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Identification of alternative splicing transcripts for the SDHC gene
and distribution of their mRNA in human tissues

Nana SATOH"!, Maki SUGAYA", Hisashi HISATOMI

t hOEIEK 60 JRE O TR S TEY, 1 2O
FRLOHRIZI by FY 7B EEFEL WD, X b
Ay R T7OFEEREE L LT, BAFLLEIRLZR
KALW, REW, 2 /30 Bie EORIEIRD ATP ~DLEH
R ~OHAETH D, ZOLIITI b FY T
FRLOER 2 IR TEENC LB R = XL F—DRPEEZ G L T
WAEERMENEE THY, oM b EENICE
T 2, Fexld, ZOIbar FITHEICRET S
succinate dehydrogenase (SDH) Vi3 H L7z, SDH (L=~
I WA 7~ VBRI T D 2 L T tricarboxylic acid
cycle D=z, MEREESAET & L THEB L TV D,
=07, anse 7 < VEE~RGET LIZBRICAE CeE
FERDEEEMRET DEFIRERBEHRE L L THEHN
TWN57ew, BEFRERMEAET L LIFEN TN D
DSDHIZ4 5D Z R BN OREREN T LEEET
HV, ZDHHO—2) Succinate dehydrogenase subunit
C (SDHC)T& %, SDHC i ubiquinone B&{LiE TTEFFE & L
T 2 & TEFOMIEL A L, SDH OFFH> 2 SO
BERE & EESE OO 2 & E 2 R L TV D,

SDHC H&ZF13 1q21 IZALE L, 49608 bp @ DNA H11Z
6 > exon % F£F>, Open Reading Frame 7> 5 1% 507 ¥ 4,
169 7 X /B EIR &%, Foxid, & k SDHC #i5T
OFBFE DRI T, exon3 IBLWexon 5 BRKT 5 2
FEEE OB alternative splicing variant (ASV) = F R L 7=,
Fox 3R LT 2B ASV (4, paraganglioma %X U &
TR BB TR ST LD TN D P, AT,
SDHC ASV DEEREMEAT %217 2 , 2D ASV Dligashll
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¥ B &% RT real-time PCR THA L7=DO THET 5,

2. MEEATE

b M RIGEMIaR DLD-1 #3725, GuickGene RNA
cultured cell HC kit S (B~ 4 /L)% AV T total RNA
Z i L, Random primer (GIBCO)IZ X ¥V, cDNA % &k
L 72, SDHC ® exonl (Z Forward primer % exon6 {Z Reverse

BEL, B LT cDNA % template & L C
RT-PCR #4417 -7z, RT-PCRIEICL Y3 54172 PCR #Y
WEPEY & k554 1% , Applied Biosystems 3130 Genetic Analyzer
W CHE RS 2 AT L, ASV ZRIE L7z, REINT-
ASV T, Wb S LT3 RACE HEIC & 0 KRR
VS DIERERAN ORIF 2R LT, £z, 7THEOE b
HORA IR 51 2 584K SDHC mRNA 1 K U% ASV
mRNA & OH|E % RT real-time PCR EIZ L W iTo 7
(iCycler iQ real-time Detection System, BIO-RAD), 6-FAM
THEAEFR L 72 TaqMan probe I exond IZFXE L, 724K
mRNA 5 X OV ASV (235872 probe & L7,

primer %

3. # B

HCT-15 #HfaH 3k cDNA % VT SDHC mRNA % B4
L7ofER, 584K mRNA HRIBREEY (566 bp) LV b
B & 28 2 TR OHEIEEEY) (464 bp 35 1402 bp) 3
TR STz (Figure 1A), S B, TN O IEREEY OB
BB Z XA LY R — 7 o AR L BE LT R,
SE4 R mRNA HREIREY (566 bp) X7 —F# ~—2 L
IZ31F % SDHC mRNA O EFELF & SERIZ—F L2729
IZ, Full length isoform &HE L7, ERERDFIET 2
FEFE O\ BB FEY) % fRAT L7-FE R, 464 bp OBANEEYD
IZ Full length isoform 7> 5 exon3 23 K2k9" 2 isoform (delta



3) BEUN402 bp OIIREEMIX Full length isoform 75
exon5 NRKT 5 delta5 ERIE L7z, 728, delta5 TI
frame shift 734E U, stop codon %% 3’ non coding region ~#%
ITLIcZ &Ik, 7107 I /7 BAHTICHELT, Th
5 ASV OffiffaNFEH &L 7TREO b N HRSEEHIC
RT real-time PCR £ THIE L7252, 245 ASV O
BT DFELITE RN THL ZERALNE o7
(Figure 1B),
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Figure 1. Expression profiles of SDHC splicing variants.

