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Lo, FEPE 2 0 5 AF L P R o B g
LLLEAFEREW, MhEHHENE
BERR G AR, E REARTENEN, MK
BER AN T WM IT K, RIGHBE
RS RS, B8 “RE RRHEIE
MU R, BRI BERR S, ROERCH &
JEERER H B EVHE RIE R, BT RIER
REERT 0T 2 E 7 DL A B 9] B % 1
ARGFRICT, ERRERA G, &
AR AL B B RAGAL, K
CIZEV R E AN, K Fh R XTI
BAGH B TR L,
JLER R RMER . RLEH. BE
B M R RE I AL R . B AR
LA, B MMERAEEHREFE .
AL R AR ﬁ%ﬁﬁﬁﬁﬁa
HRbeh, WA RHIRE, BOmERE, ¥R
HFRITELERERE, REERRNS
SSWTE R AL . BILE . LEMAEE
BT X B0, BT AR B AF 4 5 i i

BB JLIGIEN & TR

WMBREERFE LGN FEREHR
o TUBK B 5 IE H B4 LAE 3 R bR

B AVEER R

PR gh S SR AT R IR B A — R R AR (3%
1-1):

®1-1 R IRROIEE)

RHEEENESE
LI
RIS R
iE®iza)
ASRY

AR S

LU S

YRR AR R

ALK, 3280, Wk
RE, RESEFESNER . TFUKME T
ki BB AR A L RBUH & Fho A LI
BRAIERS, R EUBGE R F R T B K i BR
M. ATRZAMBEK L% TE R,
FIT LA IR T 1 T 9 50K T RE R FR R . [R)
PERERE, IR T — 0 AR B R T K
AR R O M R E K, S Bk &
7 0 [ 4 B A5UBR

e 1 -2 5% M3 A LA SR A Il
RIBRER, X— X RN, BRFESE
ERBEIBFUEINNFELZRORELR,

JI— 1 JE—



®1-2 FEIRBER

HEAEREMARENNTREES
BEEFERIZI(—TERARTIF T B
2R MRS

NREZELRE

FEARMRR

BIRBEM EN, QLK
BfREMRE

KEEB G 5S0% L FIRMEE (EEG) #F
S0 AF TR A P I R T 0L B R AR L
(Scher %, 1993 %), 28 H - M Ak4/E
Aa=hBl, REENLHERE - EEEEN
BAEIL, Lhr EREE, 5P IR LA B @
SR LA 25 DUUR A X 3 UL O S BE , 48 15K
BT RIIR N TR, BeBd, anRBhhk
WA, CRMEMMBETRERM, BEA
o7 B 45 1 B 9 T BB

B BR (subtle seizures) 1% LR
IR RS, b % Bk i 58 B B M 25 R
55, EEG 580 & & 33X F 45 BK & 1E & H 5i
BRI TS B, — ) Sh R IR ER AR B
WAL, LSRR AR,

WA LR HFE EEC BH,
BAFRRS B 16 BiE R EEG, fEiRicE
fHEF IR R B2 e BB AT R . B A LS
BRI H Y8, BIAE B I R AR
AR E:] S

B EMEE (focal clonic seizures)

MRS AL SR E M R R MR
RO B — 1 PO 2 5 A [ 0 A A A
EREEMEE S, X RN E SR A K ad ) $ 4k,
BAREREHX ZXRIBFBET. EAF
HILRIEVERE B R AR, EF . My,
$eoN KRR FE B I o R IR R R A BT AR L,
Rttt E R R AT Z R ER LA R
AR AESE

LW RAES, BEE B R bR e
Pt e B MR R AR, R TR B R ) 2

_2_

BRAH S X8, 5 PR - 2 BR A B ) B Ak 4 K
BYE, L& MM R MEIZE 3, &1E RS
EEG %A R# 18 i 80 E K .

