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SLC2A2 gene analysis in three Chinese children with Fanconi-Bickel syndrome
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Abstract: Fanconi-Bickel syndrome (FBS, OMIM 227810), a rare autosomal recessive disorder of carbohydrate
metabolism, is caused by SLC2A2 (GLUT2) mutations. The study reported 3 cases of FBS who were confirmly
diagnosed by SLC2A2 gene analysis. The three patients showed typical features like glycogen storage disease and
proximal renal tubular nephropathy. Homozygous splice-site mutation IVS8+5G>C (c.1068+5 G>C) was found in patient
A and homozygous nonsense mutation ¢.1194T>A (p.Tyr398X) in patient B. Patient C harboured a missense mutation
¢.380C>A (p.Alal27Asp) and a de novo insertion ¢.970dupT (p.324TyrfsX392) which was not inherited from her parents.
Four mutations were identified in the 3 Chinese FBS patients. Except [IVS8+5G>C mutation, the other 3 mutations were
novel in Chinese population. To the best of our knowledge, patient C may be the first FBS case worldwide with de novo

mutation.

[Chin J Contemp Pediatr, 2015, 17(4): 362-366]
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1 #ERSFHE
1.1 HFRITH

WFFERT SR 2006~2012 4 T T B 5L 12 1 3 4]
BERIFBS L (FrmEIL AL B, C) , Bk,
LSRR3R 30, 16, 21 D H |, FEISHTE] 2~7 4F .
H L A AR HE P

G RIS hRifE: i3 kA R BV IE . IFIE
BK . PRSI, SEE AR A 25 IR
MbE . SHRIAE . = FLERIAE . IKBEIMEE . FRBEAD
PREEFIBAME . BRES . R R h #555
1.2 SLC2A2 £[F PCR ¥ 1%

BB LEFBRDTEESN R ML 2 mL, 9 FH b 5O
TR K ey mATE AUAR JE i FE R 2 DNA $2 G
EPEIUEL 2 DNA; [ Primer3 7E 1% 11519
( http://bioinfo.ut.ee/primer3-0.4.0 ), g UE M EE 3L
( L) REARAREGH (519)F50E1) ,
X SLC2A2 438 11 AR F SN & i e b it 47
PCR 9§34,

#z1 SLC2A2 BHNEFRESIMFS
5144 Fx A1 E%if
SLC2A2_1_F CCATGCTCCACAGCACAGCA
SLC2A2_1_R TAGCTACACCCAACCTCCCC 549
SLC2A2 2 F GGGAAAGAACCAGCCTGTGGA
SLC2A2 2 R ATGGCCTTGTGTCTCCCACG 315
SLC2A2 3 _F CCTGCCTGGTTCTTGTTGGC
SLC2A2_3_R TGCCTCATAGGGTCATGAGTTG 605
SLC2A2_ 4 F TGACAGAGCGAGTGAGACCCTG
SLC2A2_4 R TGCCATGGACGAGAACCTTGA 626
SLC2A2 5 F TCAGGGAGGGGCTTTCATTCA
SLC2A2 5 R AATGGACAGTCAGGGAGGGACG 330
SLC2A2 6 F TTGATTCTCATCCTGACTGTCCAA
SLC2A2_6_R TGAATGCCTATGGGTGCCAAA 619
SLC2A2_7 F GGGGCATGCAGAAATGTAGCTC
SLC2A2_7 R AGCAAGACCCATGATGCCAA 402
SLC2A2_8_F GGTGCATGCCGCTATAGAAACAA
SLC2A2_8 R CTTTTAGAGCCGAAGTTCCCCA 301
SLC2A2_9 F GAAGGATGGAATTGCCTCTTATCTG
SLC2A2_ 9 R TGTTGCTCTGGCTTTATTTCGT 361
SL?12AF2_ e, AGCAGAAGCAAAGGTCACTG

808
SL;:]Z AR2 -10, CAGACGGTTCCCTTATTGTTT

PCR & &: 18 i5 £ " 2 x PCR mix 12 pL,
dd H,0 11 pL, DNA 1 pL, 10 pmol/L 3| ¥ 1 pL.
PCR 4fF: 95°C 5 min; BMEIF 94°C 30s, 58C
305, 72°C 45 s, 235 MEHN; 72°CHEMH 10 min, 4°C
Yk ¥, PCR 7= 4 H 2% 749 ¥E 4 B BE % ( Biowest
Agarose ) BERCHUKSTES, Vicalifh, W)F. ki
BT BEREARN S, X RESR AR PR AS 1 £ LA Bk
FARRAE AT A
1.3 EETREURMERIE