A, Alternative splicing of SDHC mRNA. M, molecular weight
cDNA, cDNA of HCT-15 cell line; DNA, genomic
DNA. Two shorter signals are observed in the HCT-15 cells.
B, Quantification of SDHC mRNA in human normal tissues.

marker ;

mRNA expression levels are presented as the mRNA copy

number per pg total RNA.

4. E =

TR A T D, BN, B, fRiEE R &
DlggRE, I bar FU T OMERTICL Y EELZT
LTV ERE SN TS, HTH, BT REREESR
DRI IVEF DR EEEDDY, I hary RYT
DNA OEEIZLD complex I 36X NIVOMAERIENR
RELTHERIEINDI by RY THA IR
<HEHBNTWDR, Folt, BRERES THE—5Z DNA
HkTHs complex TOERFIZL-TRIDIERLSL
KEEENTWS ), 2D H b, paraganglioma D BE X
SDHB, SDHC ¥ XU SDHD D7 $% ¥ Z L M il
HIRIC L VB Bk e 572, ABFFE T, paraganglioma
DIFKEIET T 5 ATREMEA VY SDHC Y725, exon3 &
U ME exon 5 3R L7272 ASV &% R L7z, SDHC
BT 5 102 HEHEKR KT 2 delta3 13 in-frame mutation
THDI, RREIRLSO Z R 7 BIE RS TN
D0, 162 DRI 5 deltas isoform I flame shift {2
£V exon5s RELFEDT I/ BAEES73 Full length isoform
L& BipoTD, L2~ 7T, deltad isoform (%
dominant negative inhibitor & L CHERE L, SDH 1&4: %1

92 EHER XD, F72, deltaS isoform [ZFRWTIT,
dominant negative inhibitor ¥ 721X SDHC & 135725 % >
NIEE LTHRRET D LW D W WD 6 O FTREME D HEH]
b, Lo L, SDHCASV % 7 u—=2 7 L7z plasmid
ERWTRIEFEAL, BRFEHRIE-ZAL L OMIE
C SDHC Full length mRNA &% RT-PCR{EIZ LV E&R L
TRER, YT TNVBEOERIBEINAT, EAEICE
feid7einotz, ZORELY, SDHC ASV [XimFIFH L
T, dominant negative inhibitor & L CTHERE L T2 2
EDIRIB S NIz, F 7z deltas isoform 1, AIREIC SAET
2P RYTICRELELTHND Z LRI,
Z Ui, Full length isoform 38 £ O delta3 isoform [FIEE, #H
g xR BRI NIZE, I har N T~
ITLTHRBLTWS EEX LD, L, BERETIT
SR RYTICREL TS ZERHALNE o7
(7T, SDHC ASV OAERBEFIIRMHATH 5,

SDHC D RZeRERIL, I hay RUThbEASR
LIBFVEVERERE R AL T2 b9, TORBE, EloB
S LEZ DN D MIAETHEEOMFE N E LD Z 0, AR
PHIEMERE L L CT AR F =Y A2 HET 5 0 7P Vs ER
BENTEMELT 2 2 EnmE SN T0D Y, F7z, Ml
REEFRAEL 725 2 & C, MEHAR SEOERICES
T ORI F OB LT T OEFE LTHEH LTV D
ENBESH, BEOBEELRBINTNEY, 5%,
SDHC ASV OERNIERMER 2B L, SDHC ASV (2 X
S TRIET DIRKDA N = A LERHONETHTFETH D,

-
—

70k, AMFFETIH A L7 ASV X, National Center for
Biotechnology Information D[EFET — & ~<— R |ZH A
FFAl S 7 (AB211234, AB211235),

SE X

1) Cascon A, Pita G, Burnichon N er al. J Clin Endocrinol
Metab 94: 1701-1705, 2009.

Pigny P, Cardot-Bauters C, Do Cao C et al. Eur J
Endocrinol 160: 227-231, 2009.

2)

3) Dong LF, Low P, Dyason JC ef al. Oncogene 27:

4324-4335, 2008.

Pasini B, McWhinney SR, Bei T et al. Eur J] Hum Genet

16: 79-88, 2008.

5) Niemann S, Miiller U, Engelhardt D, Lohse P. Hum Genet
113: 92-94, 2003.

6) Selak MA, Armour SM, MacKenzie ED et al. Cancer Cell
7:77-85, 2005.

4)



