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@ iR LA, & CKIEXZTEDDZ LITEN
® HEEL MRI B
% MRIWC CEERRES A DD EBHB.

(3) ZWrOBILL 72 5 BB E
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D mMHET7TIABIN=F R
C5:1 022 C5-0H D EREZ/DB. FiAERT AR Y —=0 ZIZBWTHWLh A FETH
%, FREITEHBAHHETECBO CUIREZH L II20T, A7V —=VIBRETH S,
F I BRI 72 R — L B TR STRVEBI DI\
@ RPHEEERSHT
AGICIZF VNI Y S, 2-AF)-3-b Fu S UEEER, 2- 2 F L7 & HEERO e
Az bND. 2-AF AT & MNEFBIIAZE CHRIEINZ2NZ L v h 5.
@ EERIEMHE
U U SERSO R B IE A, IRER A VW CEBEREMRET, S b FUT TR N TEF L
—CoA F 4T —F (1T2) DELWET (EFED 2 0%LLT)
@ BB
ACAT1 BEFD 2 T VIVITIHER E R 3 ERERFREINS.

(4) #ERZH

QY%7 > =1-CoA:3-7 FliE CoA N TV A7 = T —ERIBE

AIEELFREDT b7V R—V ARERETHRBTHD. BEBOV, TV =F o
FTRITERRN TH D, BERIENE, EE T CREMIZERIT 5. EBRRZIOFRA > b

@ 2-AFN-3-t Rux7F U N-CoA Tt FuF—E@2M3HBD, HSD10)/KEIE
FIZINT Yy, 2 AF -3~ RaxUEROEZEHE-PZED b, 2-AFLT7 ' NEEE
TR RN E WO BB OITETRZ LV, ERRMNEL RS, I LIrAKCEITTT o
w . ESHEEEOIRIT, . KB, EITHEOMEEZ R T X REKSEBREREETHY . BT
FFAT—ERIBIE L BV FEREABOERTHD. BEENEZRDN, EBHIIEERENE, &
BT ERB 229,

Pl

O B2 BEMEZBO T EEEREOEKRFTAOEED S S Dl &b 1 DL ERH Y,
BUORILE 2 BHRED > BT NI N =F SR BEOBR ISR, iER~A X7 Y
—= U PER B ST ERTR T, BT ORI L R DBRED S BT AN =F TR
PEDBE XD,

@ WeERW : ERRICIZ T, BEORIL L 72 DREOREEEE OV CREMFTRAE L
LOEHEEZK LT, —RICREERELSNTTFZINT Y, 22AFN-3-E Rk
BATAR D B P ZD HAUT, AE & —RIEFEZMEN S, L2 LEEHARTS 2-AF
-3t Faxy7FUL-CoAT t Fusrr—F@CMSHBD) KBIENBEINTED, 2-4
FNT & NEERO B OMEEIMEFEBRNCIILE L E 2 D . AEEROITIC TRHED
Fi RO+ 72 AT, ZETORIL L 72 2 REOBERIENE, BETHEIT COREZED %
HThD,

3. FAERTARI V-V JICTHREER RPN HEOBRNIA I
A) FER~ARZ V) —=v 7T C5:1 22 C5-0H BEETRLNHEEIL, REBBRIITIC
X B{LERW, BELFHRITCLSBERKHEZRIRS.

ARECTIEHAERMBEITENTH 22, SOOME, KT A, 7oE=7, Lk, EIE
Pilg, Ml b ARSEIIRET 5.

EHRNEICLDHEZEWNEE LWY, BEDCT v A ETIE~NNY VIS ERETH 5m 1 ~
10m1METHY, BMOBETHRENLERIELN NI ELHDHDT, BRZHITIA
%ty AUBNERENTH D, TORDHERMO AR ) —= 7 ThRbN IS OEE
W BERTHBTBRHRENTHD.

B) C5:1 OANEL, REDRVRH S & ShizEa.

C5:1 DHREWESIL, AEDOFEMEIIFEWVEITWV R, TNV =F O OFE#KE LR
BB E1T . :

C) C5-OH nAH &<, AEZ B O A HRMAHBFEDORVDEH D L ENIHEE ARSI
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RIS,
OB D= DI b M, MiEH R, TrE=7, Wik, HEHISHEE, Moy b R HE,
AST, ALT LDH, CK ##&7 %,

COBEB-T NFAT—ERBELD BEAEINRE LT —ERERE, HMG-CoA UV 7 —EX
HBE (E ReX s AF AT NVEZAVBIIE) AFA7a b= L7 ) U REZERN LR Tk
LW, EEINRFTT—EREBIE, HMG-CoA V7 —EXREBE (v FRXFI AFALIALEF
ABRINGE) TIEHERMBETIEALHY, LR —RBETEELZTTIEAIIINODER
DEREMERE .