XF A Ja3 B I 251 & 1 3R A L R ST B gk
TEEFIHBINE (CT) FHIHESARE,
DERAKRAEBMmM, E CTHBER, 3
KJG R AE CT 358 9 # = & 3% IF R 1%
(MRI) AR KIIFESL ., A5 KA i2
W K R FEIR A HS BY o

EMHMEEMRE (multiple clonic seizures)

WRERHIE ZibtERE R ER, Bk
YHEEESEERME B, REHS
—Ri, EWLRET R K. Wl B,
FHABOEHRY B — R A ahx iz
MR K, ®BRE Rttt
MAREIEEN . PEIDREES BHOHEE
M A FER SR RA R R B
HREERTHEILSSBH - BERE,
WHE . JZ KRB A - B v AR
WAk,

BT S kb PR R BT R A e P R
AR, QORI R, W
24 /I e

AMBEELRE ( myoclonic seizures)

M ERHFFAE LI 28 & VE RO 45 1 2 4 T
RE BB T BT A A R BUE
BB, BHEBERSE ., KB
R E

TH HAEILMIMELHE FEEC BE
FrEtERM, MEEFRIER R TRELSE
EFERFEIL, XFMEHREERAE. Wi
HEMMEZE (LEiTE) HIXEr.

BEMEME

W PRHFAE 38 B R 1 B FR I 2 B A i
JRRUESRE, WA VFRESE, WIR E#. Y
58 B S ST G A R AE AR 0 B K 5 1



MERA, BREEREER™ILEERILE
W, ERRBHSEEERE, mARAEE
Eilo

BH BErJLBEENRAEREMEAL
MERM, BEAKEHIEL, BEELR
ol BT AR B AL, AREERAE
B, WORRT RS AME R RE, FREgEEM
P ECE RRAR S, By SRR
H, fFLBAEE, EILECK, RERTH. £
KRR S W A7 U E A W MR8 AR
TlRAmER (RE4E),

SREEAEMERBRELTAEAE R
KERH . ASRENERHFEES K, A—
A IR R A, BT AR H A 52 0 O 3,
WFEEE, RILEEH (Gaucher disease )
L e B R PR AT o

[HIREE (apnea)

MARRFAE G RFRATEARN, B
3~6F0, 422 10~ 15 FPFRmR MR, RAEL
oM PRR B R R B B, BRE
HAENEIR  (periodic breathing), iX F IFF 0 45
KERTE™IL, XERTHRTERPEKE
BAMARE ., FBEETRGEZE R R
JLBY LA H A G, R BT 5 BRAE 15 B
REBR AR R AR B &

IR B4% 10 ~ 15 B FILF A 2=
JLANE 2 A Lo 10 ~ 20 #0038 45 5
RO RBAE 20% ., F KT a5 0F R 5,
JLPEE DR BB 40 RE L, XRIEM
% PE % S0 (0 B9 AL R AT R R . B
BT 40 B IRB e, RABILB R A B
ALV IR EIF R ARG, 52 AZEB0
B L B S A R AR R

SE PRI S R A e Ho M 5 T IE R Y
WA, MEERBTARBFE, MAR
—FWRERE. WTWRERRN AR,
EYREATEIET, & OV B 1S EEAN A
FREFEMNBEZ LB REENR™IL

Ko Mg ENER AT 6ms BY, FRIRE 1R
FR, MEENEABEE S5~ 6ms B, B4
K

FREERAMLI, AERER, LXK
ER™IL, RN mEEBKT, Rz Ep
TSR,

WER BT BR AR B R B IR ERR AL . SR H
P B KR B8 AR AE PR B kst 3, LR 2R E
AR R . B I 8] 0P 0% 45 T L
RWAR R AR RAE T B,

RUEREINEE

( benign nocturnal myoclonus)

WEEREFAE  FT A 4 8% IE W A BEIRAT 59 7T
HHBE A RARME (B 43, X
SHELAEER Y, EAIREFE.
B MiEdh, AMEERBIERL, BRAR
AREEHAZ L, HM A HERRE I
(Daoust - Roy 1 Seshia, 1992 %), MR
ZBYEK, WTREIRS N R Ak v B AR S LB 2
R,

S A LR 2R 5 U A B X )
FET HAUAEBERR A b B, A d M REIE
K, MEEER,

Bfr ARG IR Ah THES
Y F T AT B 38 LR 28 SRR

!ﬁ}ﬂ (jitteriness)