PG I 3] (%) A8 38 53 HGMD Mz NCBI #4746
K, X TRMIE AR R m Sk, IR [E R AL
FRAS I B LACBEA I 5505 AR T ) SC SR
FH SIFT Chttp://sift.jevi.org ) FELEHEN HEDRM:

2 #R

21 IGKRFM

3HBILh 2 B EVR R EIEEREE, KBk
57, 51l “Z2RER, kKBEE o BIL
BIEE iR KBRS (B a T8 3 Aol
T, 2HIAEMTE 3 E00) . B RBIERE
BERBU AL | CAF TR B B AR . 3 FIA
ZIRZPRIEIR, (RA AT IR SRR . K. 1
PRIARIE LA B AS [ AR B B B B WA o S0 =5 Ao A
AL RIS | B S mhs . SRR . SR
SR S L AR, TR AR R
HCO,™ B#(I%; SRR . KEWEK . 24 h JRES PR B
HE. WA BEEIRIFR, FIABER. K,
B BUKSE, AU . XAUBE &1 808 B E M4z X
S WA o N L (0 T A A = O N /A W 11
JLam S8 s 1B TR E GO HEIEDR PR
[EIHIRE R, T P4 SBCUIm; 24 h sh0H KRS
PEOEAST, 1° mEMA, QT MIHIEK, ST B
e, ARl T M, ISBE T Wbk ) o Fr
A BILE IIEHR, 85 AR R TGP B, ML
AR 3 g LG R ZERE LR 2.
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x2 3BIBRILMZIGRER
iH BILA #ILB BJLC
PESI 7 7 7
WIS 30 4~H 16 ™~H 21 4~H
IR 1% 94N H 174AH
B2 st ] 34F 74E 4 A 24E 34 A
FF HEFRIERE , KBRS ZIRE , REEG MRS , KBRS
B (em) 76(< 55 3 ML) 67(< 55 3 LML) TI(< 55 3 EAME)
K (ke) 9(< 55 3 AL 5(< 55 3 ML) 10(< 26 15 1143007 )
Ty TR R AETE |, T (2 ) BT B, R [
ERERAN L 34 HSFFIR R BLCF RO 26 H a4 WENIZRES
23 R M (B8 3.6~6.1 mmol/L) 1.4 13 1.9
&7 2 h LB (mmol/L) 10.7 9.8 A
MLFLER (Z%1H 0.5~1.6 mmol/L) 1.0 6.8 4.0
MLFRER (2% 150~357 pmol/L) 51 98 38.3
BN (B 5~40 U/L) 39 130 59
KR (2% 1H 5~37 U/L) 70 243 73
HiH =R (%1 0.45~1.7 mmol/L) 2.53 3.35 2.54
SHEEE (S 2.85~5.7 mmol/L) 5.14 7.35 4.47
45 ( Z%1{H 2.13~2.7 mmol/L) 2.35 2.43 241
ML (2% 0.81~1.45 mmol/L) 0.74 0.8 0.78
M4 (Z%H 96~111 mmol/L) 109 116 107
T 4% (mmol/L) -5.5 -9.1 -7.9
HCO, (mmol/L) 17.4 14.1 16.7
JRAE (mmol/L) 56 56 =55
JREEH (/L) 0.75 0.25 1.0
JRES (mg/kg-d) 17.5 5.36 12.64
PR (mg/ke-d) 57.14 95.98 81.22
T4 (cm) 10.4 8.6 10.1
X S %/J\%ﬁfbﬁ%‘?ﬂ . JFﬁg‘afﬂﬁ“i‘Jrﬁ Jlﬁ’éuﬁﬁa”ﬁi?nﬁgzm Fk %)ﬁﬁﬁiﬁ R UL BH
WOAR AR | BRI A EERIEE S P el
o . WER, AE4EA BB, S BTk
Sl AERESER, 2o Bk b RSl P , O