D) 7xu—T7Tv7
AREDITEAETTEZLS5-6 » A D 2REICBPESCHERICE > TEERY P TV F—V X T
RIET D, FERYARI ) —= 0 I THEOHE, EZEOZOOBRELITY & &b,
—fXEIER L LCEE BT A ENNETH D, ZEREBIIIEIERAH R EEDREANIHE S
(F 1S B), BYE, L ICBBREIRELZFERTHOT, BRYoOZR LT FUERns
17 5 (HELZEE B).

*® REHORAXRERME e . “ .
Ty Py EF2W b L ITHERET S LV, Y v A v DR
S TiE FBRET 570, BEOEBHIR (1.5~2.0g/kg/day) %
6MBAET AR 179 (HELZE B). AEOEAHIRITEL L T2 0320,
1SEC 6ESES BILAHIE TS < OBEEBICHA THEIT V. L
” - JREOBAIIERANBHOLZYD, BEAREI VY
4RET 8RFfE (823) DAL EET S (HIRE C). RETER6 7 A
s 108 DIBEORG D MIERIEE TR EEERTHY, IR
AL il O EQRIEE2 T AMLERL DI ONTOTET v

AL,

HEEEL UCEEREBORY, M AHEt 2R L TRE, BRERTIRN, BRALEEZDE
AHETRY FrORBIEEZHANTF v L, 1+263I V7, 7T RUMERKR, Ya—AhE
FERD, RO NIEKRRE, 2 +UETHNIEKRRET AR EDREELZ b Z ERHESN
% (HEEEEE C).

3. BELWIF P TV RV AR TRERZ DN L EOBREIA FFL V.

FIEIXT R COERDFERZAZ T V== I THROVHENRWDT, AR AR 7 Y —
=V TR o T b &V o THRIEIXTBE CTE 2V, HLER, RYEICEVIEH:, 2R,
EMEELZHYBERRBNET V F—v 22 & LEEMICB W TEIAED /TR 2 ZBICA
na.

ZDEDBRERORMIER & LT
A, mgHs A, 7E=7, AST, ALT LDH, Na, K, C1, BUN, Creat, UA, K#4f1, ZLE, v
VB ER, EEERERAEE, R bR, MIERTE, REF

fDEE L OER L2, RIERERILT LI =F 58, RAKER S 2B 21247 5 .
T=gr e X v 7B INa— (CI+HCO3) | >14 T S 0B HBMEEN DN, LB
MEHTABRETEL 2WEE, £ LTRT b BBETHNIET P RoBEFEREbND. &
FETHET VU E=7 400ug/dl LLEOELWET VE=TIEFENTHY, ELVET VE=T
MERHIVIHMOREEZET I THS.

BV OIRR )T &t
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‘ol I a—REkE

b ARKEEAE, BRRAER B-BRLRE R T A ZEBMETHY, ZRICREIETD IV
a— AREIKRT D ENNETH D HEEED).

FEBHHIF L TRV T AEREEEOFRAITREMET > F— ADIEEEIT 5, AE
M S TWIUTERBED 7V a— A EHWA D TiE<, 1.5%~10%LL LD 7L a— R B & el
BTN a—AxE5E&)R6-8mgkghrZ R L, MEERE IR Y %

0. 025-0. 05U/kg/B CBAtAT 2 Z & LB BT 5 GELEEC). FOFEIRNL— FEER L TRBZR25 2
EMEFE LV,

REHET > R—3 A D IE

R ARBEADIE ENIUET Y F— Y RIS EBIZEDD .
FECBTDRANROTA RTA L LTILLTO LS TH D, pH 28 7.1 LIF T, fBRESFR
SRR BAREII o TE LT, BRMLBEHD L X121, BERBAZET NI YA (A4 2203
0.833 mmol/ml) % 1ml/kg W< ¥V & 1 043LL BT TS 2 (HHEIRE C), Z O®BEHHAIC
R N AR RET S, 2O BEMEIL pH>7.1, Pco2>20, Hcod3->10 Thb, bbAA
AR T — 2 DWENRR NS, NI T—) 7 LT,

MR LEEHELRE C)
TYR=VREREMO L bu—/WZER TS 52, 2EAHE L WL, BEETS
TEIRIFEELAERY, LNLEZEOAEE L TWARWIIERBEICBWCIRRESZEZED DT
NBEZ LS5, FHEETOERL ST, BEERE LW 7 M EEAMGOIRENSENLTLE
DRV HICEBRTRETH D,

N TR AE RS (AR B)
AMHEHIC A TIFRSEELZLEL T2 0H5.

