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Abstract

AIM: To screen SLC25A13 gene mutations in
idiopathic infantile hepatitis cholestasis in
Guangxi, China.

METHODS: Sixty-three patients with idiopathic
infantile cholestasis, who were hospitalized in
the Department of Pediatrics of the First Affiliat-
ed Hospital of Guangxi Medical University from
September 2010 to June 2012, and 50 infants
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without intrahepatic cholestasis were included
in this study. Genomic DNA was prepared from
peripheral blood of all subjects for further analy-
sis. For the case group, Citrin deficiency was
screened using the tandem mass spectrometry
(MS-MS, using blood samples) and gas chro-
matography mass spectrometry (GC-MS, using
urine samples). Direct gene sequencing was per-
formed in patients who were suspected to have
Citrin deficiency. Twelve common SLC25A13
gene hot-spot mutations were screened by poly-
merase chain reaction-single strand conforma-
tion polymorphism (PCR-SSCP) in the remain-
ing patients and controls.

RESULTS: MS-MS and GC-MS analyses sug-
gested that five patients were suspected to have
Citrin deficiency, but the 12 common SLC25A13
gene hot-spot mutations were not detected in
these patients in a further DNA sequencing
analysis. The 12 common SLC25A13 gene hot-
spot mutations were also not detected by PCR-
SSCP in the remaining patients and controls.

CONCLUSION: The 12 common SLC25A13 gene
hot-spot mutations were not found in patients
who were suspected to have Citrin deficiency
and the other patients and controls. Other rare
SLC25A13 gene mutations should be screened in
more patients.

© 2013 Baishideng. All rights reserved.
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SLC25A 133 B &
b EE 2N
PR UGRE ==0 2] HEF P bp)
i};;ﬂ gg:; [ 11851-854del _E555'-AAAGGAGGTTAGGAGGAGGGC-3' 9 321
REM XA E T55'-GGCAACTGCAAGTGGAACAGG-3'
ABRER AF[1IVS1141G>A 5 5'-TGCAGAACCAACGATCAACTG-3' 1 205
;I)])‘Iilﬂ: ;Eil;;)nsl(j%}j 5 5'~ACGCAGTCTTGCTAATTCATGT-3'
AR B [1111638-1660dup23 55 5'-TGTTGTGTCTCTCCTGCAGG-3' 16 123
JUH & M RE A A2 T3f5 5'~GCAGTCTATCACTCCGCTGT-3'
PR EEA y15005% 5 5'-GGAGAGTACAAGTTCTGGTC-3' 7 426
FSLC25A13 4 B
#1270 4 L2 & T3f5 5'~ACTAGTTGCCTTCTTCACCC-3'
B VIIVS13+1G>A 55 5'~-GTGAACGATTTTGTGAGGGATA-3' 13 210
T3f5 5'~CCTAGTAGACTCTGCCCTTG-3'
[VI]1800-1801insA 55 5'~CTAATTATATCTGTGATTTCTCCA-3' 17 307
T35 5'~GGAGTTGATACATTCTCATCAG-3'
[VIIR605X 55 5'~CTAATTATATCTGTGATTTCTCCA-3' 17 307
T35 5'~GGAGTTGATACATTCTCATCAG-3'
[VIIEBO1X 55 5'~CTAATTATATCTGTGATTTCTCCA-3' 17 307
T35 5'~GGAGTTGATACATTCTCATCAG-3'
[IXJEBO1K 55 5'~CTAATTATATCTGTGATTTCTCCA-3' 17 307
T35 5'~GGAGTTGATACATTCTCATCAG-3'
[X]VS6+5G>A E355'-TGAGGGCTTGTTAGATCAAGAT -3 6 467
T3f5 5'~TTACCCAGACAACAAATTAACCT-3'
[XIIR184X 55 5'-TGAGGGCTTGTTAGATCAAGAT -3' 6 467
T3f5 5'~TTACCCAGACAACAAATTAACCT-3'
[XIVIV+1G>C 55 5'-TGAGGGCTTGTTAGATCAAGAT -3' 6 467
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Jiid, IR IR 2885, 37 “Cili &30 min, JI
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B0 R 2Ky, RO B, 60 C TR HASA
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T

1.2.3 A FHADNARR: 7Eif R NDIRE T2
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HEUE I PR, $2HUDNA.
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A A TR BRA T ). PCRINAR R A,
Premix Tap(CWBIO)13 pL, DNAfHR1 uL, b~
W5140.5 pmol/L, ddH,O#h7e AR 225 uL,
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C16-17F15. C18-14 2491 5 1 iy, 48 PRAAH T 1%
ST, T BRE RTLIR-2 4R LR AT
R4S MR LR -2 88T, 25 R
WRN4-F2 IR N HIRR, HARTHE (L), R
20 R 1E A LEE T4 2T PCRA= I AT
SSCPHfiEer, TN i TR R I T H 4. RK
IS8 4671 1AM S i A i B AT DU . 34
AR IAH G R 12705 DL 5%, Wil 25 2 DL 1 1.

