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Functional analysis of N-TAF1, the disease causative gene of X-Iinked
recessive dystonia-parkinsonism
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WFZE R R OB (#30) : We previously found a neuron-specific isoform of the TAF1, which is
the disease causative gene of X-linked recessive dystonia-parkinsonism. To investigate the
function of the neuron-specific isoform of the TAF1 gene, we carried out expression analysis
in mouse brain and over-expression of N-TAF1 in cultured cell lines. We demonstrated that
N-TAF1 varies from TAF1 gene in expression pattern, probably reflecting the difference in
physiological roles between N-TAF1 and TAF1.

AR EHA
(EHHAL : 1)
[ERESES [ e & &t

2008 4 1,700,000 510,000 2,210,000
2009 4 1,600,000 480,000 2,080,000

FEE

FEE

G
it 3,300,000 990,000 4,290,000

WFZe 4y By ¢ g dEf
B DSR « fA  ERES - AJEERF
—TU— K7 LERS

i

1. WFZEBse S0 5
HEDILS ) MR L o THEMES MY

protein-associated factor 1)l i 45
By7e T A Y 7 4 —2 (N-TAF1) {22\ T,

i

A h=TNN—=F YV =XA (XDP/DYT3) @
RRBEFREZITV., TAF1 o4 > ey
2k % XDP BERRNR LV Fr b T A
R AN E R LT, SBI2, FZRmE
L 7z & b TAF1 (TATA box binding

XDP BEMO BRI T D RBLENE L
WhHhLTnWpsrZ LrxRE L, 20 TAF1
BAR T PEW I ARG R 7 TFIID #EEKO
ROV Ta=y hELTHOLNTEY, I8
JEWEMFTZE OIS EBENRTINT



WD ZENRDDo TN, e IHE N JE <08y
FEIZ & > THHEDIRER DO EDTH D
AN, WHBICEBWT Y, B A
ToARZEDN & TAFL 2SHIBE A BN BEE L 72 <
ONDOBEE T ORBZHEL T DZ N
RINTWD, Eio, Hhx ek X N AEHHTE
aEHoZ LY, TAFL 23 &ER 7 B
EITHOHEMAIT OV THREIZHL N E 7
S>T&EE, LML b, TAF1 ZHL £T
HAE & 7R R T Y 2R s BLRR S L B RE

FoLtEZEZbNTEY, MEEELRAHBLE
X0 R R T A Y T — D DIFEER,
TAF1 25k B 72 1B A5 1 R B N BE 5
THZLIZZNETESZLMENT WA
Mot-, X oT., N-TAF1 23 hsffaIz 350
TEDEIRBEH AR —ERL, DL
72 R AR e AR B PO S AR T OO RS B A AR L
TWBDONHRDZ L &FHE LT,

2. WHstoHB

HEHE 51X, b - TAF1 (TATA box binding
protein-associated factor 1) %l i 5
BT A4V 7 +—25 (N-TAF1) # L L.
PEVEDLHE A F=T R—F v Y =X A
(XDP/DYTS3) OJRKERLRTTHDHZ & a2l
B L7z, TAF1 S EAERER 7 TFIID EA 1K
DIEROY T 2=y FTHYH, £< OMKHT
WA e BB LOHEEL S LB 2
LTV Z 21Tk LT, N-TAF1 1 3# k4
FLRY 7R S 2 52 0 AR e O AE A I L ZH D
FEREZ RO ATREME DN B D = L IXBRE N, H
EELFELEINRETOMEIZB VT,
N-TAF1l i~V A»bb bETEMEL B Z
THRFINTWDLZ L, ~UATIFAE®RE D
2 < OHIMICEB W T N-TAF1 RBIEEN2IK
WL, o~ U AEERIZBNTH I
BHENHER SN RBD SNz, Zhb
D Z L )5 N-TAF1 (%, Mmoo 34 - 4y
b« MEFFICEE R ZEZ R L TWD 2 N
RE T, T CAMIZETIX, 2O N-TAF1
DANFF ORI AN AL R B I BN 2 B B s
HZEHEAME LT, Dy ARBEAEMICE
7% N-TAF1 ORI Z — 2 %o 1Rk T
B 72 FIRIC X - TEEANCER X, 2) N-TAF1 %
oI AU FERILRREREE S A
Mk EHWE~A 7 a7 LA fEITICE » T
N-TAF1 233 BLH I B 59~ 2 38 fn 1 & M i
BICRIET D Z & 25t L=, BARRIZIE,
< U AR A~ U A DRFLRRIZ X T D 5
SRR Y ta 7 E D4y TR E R B
ko T, BAEOKBREICBT 2 EEOE(IC
7o T N-TAF1 ORBE AT — N ED
LA T B D0 EF5, KIZ, N-TAF1
DEIET /) v 7 X7 B X O EIRE&21T
YAVANT T NEERL, B FBIOwY
A B SR DR RAMERIE AT 5, EARTE O
MBI OWCTEDOFREEBILZ L, 2 hE