WRERAFAE B o B2 X R 8 i P
BRI, R, BE&, ¥ REHIFERME.
PR T SRR i 5 . WRELE R B Mo-
ro LSS B ME AR, H AT B A BB R A
R, BHENGEERERBE,

vl BREFRLTEEWZEEN4&
L, Hp REBREBTHREEIE, Eit
EEG {58, % MR Bk A 20 F R 8 XA 2
A KA TR, BB T RE &
TP AR LA B B R BT Lo

BT B RBOT e B, (BIREE A

~3__



FEBTAE MR L, T LA P A
DB R FE o
TR Z VERVE RSB

PR & AR A J LI L-F B A s i
o B AR KA B B 18] X i R TR AR A R

By (R 1-3) Gk 24 /METFRHIE 2 /b
BPPRORR & A, W ok S - R 1 A R AT
o MR IMAE . B AR 42 A0k R BR T B ) i
HRZ WA EE, FREE NS S
tho 5B R . B HILRE AL 2
J M P A 50 E S B BRCRE XoF 20 I B TR

&1-3 BURRSENBEDHE)URR

24 /NBE
HEMRESAREWME(NE 4 &)
B R R M

& - BRI IR AR
EARRNE5Z)
ERAF/IMEAEM(NE 45)
KA I B

O BB 85 R WL I

GRINET LM

24 ~ 72 IhRYE
BEMIRR L AREMENSE 4 2)
FAREMA B T HI
AIEF(NE 1 &)
BRET

HE®EK

BRCHBRZIE

ERIRFS IR I REWUEDAE ~ RS IIE
AN KINES XA 2N
BRERE

AEARBLESE 1 &)
BEFREREMNE4E)
Ot DS ER IR IRATE

SBOMEE

RERBINER

72 hHELR

RN LARBR

AR EFRR(NSE 18 &)
REEAEH(RE 11 &)
ERBIRDBERURIE
BRM RNE AR X
ARWABMRE N1 &)
mEE

BENR _BINE
i=Eatiedif:chintns
RBAINAE

BTMEIE
REBWER

1~-4 8
BELRMORERAR, FE/ LBE 65)
ABRRETR(NE 18 &>
LS Aawnfi=ti=)

Gaucheri B I BI(NEE 5 )
OCMBLETERNIRE I RULE s &)
PLBBRSL
BRM AE RIS
BESHEBRME

) LR IE
ST IR ICIE
KEEWNRE

A S5 24 ~ 72 AL, SRR AE W E L
FIREAE: BJLEmENEm, KBERIL
K P R e O A AR 4 5 T I R AR
R W R BB IR A LR E B e
BEH. BitElEd ZEFLEA LT RTX
HOTAE AT | R P i I B R I AR T R . K
A E WA ) Y R AL AR R UK
WEERE, HEEDR., AR08 EER
B LEBR RN R EE, i,

J— 4 —

HAE T2/ R, ERARBE%RTE, 15
MERAERRERNEEENER, BY
HEAREABERNBACHE. £1-475)
h—HRE R RN R ERR, paiEs
BRI E R R A, ERL—FAMEE
R 73 B JE) HE R A BT R, BE T S BRI R OR
NOA] B A R R ) R R A KR R R
KRR FE . K AR P I LA R R M M R L
WK



x1-4 FHLIRBREEAEAHEREHRE

Jinik - 473

R -1,6 - _MBETSE
BRERRI &

PUBR S

MR

PREBIRDDEERITE
SEPREBRDEAHE
mEw

BEEWRIDE MTIE

BPHE - RSN
DAE=Y:: kg

BER _BME(TELS)
ZRMBICBRZE
CEREPMERRERSIT
ABIME(TETES)
mELEEw

FE-1,6- _BHBBRSTE

BRERR &

53 JRENES

SRMRICBIRZIE
gD

RE-1,6 - _BIREBRZT
BRERRIR

MEERR

PEANRIIE
SRMBCBRZE

RBRMIE

RS —HERH KRN
WEER IR
EHREBERBOER
MEIHSLRREAERIR
[SEETEE

BRENBRZIE

B oM BEDERNRE T 1

TR - FR OO RS (hypoxic — ischemic
encephaIOpathy)

EAIILZRBILFHERELEFEN BE
AR L [B] B A2 Ak, FEAE SR R B - e il T AR
(HIE), 252 = 5 R A6 28 % Bt
T2, R BRILEREFSTHEAR . BAEFE
A HAEE &K, S REZ B, HIE & %/
REPHRE S FFEBRKARMYER., BIL
BBy 3d 17 Bh ok it 8 08 /0 T £ Ay ) 44 o 2 %
% D BEFCYR, T H AL B i L .

