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(1. PEEAXS o4 BS54 8 35, i JLf 110001
2. P EEA KRS 2012 LN)LES LA, 3T kM 110001;
3. PEEHAKFEWEATER PICU, iL7 &M 110004)
2L, 7TNH, BB 7d, K 50.1%, 1 43.9%, RBC 3.35x 10'*/L, Hb 90 g/L,

3k, NE 1d, KMREZE3h AR, &L
1A HT TG s R B TS, HE B R sk )
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JUH I Z IR, B, KRR TR R AL
ABEHT 1 d 7 0] 8 LE VS SR, HE KRR,
1d P 5~6 1k, fErz0h2s, b B BT I & Bk
. WBC 10.5x 10°/L, N 29.3%, L 52.5%, Hb
103 ¢/L,, CRP & IEH , Wik “AYEEER"
TRt R 8 S S A E R . ABE 3 h AT, ALK
1K, HRJE R IR RN 22, W20 2% , SORIKBE,
2L CAMIETER WATRRE ., BULBR A,
N BL, PREGFES T T, HIAK
RIBARACHEPIR S, BEEARR, A0 10 Y &
TGS, ANEEARE RN R

A BE AR 46 A5 T 36.6 °C, P 140 1K / 47,
R 40 Y& /4, Bp 102/62 mm Hg, K W % F SpO,
97%, 1K 8.0kg, = ILFIRI, RE N2,
WP 2, P I SR 25, B e B = MR
(=), HETCERL, JH& R RRms ey, sk,
HIX 1emx 1em, O, SUEFLE RER, H
3 mm, XPGCRUFRAL, BREGBICAKM, ARE M
W, Sk, RSP XU IR S, R
KTWE &, OEme. 855, KR4
T, EMEEE, AFRIR 7em, FRMERE, WA
Lem, Ji I BEAE, DURCRASFEES, BA0INE A
] 4 s, XSUF BICA,  XSUI B R s S mT, 22l
ELERAE (=) . AMERAE (~/+) 3 KWL RE
o BRAE A L B o

A BE I # OB K A 8 WBC 15.0x 10771, N

[ Wik HIDT T 2014-02-015 [ %52 H ) ] 2014-03-08
[FEHEfA ] M, 2, Sk,

LIYNARERN 29.20, Ifi/IARTTEL 408 x 10771, 1L
222.5 pmol/L ( IEH{H 9.0~33 pmol/L) . IS & T
Na® 131 mmol/L ( IEH#{H 136~145 mmol/L.) , K" 5.4
mmol/L. ( IE#{E 3.5~5.5 mmol/L.) , Lac 0.6 mmol/L
( 1F % {4 0.7~2.1 mmol/L.) , BE =8.1 mmol/L ( iE
WAH -3~3 mmol/L ) . HEIMINEEAAT . F5E 1M Jiff i Bsf
[ (PT) 22.1s (IEH#{H 10.5~13.5s) , iHifkilsy
BEIMIHEEAT] (APTT) 53s (IFH{H 21~37s) ,
BEIMEERTE] (TT) 20.5s (IEH{H 13.5~19.58)
C- R IR . mA ek SEE 572 ¢/L
( IEH {6 63~80¢/L.) , HAE M. HEKHIEH,
A N i 2 i 262 U/L ( IE ¥ {5 0~40 U/L) , #HE
Mg 812 U/L (IE# {H 5~34 U/L) , RHL R
65.1 pmol/L ( 1% {H 3.4~20.5 pmol/L ) , FIENHLT
# 52.3 umol/L ( IEH{H 0~8.6 pmol/L ) , [A]3AHZT
% 12.8 pmol/L ( IEH{H 3.4~11.9 umol/L ) , AILERI
fiti 593 U/L ( 1E % & 29~200 U/L) , WLFR 4§ MB
[ T/ 66.4 U/L (IEF{H 0~24 U/L) ; JREIEH,
WL B 38 pmol/L ( 1E % {H 45~84 pumol/L.) 5 Il ¥
0.73 mmol/L ( 1F % {& 3.9~6.11 mmol/L) ; ¥& ¥y il
27.7 TU/L (IE¥#{E 40~129 TU/L ) ; A& 80.5 U/L
(IEH{H 13.8~51.1 U/L) 5 2z HoK o B AU A K
A& 706.1 pg/mL ( 1E % {E <300 pg/mL ) ; [F] T
i 54.3 pe/L (IEH{H 0~6.3 pg/L) 5 WIS |
3.85 ng/L( IEHH 0~0.04 g/l ) o il CT F-FH 4%
XU | BB B B A L S, S I 28 1 B S A1
JEEB = 4R R RS Il A b RS IRk
IPRERRE . I CT iR K. EERRNIIT.
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BRobs (2) ZAEIRERER COML. M. ik
G, HERGESAMARGEZR) 5 (3) SEE
RIS HEEMK; (4) 2VERAEPEACEITE
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PR RGBS P A B Z S ( primary
carnitine deficiency, PCD ) ; (2) &IUMRG T4
BEPBRIATT , I 5 B — 20 i DR ARG, DU A 7 5
Wiz LRI EILEREZER)ETT (48 H 0.15 o/ IX,
tid) Y097, 3 d RSO IR E A RIETTiRYY (B H
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M A AR A, RN AR AN, S
MRELER . HEMRa R AR WU RS .
WLFR S MB [5] Tl . [5) TR E . WUESEE A 1.
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PCD. SLC22A5 & KU 7 46 0 2] SLC22A5 P4 11y
PN ZE 9875, ¢.394-1G5T c.844C>T, p. Arg282% ),
BILFIEH ¢394-1G ., .844C 7 H K . A2 25 5
W c.394-1G>T 24 &5 R AE, B} B H#4f ¢.844C>T,