PWRER OIERIERDEIA FFA

10 ¥z L, BEREELZLZLIIILSRDZ LD, ZRETHNICHMRERLE, B
JE7 EOBRIFIZ, EERT M TV R—VARBEEETSRVEIICTHIZENEEE LS.
1) ZBEZETSD. YREZELRVWTHIE TESETLEY Z &1X, ZEFM»LE X TRER
ThHV, BILTYV2—ARDMET TR I EBLE, BEHBIIOWTCIIERERE2SM.

2) AV rORBRERT D0, BEOERHKIR (1.56~2.0g/kg/day) %175, =l&
it b ABSEAZEET 2O TRD .

3) IN=F D 2WRRZETHT A= L-/v=F 2 30-100mgkg/ B OEEEZRB 275 .

4) BEEHL LTHETRY FroRBEEANTF v 7 L, 1 +2567 FUEGREZ®RTe,
2+ ETHNITRET AR EDEEL O LR ENS. ®o- BIRRICKS X 5 IR
BwLTRL.

HEOZZEIUORE

ZELTWTH 10 FETIT 1 FRHEEREOSZREZREDD. 20% D 14412 1 BREOHETED
7D DZBNREE LV,

RO (K, KH) F=v7

FERARE  SEfREE  WEEERRIAER, 7 MUK, TIADN=F U (F T ARG UL RiEEE,
TN H N =T A, IR REER T,

65, 10BTIQF =7, ‘

6 5% TEEES MRI (RIENBEE TH- 2B EIT L ORERDT-D MRIZ & > TBL ZEPLEE L
V. AETH, REERENEERRBIEOREEL LTALDZERDY, LB THAINE
ERREDRINOREZRERALDONTZEVWIRELH D)

EEHE
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AAETIRERHERIENTDHY, +o200 ) —EBERAHIVUTEE OEBSFOHIRITNEL
EAbND.

BA# D BE DR

AETIXI0F 22D &, BEERRMELZEZ LIS RBZ L6105, AW TITRE
REEIIRVEEZZI LN, RHEBEFADEMNRRE SN TVD. eV TIRE
WHEZ L TWASZ ERHEINTVWASI5,8]

51 A 3Tk

1) BEHEE : 7 P UOBRRBEREEE - 5127 ' b mEEME & ERIT &P 7 2 =1-CoA:s-
r b CoA b T VA7 =2 T —BREEE T, BA/NERZESHESE 2007; 111:723-739.

2) B IR ETE, 7 b CERRMEFEOSEEOES. B A/NERESME 2012
116:1801-1812

3) Mitchell GA, Fukao T. Chapter102 Inborn errors of ketone body metabolism. In: Scriver
CR, Beaudet AL, Sly WS, et al, eds. Metabolic and Molecular Bases of Inherited Disease (8th
edition), NewYork: McGraw-Hill, Inc, 2001: 2327-2356.

4) Fukao T, et al. The mitochondrial acetoacetyl-CoA thiolase deficiency in Japanese
patients: urinary organic acid and blood acylcarnitine profiles under stable conditions
have subtle abnormalities in T2-deficient patients with some residual T2 activity. J Inherit
Metab Dis 2003; 26:423-431.

5) Fukao T, et al. Three Japanese patients with beta- ketothiolase deficiency who share a
mutation , ¢.431A>C(H144P) in ACAT1: subtle abnormality in urinary organic acid analysis
and blood acylvcarnitine analysis using tandem mass spectrometry. JIMD reports 2012;
3:107-115.

6) Fukao T, et al. The clinical phenotype and outcome of mitochondrial acetoacetyl-CoA
thiolase deficiency (beta-ketothiolase or T2 deficiency) in 26 enzymatically proved and
mutation-defined patients. Mol Genet Metab 2001; 72:109-114.

7) Sarafoglou K, et al. Siblings with mitochondrial acetoacetyl-CoA thiolase deficiency not
identified by newborn screening. Pediatrics. 2011;128:¢246-250.