MeREREH, BMILTEZHNLERE
BRI AE T IR E KA. IR Apgar W
10 H et 4 LB, MR B IL S b
Apgarﬁzﬁ" 0~3 4%, MRBEHNRKERN
1% A REUBBMENRESSFTHH
hEBHERE. BF HIE WHEILARE O
RAMMBRE, MAEEHHRE. AF
B HIEMHAIILTREARRPE. 07F
PR EF® . NaS R . FEEE LU
B CIRE .

WEKRAFIE /& HIE MAXTH W, Bl S
T H A LSRR TR AL, HMREN
RAFBENZTBHEMNENRER (Lt
H, Y R, XREREETWHEH L),
TR LKA IER , BR ERSEK, B

BREFEA gL, WBERSTE, RRARE
iERREMEMER, HEALRERE HIE
FIFRIE, BRI, WHE R R a7 46K M
e BH 15 e
REEMBEEXTARAE, HERE
ERILR B MIEA, %BF HIE #i4 L
FRITHEERT LASE K&, fth{i1H 5 & £ RN =K
FIBEHEMIASIIHFRNE®EHEILK.
HEZELEA LR H 4 B & BE o & 2%,
AR R, AR 44 dr, L 12 /et
ML B R R PE, ALk I EMRT, BR
. R MR EREFT RS BHEE. Bk
FUEF IR B O, (B RE FL R & RN AR R BE
M. ZENERERK, DBRBRRE,
BHEA EEG W AR, MEBAEF
RESE el . Mry EWE BB 24 ~ 72 /)
AP ZiE, FREHRBNEX, ATXEE,
LR ST AR BURE 2 BT 5%, DL R PR B 4en
BEMNARERETHSEILE., =X
R IT A, WA, RAE
k. HESEERE R, BEJEJLRE MR
KA. BRFE-FULWEE HIE
BETHSHIAMERRGRIE.
W EEG Ml CT X} #iE HIE {) /™ &
BEMBEEEEH M. BE HIE #,
EECHRETETERRERD,; EF HIE

J— 5 J—



BRALEY, TRERBEZWHE, mH k™
HEREES HIEWNEREMENG; RITE
HEEGRI I mFRAREKMH; MRBE
BEAE, FREE 2 SR R WAL A7 A 1R B,
BErEEERIE. BRAEK G LT,
BXHEWE A NS REZWE X,

G 2 ~4 X, CT 87X ™ & HIE
KM AR EBEHATEERME | TAE
CTH MRIEZ&E T LRMGHIEE.

BIT B4 )L HIE B 4h 3 % 2 57 B4t
ML RENERNER MY ERPE, RE
—HEHEBIT T EAR — €/ R (Palmer M
VannHai, 1993 4F), {H K Wik L %1697
PO A B 7 R IR 25— BB TR
H, EHEEK, RN ES N mEE,
TR ¥R A4 £ 7 o B AT AR RO FRLUS B
o MNERT H R LE 300, B kA
R 10% X — R BRI R WA

ARBHRBITHEINERES —WE
ik, MRSHRAEE L ZIELLRR, W
H5 MU ATRE Y. HEEELERE 2
FAsELE, ERAMEKSERH 2 BEE
M. HIE B#ELBERE, BEREBR
L2 R 30% ~40%, X—RERHFRFZ
B RE S G RERARERE S & i m
. (Hellstrom - Westas %, 1995 %),

FEARMAEI (trauma and intracra-

nial hemorrhage)

A= HRE LT~ ERK
A, BESEEK, BARILUKAAE
RFEHMRY KM=, BKIL=HERE,
PP AT SR R T Rt . BT s
R LR, BEA S MES 4 Fitid,

FELZM%METENHIM (primary subarach -

noid hemorrhage)