p. (Arg282%) J85 R4, fEk 1 MHR, BILH
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T8 PCD & SLC22A5 PR 98715 5 3% 1A i s
iz 8 OCTN2 Dy REGREE T2 i D7 e A AL
J& T8 G AR R ks AL, TEA[R] E S X Y
PCD BJ%F A 1:40000 £ 1:120000 A5, AREH
IE TR EZR N 0.5%~1%, B K14 HA
7 BHEREBY L ZIENEN TR YO 5q31,
510 MM F, CHRE SN R S A
1~9 RINEF 3. 78, A kAT
Lee 25 P RGE TR [E 4 75 H X PCD HULAYHA S 28748
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1 L] 252 i A A A e . WSk L R R
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JEIE L O E . WLPsZ ok A W, PR AT BRAER
RIS . AR . sk BLO WL . BRI
DU . AFRR R, SR (Reye ZEAERE
s ) . WEAEIT R SRR BRE RS

PCD [i2 B 3 AR 2 157 25 TR B - Bk 2%
FEAIL (<5 pmol/L) , FFBRAMIKAPEREK, SLC22A5
KR g AR K AT E— A2 Y. 1975 4F 3 i) PCD
BILIGE S, ZRTEImR Lz 2 Ea ™, -t
ARl iz B BT A B AT TR R AR e
Tk PR B 1 R 2 35 PR 0 2 5 PR A LR M i — o
Tk AL A R B AR R, Ok 2 LAY
| S B2 W, FhEE B AE M s 1 BEiE L PeD,
LA WE LG I wE . e 55 . AR, Py
51 S £ NI N = T 11 G2 = A i 2
fRIMBESERI, <o S 2 E = RO A
@ik - PR RAA (TR ) /s i
AIB 0.35 umol/L ( TEF{H 10~50 pumol/L ) , I ARHf
28 PCD, [HFFRIEATEEAI . Z2Wi 54 T &
LA AT AR H 100 me/kg, 43 2 I EIRIAYT, 3d
Je LRI . MRk, RGP, Wi,
16 d Ji BIL—BeRATT, HBEG AT, BiE 5% ©
I FFY B R T A A A 5 PR B 3 PR) i 7
X U 25 PR 2R AV 1) AR LR AT TR B i 2 SR TR 2R
AR, SEHERIZ L 17 6], 2B ILYS T AETE
WIATT [ FHE N 100~300 mg/(kg - d), 73 3 W
AR ], BEVT 3N H 2 34E, 14 BHEZIBIT IR
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A BILABERT ARG R ORI 22
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OESZ B, RIS (R R . AR o
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c.844C>T, p. (Arg282%) , PCD 2 Wi M #i. T /&
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AR OA A, 52 A e S TRV K T i 5 TR Ak S
2RI PR A i I 0 s
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2. THiE . UGENRESERIT . SR L—
FBE I K 28 AR 100~400 mg/(kg - d), e AT
1R AL B, 100~300 me/(kg - )™, — 43R4 H 2~3
W& T, LAMERF I PR PR e o (B JRGH)  PA ik
HITAIRES DB E RS | A0S B mE AR,
LRI AT e N, PR AT . LIRS
US4 A 225, Komlosi 45 ™ 4tiH, PCD
BIL 2 D H AN SENIRIGS T, PR, e
K SO ED REBIIK Z AE . PCD B — ik
TRFIRIRE 2R, (HA## S PCD sl
FERIL, ARNRTRE, JEHOERRG K EEIR TR A |
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BB, S R 07 AR IR L ol S L S e 1]
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