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o A A
G

CAK SRR B 00y 2 HY 48 BRI TORL py R ML 1 431

ER:S

BRAE T

(HMKFHE—WEERIDILAE, Fd M 450052 )

BIL, B, 24 A, BRI 55d ABt.
55d 87 (A S5d) TTHEER B kYL, X
RN g, A, KAMETCSE . R R
BRI 5d, KR E G E1525, 15d FTE
JREGOME, E 42T “BEAY” )T
| e, B B AR, AIF . WBC
23x10%/L ( B %), Hb 62 /L ( F& A% ) , PLT
146 x 10°/L, 2 MAHLT R 18 mg/dL (FHE) o Mg
Fe XU A SRS SR . R TIRYY, FREIR
Be, DL “L 3R, EEA R, 2. SRR A
i, fA€¥: T37°C, P 165 YK /min, R 45 {X /min,
KT 4 kg, kM 37 em. HEW, K2, 255K
RREE R, WRE M, RERMEEE MK, 1
15x 1.5 em®, “PHK, JUBTCHY, MEALXHER
SR VBT 1, MRS 780 o 5905, BRBR TR .
SE, ZMUE (+) , XUMPEREERL, AT ] e ng
Ho DHEVFZ TR, BT MWK )
PR, DRSS . WM S S mT g i, A
S BRAE BRI o ABEJG 25 ML . WBC 2.5 x 10°/L( [
) , Hb96 g/L., PLT 127 x 10°/L,, N% 24.8%, L%
69.4%, P QAR (MCV) 1021 (F45&)
PN LT & (MCH ) 35 pg (FH& )
X5 £ 40 i it 21 8 Uk EE (MCHC) 343 ¢/L; ¥
UL AN R 77.10 x 10°/L; AFZhAE: ALT. AST 1E
W, BEA 433 gL (L) , AFEA 333 gL ([
%), BJHLTZE 1142 ymol/L ( THE ) , [AI4EARZT
F 107.9 pmol/L( T+ ); 1L APTT 49.10 s( ZE ),
RIEH ; M5B 4IMEE G (+) 5 C RN,
FEESZ . IR, %M. Z YR, E)
BB, HLM RN R BR DI RE I IE 5 . BRER CT: XK
it AL A e B B R o Sk MIRT . 1 U K i >f Bk

[ Wik HIH ] 2014-11-30; [ #3ZH 1 | 2015-01-10
[fE&E I ] oo, 5, i,

G 5 S A, W TTAMRIBRIG Y 2. IE R4
P Ko Coomb'SiRLS . Ham RGP M2l FE g
i UV A ) 1 377 R o A = X /N || AR
FIA R M B 28 HZAETRER, KR 58.8%,
217 26.4%, FLAMIARAR, AT WL EATIRAZ R
Mo, LRI TAMEEE LA, BT UL RLIA M.
SMEIMYE e UL A AR AR, UL RS
E A rE g 865 . 2Wih: 1L EFREESY
paPEST I, 2. XRE MR, 4 THIERIRLLA
i 0.25 U, 442 B,, 0.5 mg JLIFE 1k, HIRMR
o RN e B SRR SRR YT 1, B A
F: WBC 2.6 x 10°7/L (F&K) , Hb78 o/L (FEAIK) ,
PLT 80 x 10°/L ( [& 1K) , N% 48.1%, L% 41.9%;
WLLLT 255 20.3 x 10°/L( BEAR ). 3R AT UM TC L5
I H B PLT B&AK, 4 1L 4k A4 & B,,>2000 pg/ml.
MR >20 ng/mL. 25 & E| B IL LR, H N
25, SREEg, kBN, BRI, e AR
WP REME R, BAT IR R s AL AR T A, RS
PG /BT (GC/MS) 7R B JEPN R I H 3
MR I o I R BT (MS/MS) 7x: NBERA
el PN TBE PR AR/ £ T PR EL (Y e, U TR R
fi%, Z5GRH N i m, $n F LN R
iE ( methylmalonic acidemia, MMA ) TTREME R, FT
MMA BRI FGIR: L A#EH MMACHC £ ( cblC
WA ) p.W203X Fl p.E213X & &2 4 7% 1) MMA
PP [ B e SRR L BB . SR i2 N 1 MMA
(chlCHY) 5 2. EMR . BT IRGIEAKE,
WERFELEAZE B, (1mg/d) , HRMER A
JERIETT TR B ARG | M S ST SR FRTT
BIUKS M, M eSS R BE, Bedbi FHFEik
B ks (HENS-22) R4EEZE B, A KEIT.
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FISRRTT, 1M,

