylvcarnitine analysis

spectrometry. JIMD reports 3:107-115, 2012

37

38.

39.

. Hori T, Fukao T, Murase K, Sakaguchi N,
Harding CO, Kondo N. Molecular basis of two
exon skipping (exons 12 and 13) by c.1248+5g>a
in OXCT1 gene. Study on intermediates of
OXCT]1 transcripts in fibroblasts. Hum Mutat in
press

TREBGE | JEBERH R, 7 b R REH
REEOEE DA, HIEFE 116:1801-1812,
2012

Kido J, Nakamura K, Matsumoto S, Mitsubuchi
H, Ohura T, Shigematsu Y, Yorifuji T, Kasahara
M, Horikawa R and Endo F. Current status of
hepatic glycogen storage disease in Japan: clinical
treatments  and

manifestations, long-term

outcomes. J. Hum. Genet. (2013 in press)

H. &9 EFEDOHEE - B&RI
(FEEET,)
RS

1.

Bz L

2. EAFRBEH

Bz L

3. o

Erlz e L



AN

. 7]

H it

Fi

i



BIHE 3

FET BRI E e (ERERETRITIEEE)
Wroe o HmEE

EF 770 o REERBEICEHT MR

MESEE FE AR KRTIRZRZREZVRE Z2NEEESEF &R

MEEE

EF 7T U ARHBEFE (LUT BH4 RIBJIE) OBWHA RT A U 2ERT D20
FERSA 27 )=V FTRAINEE 7 2=V 7 7 =V lJE (HPA) 2RI
TV EGBEREAM Y Ke o T U DB xEER (DHPR) (EHEOBEIE L BH4A
BROAMRBREITV, 77V P04 DHPR EHEOBIENRMNEORETHL I L %
BR D 2NT LTz, RITIREA A BT A » 2B 5 7212, BHA RIBJEBE T3 % BH4A
BHEEIZ OV T TPHRAE LOBER, i PhefEDa ha— VT RFT, REREIC
BER ERT28EHAERZROT. TORMMELZEMEEZHA LML,

HEHHE
I E8 (KRTIAEASRESTRY FENR
EEHT B

A BAIR B

EF 7T CREREE (LUT BH4 KIEE) 0O
Wi L IBRICET 204 RIA v EERT B0, O
HAER R R )=V FTRRASNEZE 7 ==L
77 = mSE (HPA) % %f8:C BH4 KIBSE DI
WradTV, @4 L EOH ) PKU Z &1 HPA B3
27 b Frex7 7Y (BH4) RIGPEPKU O
BRI 21T\ . @BH4 KIBEBE I MK - $EIRO
TTV VUM ER I oT, @4 BRI IEE
ZBtA L7219 A BHA REIEERE ORH THIZ OV
THEE L, OFEEILPKU BEICAELRES BH4 )X
IS PKU 121 BH4 O WAk % BH4 RIEEIZIIMHRE
EWERIRAEDORHAOREZIT T,
B. iRAE

FrAERE~R A7 V== I TRASINE 17 AD
HPA BIRICIE - R7 TV Vo, kT 2 J Bg5y
Hr. Yb Fer7 ) UUvignEEE (DHPR) EHEOH]
E#1To72, BHA RIBIEORITHOFEIL, 4wk
WICEEZRG L 19 A (6-EVARA LT RFE R
077U o aRkEER (PTPS) KIEBJE 17 A, DHPR K
BIE 2 N) BE U4 7T UREERE AR B
ELIHRELRELD VI ZORIEICERET v 7 —

ML TITo 72,
(REE~DERE)

FEIZERE, BELFEOREZE T 7,
C. ARHER

OFER~RA AT ) —=2 7 THERENZE Phe
MAE 17 NZ2&E 7T U DU i & voigEE#k M DHPR
JEVEDOBIEZITV, d#E) PKU3 A, #JE PKUL A,
¥LAE HPA13 AT, BH4 RIJEIL 0 ThH o7, BHA X
BIEER| D722 BHA - 1 BIATRERE 5 A (A
PKU3 A. #JE PKUL A, BJE HPAL A) IZDW\WTAT
VN, BH4 REBJEIZ 0 AN THo72ny, BiE HPA D 1 A
I% Phe {& T 273 52% T BH4 KGR Phe MUE & 320
Ant-., @OBH4 KGME PKU DERIZEO DI
BH4 - 1 @& EREBEZ 10 A (HEM PRKU6 A, %
JE PKU2 A, BYE HPA2 A) IZ-DVVTITW | JE PKU
%1 A, BE HPA 1% 2 A7 BH4 SUSHE PKU &2l
ENiz, @BH4 KIBJE 2 AMTOWTHRERRD ZHs
I BH4 IIEETH - 7203, REEF BHA 1T & OO T
fECTH o7, @PTPS KIBSETIL 17 AEZE DM Phe
Eoay ba—LEE b TRIFTH-o724, DHPR
KABJE T 1T AT Phe fED =2 > b B — LA REE
Tholz, 19 NEERBEREICEFITIES, &K 28
FHOEHESTH BH4 BANC X ARIERZR 072
mofz, ®PKU OBEBERFEIIIRBONT VA %E
RV EOEREIT -T2,
D. &%