8) Sewell AC, et al. Mitochondrial acetoacetyl-CoA thiolase (beta- ketothiolase) deficiency
and pregnancy. J Inherit Metab Dis 1998; 21:441-442.
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I VAT VNV RT VEGRERAKREE DR
(Cholesteryl ester transfer protein deficiency)

H26 £ 2 H
[EAmRE]
1980 Rz, OARETHER SN EERAEEEEERERE & 2 FEES HDL-2 L X
Fw—)L (HDL-C) I, FCKICiX, 1IZE AR, DOE, BHEEVW-TH LW
REARBEE CTH D, BRYUBNOAEOKRERICE L T, BIRE LR, &<,
WCENARRE(LESEINE (BHFEMREE) & T2mEndh b,

1. HRERIER
AR T, FEFNC Lo T, 50—70 F BT, MMEFOMOEREEZ KT,
FEEHERER L LT, ARmE 27 DEFHFET D, £, HAERBIC, LDL-C
WERE 2T DEGIDIFET D,

2. EFA

(1) RIEML : Frstd_EZ &2,

(2) AfbZimiE
& HDL-C AEEEZ R (FEESETIE, 150-250 mg/dL, ~T 0 AR T
X, 50-150 mg/dL), 7RV REH AL, All, EXNEEEZ T,

(3) IfyE CETPiEM:., EHE
RE~EEEZ T,

(4) #FDIFED, HBEBRE
LDL @ polydispersity 72 EBHIRE 2L,
DA DHE 2 FFDIERI T, ZAUCHE S REFTRZR7,

3. #ERIZH
My& HDL-C 2%, 100mg/dL % #8 % % A 72 & DL MfE DHE -
FHERY 708 Y RYR—VRIEBIE., JRIEMERH-MERTEZ
EH ERRAN S 100 mg/dL LATH2E OE HOL M DGA -
EERZE (A by, 747 7— FREAR|, RA&F U REHA|
LMERVEAD, EE), BE. T B,

4. BEERREB L OF%
KTIZBR LTV,

5. /MRIZEBNT
REESETIL, % HL-C 130-250 mg/dL, CETP EHE&IiX. 1.0ng/mL LATF
PETDH, ~TaBAETHE, HDL-C NEEERTH, EFE E DL — —
T TRBDL, REESEKRTIE, AEmIROERNND D,

E) BECRIZBWTIE, CETP BREAIZRFE S, BRARRBREEEER S hons
RN H -T2, BAE, MOLEWZE AW TEBRRRBRMTO T 5,
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(AIF1)
REYAVIWEREEDZH RS

INRBIZRET AT E-TIEDREIE. RETVAVLEBEEELOHETIERRBEEE UM,
FRMIRETREE . EEBRBEOEYLLEZRICHTZS, REVAIVILEREDZETIE. ChoDKEED
ENEEDDIDEN DD, ERRBEBETIK. P T7UEZTHALRELT 42X vy TN IEE TRIMBENY
WMEBICIERFY MV EBEDHFENEBEETHONS, REZEEH O RELGHEEB L. CPSIRIESE., OTCR
BIE. Y RVUVIEIR, PILEX /2N BRE. &7 IILEF =2 MfE, NAGSKRIBIE . I M) RIBE . HHHEIR
BOANFOTI/EEBBRRIBE. UOUREIVNNITRTHETH S,

1. REYFAVIILEEEDBRKRRE

® HAERTE
REBIT ORIV -V T REETRRESNBERAZET., 22/ VARO, BRE EHTHEVS
BleOREICH>TETVEZTMEEZRET HREEELH D,

QFTE REAFAER
FERHEEERYA) I HEICHIHIEM, WELAET. 2R, B2 BHESLLETRMEITREL.
B7VEZTIEEZERET S,

@ EFE
FLIREAL BRI CHBERL BN RAIT BT R E OB LLEEEZRICE T T 7 IE SEIRD BN
Hond, TEIERE Bt REEE . EELEDEKREET S,

2. TEERBLVERR
OFAERTE
BHICRRSNABBENASNIESIZLEBRHTEICEBTHIELEELEE N LL, B BHTHENO-E
EDFTEPE N BRIENGE TEMRELTE-TENSZ,
QOFHERARER
HLLMER, SEHET . RER., ZEEM, B8, GLZ5|ERIL, BONMITUEZTERETERTNILTE
[CED, LWol-ARMHZRER LR (3, BIETTELRR. 20\ VBRIERRICERT LM H S,
QEFE
THEE KXRIH. REOBHEREZET S,

3. BEMR

Omp7oEZTEIE - FHER >120 £ mol/L(200 i g/d). FL'RHILIBE >60 ¢ mol/L(100 1 g/dELE,
Q7 =FA2F vy TEE (20 THHIENZLY,

