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: Neurexins 72 #h 4 4 5 M R A & B, NeurexinlP ZA9H7 R ¥ 5 M AE 048 5. 4 o 47 FIOME A % 2L A
NRXNIB /N3 8 F Foifl % 2L 46 Ky oh B8 T, R T & NRXNIS F B i 45 X5 [ K 806 %0 % & B
W& A E B AL, $% 5 HEK293 48 fi J5 , A R AR U 30ROt 2 B 4 & 2k I 19 4% SR 0E 1 DA% € NRXINIB 2 1A /N B 2t
TR, #MfFa AN BB BRI REEEEEG DX, ", yE2RAER T AREREEE
RABBAEE GG Ky filgit DNA JF I #HTEEWRERE, &5, RAKRZKETHRUNT A B2 Tk
R A0 FRE T hHAToN. SR EKEKI NRXNIB & /N & 5 F XL F-88~+156 bp, —88~—73 bp #n
+156~+149 bp W3 i )5 7 T UE M, +229~+419 bp W B 2 T E M, FH-84~—63 bp ARG R FEMEEE T
EHEARAER T, % R T8 A& £ DBP(Albumin D-site-binding protein, DBP)#1 ABF1(Autonomously
replicating sequence-binding factor 1, ABF1)# /4% 5t B F £ &1L 4.,
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Functional analysis of autism-associated NRXN1f gene promoter
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Abstract: Neurexins are neuron-specific synaptic proteins, and abnormal structure of Neurexinlf is closely asso-
ciated with autism. To characterize the minimal promoter of autism-associated NRXN1p gene and identify functional
elements regulating its transcription, luciferase reporter plasmids containing different regulatory regions upstream of
NRXNIp gene were constructed. After transfecting HEK293 cells with these plasmids, the minimal promoter region of
NRXNIp gene was determined by detecting the transcriptional activity of luciferase reporter genes while the corres-
ponding functional elements that significantly enhance or inhibit the activity of reporter genes were further screened
out. To identify cis-acting elements, continuous nucleotide mutation within the functional regions and adjacent DNA
sequences were generated using site-directed mutagenesis techniques and then transcriptional regulatory elements
in corresponding regions were analyzed using transcription factor binding prediction tool. Our results showed for the

Y5 H#A: 2015—-03—13; {&[= H #3: 2015-06—16

E&TE : 5 E i AT IR REvHRITH (973 THRI) (45 : 2012CB517903) ¥ )y

e B XL, BULHETTE, B dim. JOMESORHLE. Tel: 023-63633751; E-mail: yanse.429093913@163.com
BIEE: E-mail: zhouweihui@hotmail.com

DOI: 10.16288/j.yczz.15-105

™ 4% i BR B 8] : 2015-6-30  15:43:25

URL: http://www.cnki.net/kcms/detail/11.1913.R.20150630.1543.001.html



802 £ f# Hereditas (Beijing) 2015 37

first time that the minimal promoter region of human NRXNIp gene is located between positions —88 and +156
(—88/+156); two regions —88/-73 and +156/+149 enhance while the region +229/+419 inhibits promoter activity. The

region —84/-63 significantly enhances promoter activity as cis-acting elements, suggesting the presence of DBP and

ABF1 transcription factor binding sites in this region.
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