G PRAFAE R IR T 4 LM T RESK B
KA, MEFFHARTRER, YR FEMS

_6_

SREREHRE G, BE HIE FH %KMK
ThEm, HHEEIILRESEREF, TR
ShTEASE 1 ~2 KB BR. B TEAKE
MmAEFHITREFN, SRABERA M. £
HRRETRE S DFEILAEHERGEER.
W CTX e mBEAE, MK
FETEREAHMRFEL, TREN., 08
PR AN GE VT 58 B 7 0 PR R A IR
EEG W BE WL B MR AR o, B UL T,
BRI E M HIE FTEl, BiRdELY. M
1868 i Ber R 2 LA B AINEEE 396 4 T R
B KERZWHEBREAR. HmA
SRS, HiMEREUKD R,

WETHMmM (subdural hemorrhage)

MREK4FAE AERET i % B XES KN
BRECHUMAWER, HRMWFERETLL
& MAEBEWNSEEEFAKAER, L@
Jit 5 B8 B AT S O 11 FE AR o 88 0 K BB SR R B
kE e EEK, BN ESBESE
HIE MfF, B+ 2ZEOERIN 12 M S0E K
AFIE)JE B o FFAEPE R BUA P ROR AL | SR
ERE. BRER. IUKAET. SERUE
B RSk, AR AR A B, R
B, FEEEEHZRGENE,

P BEREN A Mm@ CT FIAE A AR
BRI

B /DMEmAFRIT, HEME K
B oz 3 2 A B R W B LA R A T A R

%ﬁﬁkﬁ@ﬁﬁﬂﬂﬁ i ( idiopathic

cerebral venous thrombosis)

3B £ LR B I 4 9 PR T 968 TS L 4T
ML L A AR R, AR
PRI, B9 R B R ERREH, BH W
W17 IRt A S B Rivkin %,1992 4F) ,
MRS E MR ERE R SR,
b FE—A A WAL TR A, 5P R AR IE
¥, SEBENE, XCLZBTRERE



%, WS RAE, SOFHE T RBEER S
MRS e ERE R,

BH CT XMW Al e EX, H
MRI T2 4L 5F £ X% R i & #i 0 & 15
ERENIFA.

RF DRI AREWS R, Nt AH

{KIEEE ( hypOglycemia)

A RIS N SIET, 11 %E 4 )L
ALK B TR . JOAE AR AR M E . X
MEMBEEARSSIREBEMAREMIRE,
E AR MEAR i BE S T e KRR MR B e KR

xR BWHREIIRE (R1-5).
. ®1-5 MEJLROBEDNRE
FREtEttnmgE = NER I
BRRENDBILES &R R
ERERTR FCRMEIRIDERIRT
BRERRF XIS
7)1 RE-1,6- _BBBRZT
25 1t 5 B 1 (R R EEAMIF
2R E2 0 Jintha
PREBER G RR RRURR A
PRyl BERESNEBRZE
FRE|RIDAE BB R TLHAE
R 6 1 R 0 9% g BYERIKAE
BEBRRE X% ZBRPRAE T 2
PR IRIE 3- BEN_E - COARBBMRZIT
PERN_BINE

MeRHFIE R EEAXRRRE.,
RYRA —REEEPE R SMA A X,
BER S R XA EE AL, S RIUE
PRI . LN R PRAE M 5 R I RE 2B 3 R
m¥EE L AR, 3 - FEXE BRRE. K
TRRBRIEIR DL R RS R R a0 B, i
BET/™E (Worthen %, 1994 %),

i M P8 27 A AL AR T LA FAE R PRIR
HiE, K, wRaE, BE, SRR,
PRI AE, Wub, W, ALKAOMET, B
BEX, AIERERODEETSETHER
Bt mAE .

W B A LK B AE R BE S E R
KR 72 /N P A I B R B TE R LA i
FHILK F20mg/dl( Immol/L), BAHILIKTF
30mg/di(1.5mmol/L), 72 /NAFJ5 B A LK
F40mg/dl(2mmol/L),

BT ERKE AR R R T K R IE
., EERBIRWHIT R AR UM E R R

{X 5 M AE (hypocalcemia)

IS L 5E A8 SR M AS K FImg/dl
(1.75mmol/L). (K45 MLAE AR, HEF
kT2 /B SR M ARE. B8 BERER
o ETE TR LR RS AR S RE W (K TE . B
PREDR 38 BR Th B8 7C F 5 DL % DiGeorge i A
e Ko WA P AS MUAE WL T 26 42 4 ) e 3%
JLREAMAFET RS IL . BRFIRIR
BE T HEEE A0 DiGeorge ZEAAE,