QUEMNERETETHS (FEIRH >40mg/d),

@BUN AMETLTWLAIEAZLY,

®O0TC RIEBFED X RHIIAFHEETLZBICRAEINDI LN H S,

4. D DRRLLGLDEFHRRE
O -RETFI/BESTOEESEHDITIEE
M- RETE/BEANIERLEZEGEINO-ODRETHY ., VMV VAR, FILFZ/INIBEREE. 7
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ILXZ VM HHHEEIEB I DB RELH LICIZIZZITES, VMLUV DIREIXCPS I RIBHE. NAGS, OTC
RIBEDZHICEETHD,

QR BRI T IZE 1T B R hA O MRRIE

RepAORENSEDIHZE. OTC RIBJE. ASS RIBfE. ASL RIBJE. HHH FEMRENSEHON D ERDBEIEI
o TRPADMEILIEMT 5, 0TC KIBEDKIEBREHLIVIREZOZHICAOMNEORENERTHD,
7aF)/— L ARRERICEVLWTRPOA OMEHEHAMEMTH5IEMELN,

QEEZWH DT B FEN
OTCRIBJE. CPSIRIBEICE W TILEEFZMNERTH S, VN U RIBE CILEGEFRITHAEE S

FASND.

@R T LIREE

FERTRARI)—ZUTIZEVWTHVLLONTWSERETH D, UML)V MSE 18 7IL¥= /BRI Tl
SRV DT LFZUMETET L= QEMEROH D, - &7 BT MEEE - AHEBMAE DR
AMZBERATHS,

5. SiAIZ
BB, VLR %, FIIRGTERS v b BEREE. FT 2L EICLSET U ESTIEDEMNE

P

172,

6. TR

(DERERAEK - RIREE

OES ., Bt BHEE ., L85 L IERRMIZERRER
QI BENDRFV AV EBEDTFE
QFAERBICHITHEAD IR

(BET—4H

DmP7UoEZTEE HFER >120 4 mol/L(200 y g/d). FLIRHALIEE >60 ¢ mol/L(100 u g/d) A L AVHEEEL
THLND,

Q7 =F>F vy TEE(Q0THS,

QA IEE FFH TH S (FE R EA>40me/d)).

QFFEMRE
@i - FRAPTI/BEOHT. REBEERS T (FOMR) ORHEISESH S ITEME (R1)
QERFUHDIVLERFREITICEITHRE

R
DA IVAERF S PIBRIATEIR S v b, BEERASEAE
ORBMEREICKIETVE-7ME

MD35 1HEMDQDDZEH-2 REULER-THES. REVAVLEEBENTEDOI . EEDH D0
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DIREZEIT.
BT DHORILLIQDLILLIQOTHRERENRERDDLEEHELIET B,

W

BAEXRKBEREES DHEEXERES
REER hH2E

EER ZFEWE

2012 £ 12 A 16 BiR

YO UREE BT TED BTt

TIEEMTI/BEEI NI DYyHAT-1IDERRE(ICE > T UDU  PILX U  FIVZFo DL EE THORIY
EE.ERME LR TOBRINEEEET, TORR. CNOoDTI/BORZ. AVINIEHOET. BTy
EZTMEDEN. ERITEBTEEHEEREET. 57 VEZTIERREFIIILOEBETHLTILF¥=
U FANZFUDRZIZEO>TELBEEZ LTINS,

st Fay

1DLLE BRRFTRICERT HLDAHY . M OEELRERRDIBEEEZH-TE0D,
(AYIRD%ILHERFDOBEIER)

<BERERFTR >
- EER64%). REBEIMA R (56%). FFIEX(72%). BRIEK(50%)

- ERERROEN-EE. SERERA T A A, I-ELER (FH584%)
(BEmMR)

« DAIIVAREDEREIL(13%), BEREQ24%). BOREREQ1%).

- BREERIE(44%).

- BHETA3N. BES

<BEMmR>
s RETFI/BANT IOV EEFICKYTILEZD  FIL=Fo4) O TTHE (100%-HEEE)

- BT UEZTIEOBEE (90%)

- IM;FELDH(84%), 7TV JFEB0%) DR

» ' SLCTA7 BE=FEEDHTE

(BEmMR)

» MEPFI/BAH T, UD(86% TILF=2(82%), FIL=FB6HDVTNNEIZIEDIEE 3 DEHIE
fiE1%62%, 3D IEE(0%)

* KA B M ER(40%) - M /MR A (39%) . B ifn(21%) (E5HUIHELY)

BREXRKBIREES DHEERTERESR
REERE PHrE

ZER ZFRE=E

2012 F 12 B 16 AR
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