3 171E
NBSLC25A 133 AL T 4 (04K 7q21.3, PEIEA
TISMANE T, KEEL 4200 kb, H675AN LR
R, G i) ER (1 ORR A R PR 11 (Citrin)™, A
X431 R A 74 000. WFFUER I, Citringg 1 2R
3K T TF 0 M 2 R o B — RS T A L,
HANEFF R0 15 B 45 F 3, H D RE 3 2
JEAE R BORLAAR T R A SRR/ 2 TR A, o 2k
PPN A BT R A B R 18 1 T, [) I 4
WA Z RN T i R .

FFUAE SECi trin i fEAE & B 15 2 LI Py IR
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m & 5
S i S
U Z B BT A R
Tama AL HE 1 2 3 4 5 mean + SD 2E5EE
FSLC25A13% =
B &, A M SABZIZ (umol/ L) 153.9 118.7 91.8 2308 115.6 143.24 +54.62 3.00-22.00
Fo b k4 &, % BB TR (umol/ L) 57.7 68 71.9 171.1 70.3 87.80 + 46.80 0.00-6.00
%ﬁ%ﬂj%é ABLT R (wmol/ L) 244.8 196.7 1035 2268 211 196.56 + 55.02 0.00-10.00
gg?;@;ﬁ?i BREEU/L) 22 78 88 42 25 51.00 + 30.39 5.00-40.00
SLC25A134 & BREREU/L) 98 201 117 118 132 133.20 £39.78 8.00-45.00
RE. KW & T BRTEEINEB(U/L) 183 343 1007 58 94 337.00 +390.36 0.00-50.00
* pEET  mBmmolL) 304 469 - 319 49 3.95+097 0.63-2.44
g;;fﬁ;ﬁgg M&(ug/dL) 183 101 130 177 151 148.40 +33.93 0.00-75.00
PRI
mB 1 2 3 4 5 mean + SD SZEEE
MeREXFIS
S8 =il 107.44 90.4 58.5 54.54 98.7 81.91 +23.99 8-35
2=t 114.17 53.57 195.34 142.25 132.7 127.54 £51.20 20-100
INGTA 127.36 101.0 71.06 75.09 90.53 93.00 + 22.64 7-35
Has 117.7 115.18 106.34 108.74 121.2 113.83+6.18 15-100
C14-1 0.29 0.37 0.39 0.38 0.31 0.34+0.04 0.02-0.25
C16-1 3.57 2.84 5.27 24 413 3.64+1.12 0.3-2
C18-1 1.23 0.68 1.67 0.56 0.76 0.98 +0.46 0.2-1.2
FREABBUE DT
AIR-2 17.98 8.92 32.61 7.74 13.25 16.1+10.07 0-4.9
4-REER R 326.03 87.9 465.8 62.95 975 208.03 + 178.93 8.6-73.2
4-FECRIFR-2 2 656.56 963.02 48753 22183 1784.3 1621.9+890.7 0-7
4R ECKIRERRR 12.55 = 26.83 2.78 4.75 11.72 +10.91 0-0.9
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AHIEFE LN N P R E S L C25A 137
LI 12780 B R AR A T BRI R R M2 L A
THIRASL C25A 133 G AE L, W4 BRI i
SRS R 15 B AR B RPN =R
BN, A2 PR IS A Y i, 4-FR R
FLIR . 4RI I 1, $E R Citrink (1R
Z, WORBEEIRIK; 25 B EEIR. AR
SR NER . HERTE, #FRSMCitrin
Bk Z HE(NICCD), #t— 2w T 5L A 12 . 4-
FRIEE R IR W 0w, 4O A G 45 AR AR
Citrintr A6k =Z; 35 EHEEAIKR . NAMR. B
QIR INRIRIY i, 2P B EE AR v, 5
FECitrind & BT SORT A2 ) L A IR R FRUE
g RILR . 4-FRIERILR . 4-FRHEOR TN I R
W, 456 BRI, $¢/RNICCD; 45 BE 2
. BB RNAR. HERA ST &, 466
o L, FECitring FIBRRAIE. 4-F8 3R FLIR ] W
Thim, i G RIS SE A, fF & Citrint PG
i, SHMHEAR. MAR. NAR. HAR
W2 Th i, HRECitrindg I E. KFLR. 4-
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