A LR S5 IR 2h RE WAL PT th F B 3
FR 55 R ) e TT BEAE 51 R B2 — RSB R B
MR B, 85 MmN FARR 10%4 T
PLECRAEF AL, HEHS TR, BRE
L AR 20 B AR Ay i At TR

DiGeorge £ &1 (DiGeorge syndrome)

DiGeorge Z5{r fiE 5 Y o4k 2211 BBk A
% % (Driscoll, 1994 %),



K4 {E DiGeorge ZF A IEREE T
FEEMBNXHENEE (MR, FRFR
MAME) REAR. FERFIEREZ KN
R RETE . RS e Mm L&
SRML R . AE AR BT B 58 R O R 5/
MRS AE S RE. BB EE TAER 48
/NEF B, BRI ET A RS 3 K,
ERTREREIR 2 ], IREZEBESH 1 MANRKT
DR, FIEEARKKEERE, & TS
e ) BE Bk B 1 S B R,

2H Lo . RS mMERZSHHE
L, .o (ECG) £3 Q- T MK
N 5E RZ R o Fi A R4S L AE AT 28 JL 38 i R
HAH LS.

B RSmERETPREBREROR
EBRSHAE DIRITH.

SEBE ( aminoacidOpthies)

WEER A (maple syrup urine disease)

W PR (MSUD) Fi4: L i 3 4% A
BRALEE (BCKD) JLERLEHZE (FEE
HIKFH S%) FrE. BCKD &4 H 4
WEAHER, RESNERANNERBRE
B —4fEdLt (19-6-1-7) (Pleinemann
1 Danner, 1994 &),

MSUD i & A4 R 1:200 000 753,
REW. RAAH. BERAELRR, WL
m. RAMHER (A1-1) PEB, KR
RITESE S ANER 10 B, &mpsE X
BE R AR RIE,

RER REER BMER
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«- RO a—EFJ—B‘—EﬁEJE@ . R
J !
a - FETEE - CoA
FILH - Co A £ T - Coa
! e
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B-$%Efm—CM FALE G/ - CoA B — CoA
. //
ZBZ B + CoA . 7
N ‘//
’)
PERN R —D - HEN_Bt - CoA

BMi-1

6

L- BPEFR B - CoA

7

BEHIBE - CoA

XHERERNAM. | HEAMRK. 2. X - MBRKEEW. 3. RN - Coa BAR.

4. a- FREIHERE - COAKEM., 5. Bt - CoA B (EYWHEH). 6. BE
PITBE - CoA THIERE, 7. PREF B - CoA MM (BREBSEER.



MR B H AL AR RN EE
W, HrERE, BEEM, FR/EQRENK
TR T . 52 AH BRI 5K S MK ME
% (Riviello %, 1991 ), —BHKR LA,
HARBE M E AT, WA, W
KMEL, 1 NARSREERMEL,

BB MSUD e 2l 3 & IR
AZE e, EHIE, MA 2,4 - ZRERE
B, RIBMAEERGIE. 2R M0+ =
MEERKENSHFAEOHEERE . Ix
B A o T T R TR T

BT e oy B A A AT R B R R I
KA AERMEBRKE . 5T HBEM
JBR 5% 3K WY@ i (e pF IR B ACE 1 LT RE S
RS K Bt (8]

FHRIKRERT, WK XEERR S
(MSUD 1 /5, Mead - Johnson) HJ Bf 1k i
WHE— L ME, AR TENZITG,
TR, 10~20mg/(kg-D)BEMRH, F
BZH BT IAEmME EAESE (Kaplan
%, 1991 5F),

HARBMA (glycine encephalopathy)

C HERRK (GEELES HKRIME) &
HHERTMAGRIETE, B—MELRE
PR3 L% (Hamosh &, 1995 4F),

IMPKFFAE BEMANIER, B4E
6~ 8/NRHFTUEEAE . HEE. MERER 48 /h
APy B, (BRI E A A FER LA
Wi B R A R IFEE R HauRRBEEAN
BREWES . ST rEmgmE . ALk MR . Pk
AL ERREE NI . BOFEILFEE,
BEEEEE NMET . WRAEERE.