22 EENFLER

Z(EL)

3L AR T SLC2A2 FEN 4 &8 E &
FRAEAE, B2k FBS. L A Z Al 4 5y V)58 7%.
IVS8+5G>C (¢.1068+5 G>C ) , HAF BRI F] I
A5, TVS8+5G>C (c.1068+5 G>C ) , ToALFEFRA;
BILB EZIALETC LG ¢.1194T>A( p.Tyr398X ),
WL, TEREERA; BILC K2 M
AR, LGS ¢ 380C>A (p.Alal27Asp) M EE
RAE ¢.970dupT (p.324TyrfsX392 ) , HACE R INAR

B R ¢380C>A (p.Alal27Asp) , FEFE R KR

2.3 EFETRHFERIE

B a0 25 A R X e R S ESUAE A, &
HGOMD ki3 2 SCHRAE 2R, R AR AR 4 i 30 41 3 1)
BT RAR ¢.1068+5 G>C A, HiAx 3 Fhoe A8 34K I
i, H A ¢.380C>A (p.Alal27Asp) M4l X
878, i SIFT HEM, SIFT {4 0, 455 B H
FAEEH A XA 55 . 1194T>A (p.Tyr398X )
KT XA, ¢.970dupT ( p.324TyrfsX392) K%L

KA, EowRPENI .
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CTETGCTARAAMECTERSL T GCCEC

IVS8+5G>C (¢.1068+5 G>C. )

AATCAAMAMG ACATSCT TAGT

CTEC X cTAHAAMCTLCAATGTUC

AILA B ¢ sLci
IVS8+5G>C (e.1068+5 G>C)
HILB
= Lc

c.1194T>A (p.Tyr398X )

B 1 FBS RKEERRTIFEE

A s TCAA A4 GCCATGTTAGT

e
,%JLAJ sl

¢.380C>A (p.Alal27Asp )

¢.380C>A (p.Alal27Asp )

A AT CAALALGCCATOGT TTAGT

3 LIS B A5 R AR e RAE, Hop
S il

CATTETITTIETICCAC TIY CACLCCA

L A SRR IL B AR

RMEEFIBRA; BIL C YRS ¢.970dupT (p.324TyrfsX392 ) JFARRIERTACH:, A58 . i kAR W o8B i

3 i
FBS T 1949 F- 5 7./ Fanconi & Bickel $itiE [6],
BIL 3~10 D IFEIATA A Xk | AR KRR E T
B, Zaa A EARMmBE . B, ERE .
I« 16 LA R T R 35 Al 1D (TR ik e 2 )
FHEFERBUE (GSD) BEtk M. 534k FBS HAg M
BRI s B /NVE B R, LB NVE IR PR
KR, HE IR BE S e g ok, BILH
GRS 753 | NI R A& 51817 S e 73 e (]
P S A B I, A E S S B eE T,
A I EILA L IE/IVEDIREGEG 2 S bR/, JF
IR AL A FBS #1112 s 2 55 144 . FBS BJLMY
TS R, ER Ay LAR IS FR g . 2011 4F
von Schnakenburg %5 ™ JZ3E T 1 HlRIN22E 1Y FBS
B

AL HGE ) 3 49 8 Lim ARRE IR 5 S aE
AN G, BILGRmAEZMTE I A A0, B
AIENZRE, FRAEAR VLIRS, B s e LA G fi e
. S5 % A A s IR R AT K 1.5 mmol/L
fiti, ZH MILRTE, SRR AN
SRR, AR LAH Y =RE A o 3, R sE,
M AR RR v R 5 (L IRIRTCHE &, Ifi
IR, AT AR, e BILURES . R#E .
PREEA AT, see kgl WK, 1 oA T
SRR, HBR W, B R A
ARIAE R, BUKK TS A, 1 BIIRER, Irf