VRNA i L C~A 27 a7 LA T 217
e KEEBENLH L TWHBLETEY AT
v 7 L. BHIIC N-TAF1 12 L » TEDFEH,
DS N TV D ERT2RET 5, Zb
DEBRIZ XL - T, N-TAF1 23 & Dt # T
DE 2] 5N T 5,

3. WFgED kL

AR TIE, ~T7ARBAEAPIZBIT D
N-TAF1 OIEH N — o & oy -k 7
BIZ & - TRHEMICHHN, S 512 N-TAF1 %/
v 7 Xy FE IR S M A
WT, v 27 a7 LAITICE Y N-TAF1L 8
FEELHEIC B 53 5 & s 1 & MR I A E
T 5, BERMIZIE, v~ 7 AR E~ T 2D
bR L2 kF 9 2 e MR L Yt e K D 4y
FHEFHITFIEIC L - T, BAEDOKBRRICE
T BIEREDEAIC & H 72> T N-TAF1 D3¢
B —REDXLI BT E2OEHR
N4, WIZ, N-TAF1 08T/ v 7 X7
BXORHEBAEZITIa A NT 7 b
L, B hBLO~ U AHKOEHEMAOMKEIC
AT 5, EAFIZIZBIT 2 EEFEICE
BIDHELEHIT, ENEFNOMEND RNA
ZHHL, ~A 707 VAT EITS, Zh
12X 0, N-TAF1 1T L o> THDFEIHIH S
NTWAERLTERIET D,

(1) MR RO ABFEICEBIT D N-TAF1 O
FHL RS — v ERBEE AT B T-DIT, v T
A DI AT — T LA HIHIIR D & i E
2GRN = Caxtg s LT, fE
R LB X O s+ R HLE BT %
179, TAF1 IZ2oWTHREAEDEREZITU,
ERALT S, F4RIC, N-TAF1 O£
MHELNIZRB N Z — o & R T K LA
BMOBRREILESXHDbEDLZ LITL - T
BEZ TR D,

(2) v FBIXOU 20EEEMIE G
Hsk7Zir ¢ B oMk sER) 1okt
LT, HELENTAF1 Ha AT 7 b
ERNIFUAT =2 vardbhH, £l B MK
W~ 2o MIa (N-TAF1 238 L T\
2 AR I R Sk DM IEAE) 12xF LT, N-TAF1
DI 2 MH AT FE72 miR RNA R~ T ¥ —
(REIRBLR T % —) #8 AT 5, HANRR
2L > TEAEETORERAER L, FE
AL > T N-TAF1 OFEBH £ 71338
MHINBE WD LEHRT D, BT,
Bonl-rhFRoMEkic on T,
N-TAF1 OiEREIFELRER L OSSN O
L BT 5, QAR a0
BARFHBUERMIT 21T 9, N-TAF1 O Fl
FBLE L OSEBLINH 21T - 72 M2~ 5 RNA
L., A 70T LAMITICL - T,
N-TAF1 O¥EH L B#ENE 2 b D861 %



VA NT v 795, U741 25 RT-PCR IZ
X D RBE BT L DHERE, Tnb ) R
N7 v T ENTEEEBTOREKS T —T %
Wiz —ERER EOFEICE - T, BB T
MO EVER ZHERIT 5,

4. WFERE

(1) MfE R oORAREIC 5N®W1
DFBL N Z — 2 L %%ﬁ?ét N
7 2 N-TAF1 ® 7 m»*:‘/ﬁ‘é‘*ﬁof:o D
FER, vUAL Ty M FOBEENOE B
FT, FHEIMIZBYTAEYFE L2 T
N-TAF1 MEEFEENTWD Z EEBH LML
= (X 1,2),

Reverse Transcription
fragment PCR usi 922sesolrro se Tafl primers

AL AD A amroJap JAL Al AR JAU AL A

—-—-_—_———-—-—--—--—-_h

© PCR Wagrent derived foom comersn b
brn.r- odond o Wietiod g o

human TA14 = mouse TA14

\u

$ar 1) ‘“ 1 L1 1

1 vUABILOT v F N-TAF1 H=Enr 7
Dra—=7

1) RT-PCR using mouse or rat TAF1 primer
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