BH  AMRRE EEC BB K - W0
W, #EETREILBSETRES, MRI
AHREHRSAEAR. W2RES HHARDI
iE, FRARMHE R HERKE S, X
5 A 5 S A HLBR L AE

BT BMBRRI Y R MRR . KRBT

EEREREFEMRRY . ZEREHEA
M ZAR RN, S, HERARP R
GAEWMHEEKEIL EFRENMNEBE R
250 ~ 750mg . 7] fiif 5%, N 3 (Hamosh
%, 1995 4F),

REMBARER (urea cycle disturbances)

AFEBRS R (CPS) #tx. 5F
REZHER (OTC) = . MERMIE.
¥ B SR MU R B BR MAE (6 2R R
Z)VMEARESRAMAZRZ T8 (A
1-2). ¥ & B Z 54 L X E R
OTCHRZAE & X EPiHfE, Hith2E e
R, KEBABHZWEREMIT
JE1:30 00015 =3

G EREFAE PR 1A FF B8 508 e K
IERHENENE (R1-6), HITHEEHE.

F1-6 HFEISRIMESNRE

RFIhBER 1B
KRG & %R
BEaRDRIIE
aFNERSNBBRZIE
Bi& B IMAE
SERELEDHMEBRZE
Hitt EEMR R
Hamkgm
FIXBRIE
PEREBR A
SRURCBRIIE
AR MAE
ErF)lgmttE R mE

Mot ALK DR N EA G S - KRB, BIfE
EHEORKEITHATIAT L, 4k 3
ITHEREIRER AR, Kok MgES KR
W HE 48 43 200g/d1 (120pmol/L) B %, #Hid
300pg/dl ( 180pumol/L) tH B & 2%; & i
500pg/d1(300pmol/L) i B BK . KRG H IR
RIET .

CPS 8t Z K OTC BRZ LW H &
ERAKRBEORESBAER,



ZRBPEER
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Bi-2 AW, 1 EYEBRBEEANE (CPS), 2. LEMHEED
BEE (OTC). 3. HEETRESRA (AS). 4. HEKH
B (AL, 5. SEHEEE.

W X R R R G A I S A
I HE 1 5 A A HLBR I RE 4 3 2 JLBR R R R
RERA R, GEMAETBRER, LR
24 ANBF R S W . M Ak RS A R 7 B
AT, MM pH. BB E . ULEF. .
W.OR. 8. B BEE R S, BLER AT
ME. KEEREE. JLIER. FILBRAA
BT BE N S R

Wi AR K o 4 2R 5 L S 40 e ik
1 B A

BT OXVH G RUER S K B PA T B R 2l
RERER B AL LB ARRENFN KBS
(Batshaw, 1994 ), HEAWBBIE 1.2 -
2.0g/ (kg.d), EBERHARFNELTE R
A, BEEMBRZES, FEREAR
ERFEEREARMEELMRE, B, B
HAHMBE B ERRE . BB ER R
WENEEmES), FRECHEENER
SHM T AR P R FIE Z B A .
M EWRESELE AL HEEEE
B .

REGBRERNKBARTTEEMNEA
BRI TRER, EPRBRANEZBH
10 —

(1.75mmol/(kg-d) )WL R B L B . BRI
FEREN, RAESEMEBSES, 0]
HERMET, o, MBHKEHXBR
B,RIBRW. HER, BEXEAKREB
57 R HPRIT A, MATIEEGE e m
W

BMBRABERE

(oganic acid disorders)

AHLBRACHE R E R RN
B, X&EAmEy 2 ERIEg, 7%
BUEY R THE (Ozand 1 Gascon, 1991
F), ERHA SO0 ZHAEYVRAMEILEK
., BE: 4 ERERE, BEARRE
®, BEARRY, FERBIRHEY, &
WA RE, SRERAEMRE, Ulha-
FETRMAMRE . HIaERRIEE IR X,
BEILERTR.,

THARRHE - SRPEAESEFE
JUTRBR BB W HLER G AL .

BIXEBEME (isovaleric acidemia)
Fe R R — R R SRR A A T R RO S B



