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TR BB AE A 9t 4% 72 i 1A (carnitine palmitoyltrans-
ferase 1A, CPT1A) . Z AE (OMIM#255120) J& —Ff K
SN 07 TR 481 B B 1 i e B AR R PR 3 A% 0 o
CPT1A % H (OMIM#600528) 45 5 33, CPTI1A j&
PR 7 R 3 A\ LORAR AT B4Rk 1 BRI . Y
CPTIA ik Z 5 F8 K AE £ 5iAb T BURAS I, B
I A AN L S SORLAA AR 17 12 B 48 Tk e Ak e 12 1k
MR e B B R S 2 RGEAEAR . X
N E RIS N NS~ PN N 4§ T
(Human Genome Mutation Database, HGMD){XWSGE T
41 #2378 (https//www.hgmd.cf.ac.uk/ac/gene.php? gene=
CPT1A), 204 578, AR SCH R ARIE 1 AR
LIAMNE 1 4~5 2l B iR 8 S 2SR, o 1 ik
AR5 T4 G qPCRIFAT T HILE,

1 fRBIER

2L, 25 101 H . W FDine s 387 A
B FEJL3 R B AR 2 R T 2 M B B IR YT
&N AR & 3 A 1 (alanine aminotransferase,
ALT)173.0 U/L, 7 3Efe A M H IR G 3 8, B
AAFIIRE , ALT 250 U/L, 3%3K5018 . ABEE 1A T E
LRIF 3 em, i, REEITCSTH . SCRHRME, &
INFGEL . ABEZW I Ref % .
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POES AN R A AT IR o L B B s 2
O R SHtE . A STCIRE IE 5 A A 5 5B E
S ASCBEREAHEA TR 2029 7 PCR A, LA ALB
SRS NS X HFRIER CPT1A 19 4~54h 8+
(A48 DUEIGHEA T ARG e B A 2 62 & PCR VS ) o
HHEAR 22, qPCRETHSIIFSI N1,

A Bt J5 4 B RG A 45 5 - ALT 206 U/L, KA &
IR & % %% #% B (aspartate aminotransferase , AST)
154 U/L, LB It & i (lactate dehydrogenase , LDH)
348 U/L, IfiLHH 4.11 mmol/L; BE 1l DI RETC % ; ML |
el W A 1 RN R AL AR 4 WUTC R . R
AT T 38 mm, FFREIE A4 K, I8 CT 7 JHFE 5%
TR P R B PRI o P4 2RO B S F L T 40 it A
MK LS 52, Tz BRI ARYE LA X 41 1 4 b
Bt A/ L AR (& 1) 5 P S s 2
JHF 240 BB AL I PR T L R B DO, 40 A P e Rk
W% SRR JRy Kk mT L Bk B s 96 A 1 A RO AR
Jir URE 5% B 3 22 35t A% AR IV T A s 1 S A
il (CO) & 25 T, Z AP I SE AR (C16 . C18) FEAIR,
C0/(C16+C18) 42 609.78 ( IE ¥ {H 2.50~54.00) . LA
kA A AL B AR UL as A A, i —
SR FH A0 S 2HL I A 7 35 RS LA B B 2 T

FEH 2 W . A BT A 5 R R R L
CPT1A JER AR T 4~5 Al 5Bk, OLACE BEE R
HRAS WA H . CPTIA BRI A A 5 E A 245
BIGAF O] LS B CPTIA B2 i . #F—25 R qPCR
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#z1 CPTIAEEFEIMNETF 4~5 qPCR I HE 5[ 411t
SRR THEITH(5'—3") IR KARE(C) B/ (bp)
ALB-QF i AGTGCACTTGTTGAGCTCGTG 60 128
ALB-QR Tt GCAAAGCAGGTCTCCTTATCG
CPT1A-4Q ¥ ATCCAGATCTTGGTGGCACG 60 162
CPT1A-4Q Fiif GTCCAGCCAGACGAAGAACG
CPT1A-5Q I-¥iF AAGCCTTAATCCACAGATGGCT 60 130
CPT1A-5Q Fiif AAACCCATGTTGTACAGCTTCC

