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LN R Il SiE  (methylmalonic acidemia,
MMA ) J2 5 DL A — A HLER IRLAE | 32 20 i T
BETN LA A 7207 T L Al T T Al e 2R S
SRR BRI RN BIER oo B EE R A
TR 753 At N IR e A A A v ) PP B P Al
A RREFAL IUBTIAME G A, S57 BEARSHR ,
P RN IR B IR SE RV E ) BUR B A
TN NEASI;, SE R 2 R GE 5, T FE I 1
FB LA o IR A ) LI I R R I B4 e e 1k
GRS, R BB A= Lt A A B T2 A
WR2Wr ARG T TR IL R BEETUS . M
ST A LA O AT LR A 1 Ui i HR B o %
A Lo & B 1 61 MMA 2L, DU Xz EIL
ARG PR BEAE EL S FIAH DCSCHR A )

1 R

BIL, 2, il 36+ Jl, R IR B L, Bl R RUA
FEHI BT, AR 2 650 g, HAER HARIR
773 SR RS 2D MEIRZ A RS 3 d
RAE R BRI, XA B BOC B 1S A B A L2 (Waters
Quattro APT B RSB, 55700 F 3EE PE A A])
WAJE 8 d IR E , W2 0522 " A RS I BE R RS
IR BB A LRHEYT 12 AR )L BT ER I
i, WUALE? A BEAAS A4 36.0°C, 00 130 YK /min,
TP 35 YK /min, fRTE 2 270 g, )0 2%, PG A, 42
SR RIS R WK
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[(E£IH)
BIR2ARHE & L4 T 5 51 H (2012NJMU199)

*1BIHIEE (Corresponding author) ,E-mail; jiangzhang784@163.com

L8 DA T BRI H (H201343) 5 6 5 EE

[XEHS] 1007-4368(2014)10-1451-03

K, BB LR B YLtz (R b sz 1 2 T PRI RS
ABERS e, £ A Xk B A, 08 : 1.62 mmol/L, JR
FfA . 1+, FFDIRERR SIRLT 3R | FLEIRAT 2 (42 nar
R EAN SR, AR, AR pH 7.27,
PCO, 13 mmHg,PO, 179 mmHg,BE 17.7 mmol/L,
HCO; 6.0 mmol/L, LMz : 8.8 mmol/L, $E/~RIHHERR
R ST IRIR SN LI , AR BRER KT 25 . ABE
553 K, IS5 pH 7.18,PCO, 12 mmHg, PO, 121
mmHg, BE 23.9 mmol/L,HCO;~ 4.5 mmol/L, ¥ :
13.7 mmol/L, R MR h B 2 in g, 25 IR s 24X
WP ATRE, 28 TS A TS JEliFLA .

ABEEE 4 K (ENHAESE 11 d), SRR H AR BT
A L A 25 5 R < 1 P9 5E PR B (propionylcarnitine,
€3)23.21 pmol/L, 1E#HZ%1H:0.30~3.37 wmol/L,
C3/ Z Bk A (acetylearnitine, C2)1.40, 1F 2 % {H .
0.03~0.19, C3/1i# & A B8 (free carnitine,C0)0.97, 1F
WSH(H.0.01~0.18, ¥y 7 BIATIRAH (2335 -
i (B S AE B FRA A ) S5 R R
PRIVEEP /2. 1 707.97 g/mol JILEF, IE 3 S %11 . <
6.408 g/mol LI, F1 EEMIHEIR . 19.36 ¢/mol LT, 1F
WS HAH < 42 g/mol WLEF, i[RI PHEER - 1.5
pwmol/L, IEH Z#%1{H .0~15 wmol/L, MMA IIfi KiZWr
Wi, 25 TILELEA R By | mg, 1 /d; ZElE PR oe
150 mg FIR, 1 R/d; #h 78 R B IR IR E, 45
TAEG AR TR AR 2R E AR
FIAEE 2 S RER I

ABES 8 R(RI4EER B, WE 4 d J5) , A
R B PR S A3 -3, 1l C3:1.13 wmol/L,C3/
€2:007,C3/C0:0.02, JRHFEHN IR0 g/mol JILEF, H
FAIETR . 2.71 g/mol WLEF, $ngt E R B, %L, B4
MA 5 #r . pH7.45,PCO, 35 mmHg, PO, 98 mmHg, BE
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0.6 mmol/L,HCO;y 24.3 mmol/L, FLFZ:1.6 mmol/L, 2%
R 2 LG 5 WA B W WA, TEAK e,
B, hBER A ELEA R By 1 mg, 1 IR/d, ZEHER
B 150 mg FAR, 1 ¥R/d,