UL X R 48R A Bl TG . R 4 BURE
AN, BIL C BB T O E

AL FBS IR RERM LS GSD (JLHE 1a B )
DL UL o B /N TR Hh 8 2R IR Fanconi £5
HIE (FS) MES, WESHEHITEN. CSDIa
5 FBS A [A R EZA . GSD la # A ML/MR
DGR AT . = RERIMCAE, 107 FBS M HE KA. JFH
GSD Ia B Iz 2 o0 i v B /NE DI RE A, BT LAIK
A FBS 1 1 OB . ARBA 1 AR 20 25 0 i ' /N
REBRFA IR EE . FS F2 bR 30 it B /NS i R A e
g AR . AR, R, JRE. i
AERIR M AHERIRT ., BEFWHEAEZT1. 5~
PR S B 728 AN 2 Pl FS 3 B AR A I A
KMAXFI, FBS AR A REMN, R
BeESE, AW 3 FIEULIAE 1 2 A AR,
FEAE B LA At i Rtk (AR BRI R ) S5 Ak
B, Mt BILS ARG S B2 B WIIREE
IAE AT e Bh 120 1 R0 2 8L

SLC2A2 2wt i) GLUT2 A5 F Jy 1) Bk 5%
Bk, 5 D- WA BRI/ LR D- LR, D- HEE
BEAN D- B 5z 1Y Glu B IE SF 280R & X
EE LIRS 7. G bk iE, =
R Do e ™ A 1) A W T T e as LA,
T2 B PN A A AR B T, PR R AR, IO AL
B I5 MEASREA 850 2 2 PR N Wt 5, et
kv A . B SRR B AT GSD 1Y
SR BN A GLUT? Sl [ f o) 4 25 9 174) 2
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WREAG, FECTREMREEY, BINERTE, &
FRWE, GBS 5 SN S RS . R, dEw
SECEFEAS . R Santer 55 YN AR
AR 98 FARMK, TEABATTIT & B 33 Fhge s
A AR, Su AF Y 2011 AR ARGE T 2 4
HHE FBS B, KRR A A RAR ¢.682C>T
(p.Arg228X ) Fll c.1185G>A (p.Trp395X) , LI K&
¢.196G>T (p.Glu66X ) Fll c.1117delA ( p.Met373X) ,
PR IE LRAE

ARSI B 4 Fh SR AT B 4 A R AR
IVS8+5G>C (¢.1068+5 G>C ) , &L AL c.1194T>A
(p.Tyr398X ) , 4 LZAF ¢.380C>A ( p.Alal27Asp )
NAEE R ¢.970dupT ( p.324TyrfsX392) . AR
T B HGE B TVS8+5G>C (¢.1068+5 G>C ) #b, H
RIFB B RA ., S5 SudE " T RGE I 2 4
W ], N SLC2A2 878 Hh G X 38 A5 5 M i
W, X5 EAMGE L, AT 3 24 BIL G
IREIEA YIRS, RAEABER SR
[ BA R A DG . FBIL C A B R A R4, Hop
c.380C>A (p.Alal27Asp ) KU TALHE, 1M ¢.970dupT
(p.324TyrfsX392 ) Jf RTEHACBE R LB, 48R
¢.970dupT ( p.324TyrfsX392 ) FALZA ;AL , 1
REILC A RE TRRNEZ BN, Rfitks
A LGS A polyT X, A AT AELE DNA &
Hil it R T SO R R G T T, &
2 N AR DLz 5 A B AR 98 A8 1 4R IE , ASIESE
fRIETTRE R B o To L FEAE ¢.1194T>A (p.Tyr398X )
KHFRAE ¢.970dupT ( p.324TyrfsX392 ) 4 FEL
IEZE R PR ET B, R 2R B H R A
B BT R E AR, SR EUR R,
i T SLC2A2 J& K A mRNA 78 21 J& 1w #4235 i
PR, AT 58 O BY 5 AE ¢.1068+5 G>C fit
SFEUY RNA BAA ST HEG R 0T 9E . TEZ 5 RIS
o, REPR A RE, FRATSX mRNA Kk &
e PR ZH 2B A0 M A 7 i — 2B B

gE LT, ARWFIENT 34 FBS LT T

SLC2A2 FEHArHrimiefiz, Jfxh B myim R R M ik
T T HESG 2, . ABFIERBLT 4 FhIERRAE, BRAS
DR G HGE 1Y 1 FPETEIZE RSN, A 3 MO AE
Kk BRBE PR AL 5 e A 2 [E] B A A AH DG, L C
KILT —A8HE RAE ¢.970dupT ( p.324TyrfsX392 ) ,
AT e A E A E B A AR HRGE
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