A AR I BT 2 5, Uz B D AR 1 (x200) 5 B ILAF IX 2F
A 2 BERG A /D R AR IR (x100) .
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2H qPCR AN, LA ALB LR A NS 561K, % H bR R
CPT1A 4~55b 5119 #% DUBGHATA I . ph 1 2 2551
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TR SRR 22 H AR AR Sy kb ] UL ik B 25 1 A8
SRR I PR 26 B R L 6 2 K A A CPTIA =
i, FATTR FH 4 A1 i~ 200 e R A 7 2 DR ARG I L —
B T2,
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R A 20 NN T S RN Ry 773 4 E S
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WP 25 R — B0, A6 IE RO 2 b ok R iz 4
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KA Bl , T 2 1 D BE L 25 A% LI I
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SUA I CPTIA B Z AE B, 5 T
S o AT AE R A A I B AR I PR L AR
P, AT RIS A T Bk R A R AR S S5
qPCR B3 £ B AR A Y I ER B00E , o] LI i
AR S ) B LR S HE R S T2
(&%)
[1] KNOTTNERUSSJG,BLEEKER J C,WUSTR C1,et al.

Disorders of mitochondrial long-chain fatty acid oxidation
and the carnitine shuttle [J]. Rev Endocr Metab Disord,
2018,19(1):93-106

[2] BOUGNERES P F,SAUDUBRAY J M,MARSAC C,et al.
Fasting hypoglycemia resulting from hepatic carnitine pal-
mitoyl transferase deficiency[ﬂ. J Pediatr, 1981,98(5) :
742-746

[3] SKOTTE L, KOCH A, YAKIMOV V, et al. CPT1A mis-
sense mulation associated with fatty acid metabolism and
reduced height in Greenlanders [J]. Circ Cardiovasc Gen-
et,2017,10(3) :¢001618

[4] PRASAD C,JOHNSON J P, BONNEFONT J P, et al. He-
patic carnitine palmitoyl transferase 1 (CPT1 A) deficien-

(9]

[10]

[11]

cy in North American Hutterites (Canadian and Ameri-
can) : evidence for a founder effect and results of a pilot
study on a DNA -based newborn screening program [J].
Mol Genet Metab,2001,73(1):55-63

FOHNER A E,GARRISON N A, AUSTIN M A, et al. Car-
nitine palmitoyltransferase 1A P479L and infant death:
policy implications of emerging data [J]. Genet Med,
2017,19(8):851-857

DYKEMA D M. Carnitine palmitoyltransferase - 1A defi-
ciency: a look at classic and arctic variants [J]. Adv Neo-
natal Care,2012,12(1):23-27

FALIK-BORENSTEIN Z C,JORDAN S C,SAUDUBRAY
J M, et al. Brief report: renal tubular acidosis in carnitine
palmitoyltransferase type 1 deficiency[J]. N Engl J] Med,
1992,327(1) :24-27

BERGMAN A J, DONCKERWOLCKE R A, DURAN M,
et al. Rate - dependent distal renal tubular acidosis and
carnitine palmitoyltransferase | deficiency [J]. Pediatr
Res, 1994,36(5):582-588

CHOI J S, YOO H W, LEE K J, et al. Novel mutations in
the CPT1A gene identified in the patient presenting jaun-
dice as the first manifestation of carnitine palmitoyltrans-
ferase 1A deficiency [J]. Pediatr Gastroenterol Hepatol
Nutr,2016,19(1) : 76-81

BRITTON C H, MACKEY D W, ESSER V, et al. Fine
chromosome mapping of the genes for human liver and
muscle carnitine palmitoyltransferase 1 (CPT1A and
CPT1B)[J]. Genomics, 1997,40(1) :209-211

GOBIN S, BONNEFONT J P, PRIP-BUUS C, et al. Orga-
nization of the human liver carnitine palmitoyltransferase
1 gene (CPT1A) and identification of novel mutations in
hypoketotic hypoglycaemia [J]. Hum Genet, 2002, 111
(2):179-189

[WFsHE] 2020-08-10