WSS 1A A A B LB T A R SR, 1)
#2500 ml/d, 4= K B, 1 mg JILVE, 18 2 Wk, 2 i
P8 200 mg 1R, &5 3 000 g, &1 50 cm, 3k Fl
35 em, FEPRSONAF, S A I R IDE BT R R SAH €
g, Il €3:7.1 pmol/L,C3/C2:0.55,C3/CO0:
0.28, FRHIEEN —R.274.44 ¢/mol JILEF, F A%
1% :6.81 g/mol WL, WEHEKMKEME A IRE L H 2
SREATTR R LECT 1 1 RIE AR
FBT 1 g/ (kg-d), HAIRI T A4k SR ]

SRR ILAME I, $EHGE P 41 DNA, 2838 —1X
BRI (46 SCEEA 2 FLI PCR ARG SURL
& 4E Ton Torrent PGM & M )% Ton Torrent Suite
v3.0 BT ) K BT BE R AR 45, A& 55 Sanger ]
FEEEIGE A3 )L MMAA LR RS X 2 45818
7 5 . NM172250:¢.586C >T Bl NP758454.p.R196X
(1 T4 4 4 T) F NM172250.¢.898C >T HJI
NP758454 . p.R300X (13 T4f 6 SMN@ 1), J5& N &
BSRAR | ZH R PubMed JESCHARGE , i1 Hox UL
ACEER IR A, UESE S A8 R IR TR, A A k%=
s, BARSIES Ik SOk R

P 5

FP DB A AT A L A i 5 — R i A U
20 ARFhEIERR FIMESE Bk, T2 30 A3t (&G
e (AR AR A PUR SRR G ELE ), BA
— RS E A 2R R S, BRI S AR E K
CLF HA Sy i A it H | 43w i s 47
RABAHLAR I TR A, B AT B AR L 2 ey
VERTT A8 1 T e H 10K o 3 7 1) S o7, 4l 1
TNV BT LA R 3R MMA 2L, JFIH
TR s RIS YT R R (R8RSR A )
PLEZE &S $Emi2iaKF
2.1 AgmFE

MMA F 1967 485 1 UK HAE , 1200 B R 0 AR
259 1/50 000, EKFIZHR 1761 775, KEHZH
1/48 000, f& & Z5°4 1/169 000, FEH A E L K 1/
85 000, P A i 1 X H Ay 4 TC A TR A G0 0%
BhHIE &1 = i A SORHE /R 2R R TR [ I A
UL, H MMA 45 I [ e 2 a2 3% 1K il b
X FEAIB) WA B X 129 415 FlEi A= )L

HEAT ERBR RO AT | A 30 MMA 2 ], 9125501 &%
20 1/64 708 Han>'5E X} 3 070 Hilllfa PRt A& A ik
LB T I AR BRI, At MMA 58 i1
JTIRAE 748 Bl fa LA, Rt MMA 6 )16
2.2 &R B

MMA B UIFEAETC R I RS R, ZiRi2
o LB REAR FAARAE S S K | B R | 5Bk 2 3
Bt B KUK IR A ERR . BRIt
Gh AT BB E R RS S5 ED RN
GIFRIE, MRIEAEER By, Tamrilye, BIEZE 3 d WL
WS AEA 2R B, #PREIRAEHG AR AL S8 s
4rrER By AR, ToMcEE WA TCRE , cblC,
cblD cbIF BIZ A AE 2 B, AR, cblA  cbIB AU
AR, Ho eblC R L H 0L, mut B Z2 0 JoRL
I ARG EILAEA R B AR, (BB TR SRS
B C3 B HAA IR F 3 B B E T, i
BT AR B, FUIREE IR BIEIRTT, &R
Mg, A LN T4 R B, 5 A 308,
23 KRARE