118 MMA WK LN T IRIRAE, J25C Rk
A HILER A C U B A v A L A — i e e AR v gt
g, SR R DR T R TN BRI A AR A3
( methylmalonyl-CoA mutase, MCM ) WEPEAIG T sl
W R (4R R By ARG s &R
A 1/50000~1/100000, 5 45 i it ¢ 25 750 1) AN []
1 MMA 5328 7 Fie), o MCM SREEAHG MCM
SEAERZ (mut’) FIBAMERZ (mut™) 2 FP2AR;
K Wiz AR 1 B A543 45 cblA . cbIB. ¢blC. chID,
chblF 5 Fl 25 A1 mut’. mut™. chlA FI cblB I & F)
Jy B Al M MMA, fij ¢blC. cblD 1 cblF %1 1| 2 B
7 MMA £ [R) B2 B 22 82 MG o mut’ . mut™ 28—
XFRFNHYEEER B, 167 JCAL, cblA Fll cbIB
A3 X R 44 R B, YT A ZL, T eblCL cbID
Fl cblF BN K Z 0 44 2 B, 1697 A A8,
] MMA K22 h MMA fF:[5] 259 2f Je Z02 i i ™, i
cblC P AL H A T WL ZE A

MMA I RFIAS 5, S5 UL RE R S fil 28 2
GiSH, WIGREWRM . Ks8I,
R A R R g L T A G A R S R R e i R
2 PR, ARIEXT LA B, WYY RCR AT Ao A
K By, W BIFNGE A K By, TCROW AL, B RIZTE
1% AN R, Ko Ear A J LR H EE g e . AL
sk 1 SR KO E R R, 2R E B,
TCRBEH, KERAT T MCM BRFE5 1R ek
RN ZAE 4 2 LSRR, "THIFLR5HE ",
cblC MZAIE MMA A4 7] 28 2 S 2 1 IAE H e U Y
AN RERIAERKE TN, MAEREAT
S LI 2R 0 S G LA P DAL /D D/ I I
PREGLEAME D A H R B RBUN 440t 72 i
(R IR B b o A LRIJE cblC RS, F2%2
KRB EIE, B rESa, A 40 i A i
AN, G 2E, SKBUN, mh, f T S
ARTCRF S, 5 IRk 4l 4 v 2 I A R w3
AFRURER , 17 5 8 R A= 200, SR Fi2 .
AW E AR ZAL, B 5eE IR E L4 2T i
KRR EBAE 6 A ~2 B 200, A w5
s, i MMA AT 7EE A LIED & s Hoks bk
5 &0 20 M P 3% s o 2 PR ko 4k A R B, B,

MMA BN TCIH AR, A5 I ATRE P 3 5 1. O T
FEIN R By A M 2 I A R LN SR R AR DN
TCMRFEAN 2 s If 0 % SR MMA (7T RE, ¢ 51
RAEA MR RGRERI L,

JR GC/MS 437 F11 1. MS/MS 43 BT & 712 MMA
B 2 W o T8 TR 7 JER S 2T 44 240 it 45 20
U A il ) T A SR A 12 MMA 3 PR 58 A8 437 2
112 MMA 204753 RIS W 5 T S840

MMA FE ST I A ek s A = 4 1 7= A
IR MAR P RR, EERYT R R e
B, PRUERGEAEN, FREEAEA, 90 H
KA EBAS . MMA LT A& S E R 55
FEMRVRRIRBC T Uy (B0 S-22 4% ) |, [RIET#EE
DERIREAT, 4B B, WAL EZS T
YR B IRYT, AWad TR BRI TR AR .
Y& By, RN EILLMREIRIT b E. 24908
TR AR By, A RIETT . ISR, R
FHAHIESE . X TF4EE R By, JoR bR H AR B4 HilAL
R ZER MMA LA % B NERSAE, REfg &4
IEACHIEEAL .

MMA 105 B T i S A | % B S
BITRRE, FEHL, Fi2lr, BIGY7, Bir
LRI LI R MGE B .
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