LT Al A AR5 T Bl T e R
PRI B BE L 7 BT 4005 Y AR s s AL, L
Hp R TN R A AR 7 R ASSE Ry 44 S MUT,
AL 432k mut® B (S84 TCHEPE) B mut B (CF AR AT 1
) WA R By TN ; Bl 22 AR R B A4 « 26
RV 2830 JRBGR = (cbIA ) , SR i 22 R
FERSHHER Z (cbIB) 3 LA K 3 ol by JI 2 37 At A4 4 e
FACH S5 T S0 B e 25 0 R S e R A I
(cblC cbID \cblF) " & Jf i R AL it 2R 1A , 22
FYEAER By RV, LRI ZAR TN B FMMA
SOEiUR S| WNNTITE =4 (117 P A b2 TR T =

MMA B[R Z 55 7 Fh, RS Z | BEAEZ
—RIMFHEARMATIEFISWT, SRR ZB HFEP%
AT AR BIR FH T H TSt i) il s PR
Rl b BBUL eblA FER R A 246548, R R196X/
R300X, H:H' R300X AHT Z LB AR, LR Al 4
ISR LR IR R B =, Z AR B, B
Ay AL, 5 LB IR R R ALY
24 PBRFEBAIAEILGE

FRIR IS B ACHT A= LA 1L €3 A1 €3/C2.C3/
CO FEhr¥E LW MMA BB E 5k, KA
Jo i SN PR FR LN R K R MR R /K -1 2 12
B MMA BRRE A FE R, A28 4 R o UL
I C3 KA TIEH ZZERFE N, C3/C2 5,
S5 A A T AN PR P L K1 v O
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ZeSLPRIRE N2 A R LTS R IALAE , 78 FLJR R AT fig
ST AE R LD aik: | SR A, It
Js MOHFE I It PR, BRI CO ZKFRRAR, 45 611
PABBUAF 8 P AR SR Il €3 AT 76 TF 8 Y PRl , {5 45 HAs
P PR LUAEAT 3 e . VSR T 162 1] MMA &
JL, PRSP R R H A R K - 2 v T X iR
20, Hodr 15 g LI C3 76 IE 3 35 N, T C3/C2
BT IEH o SRR IR LN R K afl C3/C2 S & hh ey
XHEWE MMA A R

MMA (LR SR, 18 I, & D™ 5
FmR HhEE A AL R BT A LI R, IR e 2
Wiy R FRE R IE R K TS . A8 LT
A LR TR A A S 2 AT e Hh B A QR
HhE A L A S 2 e R BT BEBH R4S S ST
RS BILR K L FEEAKR, TR, kst
R A, HEZh RS PG S B R T AR (i - ik
i L BHEfIZ W, (R L1152 T 284, Ui P A
SIS IR K st LR B TG R 2, — e iR
JFE AT AR LA A s X AN B i i e i,
WIRATBr AR L, BRI T R i A A B TR sE TR
AR ETZ W A T R
2.5 BRAME

MMA 442 B, TERU DR A & A iR
BRE, TATREAR Fo 2R WA AR
AR FEREC T W RS | i T X S g LR ol
T IR, BURFIRBC T WA AN BEAE by B 11 o2 ) o —
VR, WE B AR 0T AR B, A3 2R
DA IARFFAEAE R B 1697 M E, SEBILLAE
SR B 1~2 WK, BR 1 mg, 38 UL I A
J AT RSO T A, i DA A T PR B[ 50~100 mg/(kg+d) ]
FERIBYT (10~30 mg/d) , #b 78 P BRA B T S PE
o R il AN A s e s TS

MMA 1 T B o A RS WG 69T 3
Jr B2 I AR A AT I A RO CE TS
AR, WA A LIRS AR 8 S, MMA &
JUAS DI R BLRIRTT A3 T B, T o, 43 3C
HkEE O bl A RIS B b, T0% fd A A7 4 rE &
By, JoSOUTIEANEE , mut® BTG 22, 60%4ET ,40%
KB WERG, Hid LEVEREILIRIERIE 80%,

A ZR TSN N B AR 38 B A ) L &
PRI K BT RRIZIETT I MMA FAYES L, st B RT
PR B 5h SE i N — A SR P B AR e i T

BRI WT , 2R CIRd T RS, UL B RT— B

R i kS UIE DT LSS PR o 35t A AR IR

HAGIZIA, BERIZ A B TR B 5 50

Fr IR U | SR AW TR Ay T N2

W IR R T —E RS, R T R o

T A AR R IST TR —EmTe ER,
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