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A Oligophrenin 1 ¥ (OPHN1L)EE =& *

LEE FEE EAL B B BET
E B ORBT BERA A

(WHENKEEZREXERERLRE, KI 410078)

E A Oligophrenin 1( OPHN1) # F %% X 2406 bp 5 EST ¥ 12 & 3 47 [ 78
a4, %5 8] — /> 363 bp ¥ EST AA035622 5 OPHN1 % H 4% X — % ¥ % 62% , % EST
5 — A~ cDNA ¥ 5| AB014521 %% & ICH.. 7 AB014521 ¥ i+ 5| 415 DNA X & £ £k
B L5 44T & K PCR 4 # 3 3 47 5'RACE, % 4 # cDNA X & % X #% <DNA & 7| 606
bp, 5 AB014521 $f# & — 1> 6906 bp # cDNA FF 5, # W 4,4 — 4> 2442 bp ¥ FF % 14
BAE, R 813 NAKR. & cDNA F 5| GenBank % % & % AF141884, 3 4 GDB 4
4FR4e4 % OPHNIL £ . OPHNIL £ FH 3% 5 A M HE W F ¥ BAC ¥ &
AC005348 & AC004782 EAICE , ATi X £ H Z AT 5q21.2 ~ q21.3, F H %3k &
EWHLEEALEH.

xR OPHN1 OPHNIL XEE%E RFiRESH

Rho GTPase /& Ras EFRXKEL , KBV AR BEEARFAERNAZLE T, 2WAK
B K KT BEESHSE12, 1998 4, Billuar* % 55 T A Oligophrenin 1( OPHN1)
EH,ZZEERTHEH T Rho-GTPase-activating protien (thoGAP) ThfEI, 75— X E 8k
HZEMEME HEBRAT R OPHN1 EFH rhoGAP THEER B & — 1 T(1578delT) , R 5
FRIESE. BIRBEHEITLE S cDNA UEH R PCR 930 S'RACE, RITEET 5A
Oligophrenin 1 3 & BRI VR A Oligophrenin 1 ¥ (OPHN1L) Z B, 34 % 2 B & U 7 5¢21.2
~q21.3.

1 SR5iE

1.1 EST ¥EENSHH

F1F Genetics Computer Group 3 #4-43% A Oligophrenin1 E R 4775 X 2406 bp %t EST ¥ 9% &
1T Blast 4347, 183 — > 363 bp K9 EST AA035622, 1% EST KW FH4.L, 5 A Oligophrenin 1 #
X —3HH 62% . ¥ AA035622 %t Genemble ¥ B 4T Blast 4347, RAHE 55—k K
FR AR # cDNA F3 AB014521 582 LA . AB014521 6300 bp, & —~ kK 58 # 2262 bp HIFF

1999-11-01 Y ,2000-02-28 W15 i #
*» BE“NAANZ"E AW B (219-02-02-02),“ L4 ="E KT H (G1998051002) % Bh




946 BRI AR - BUE:

B B BEAE , FE AT WA E Y TAAM . ¥ AB014521 5 Oligophrenin 1 3 K 4w 15 X # 1T Fasta 247,
RGBT 945 bp H 63.1% B, EHE K 649 MEEB T 47.9%—B.
1.2 AB014521 REMNBEEEARFBALRHRIE

7E AB014521 Hiit—335|4 OPr/OPI( W3 1), 7€ ARIBR AT IS B (AR O RR 4R IR (B,
B Tk 8 Fh cDNA 3CPE (Clontech /A &) PCR §74 . 5 RIER.O RA  ZAMIEL DNA
g 127 bp HE R Y, R AB014521 REMERBE FIRHALAFRK(E 1).

T 113 ATEEBREA DNA KI5
. }go gi’, TE AB014521 By S’ % ¥Eit+— X #5148 OPA/
+ 147 bp

OPB( L% 1), 7L M (I . Bk 4 7 cDNA
T W e | UETR SRR LRI 105 /ag10-5 47 B
PCR #1825 L AE B &% cDNA SCE H 3K 15— 382
bp H B, ¥ AB014521 ] 5' S 3E4H T 160 bp, {HFF
1 ABOMS2 REMEREFRAATmES OV TE . ERBAY 160 bp AR —
Wil [ ~ 8 FE Y OPr/OPEZEA BUBGIT SIS a0 s xt X514 OPC/OPD(HL3& 1), 7 F4 & Ready cD-
£ M AL B 1K 8 FF ©DNA O34T PCR 3 NA (Clontech 23 8] ) 1 5 4% 3k 5 ¥ AP1/AP2 17 5’
RACE & i, 18 8] — /> 587 bp Fs R =9, ¥
ABO14521 3] S ¥RIEM T 437 bp. WFFLRHRELS AB014521 BHEAL— 6906 bp B cDNA /¥
ﬁu,ﬁ'#@ —~ 2442 bp W RHE, 5 813 N EHERR. EHFHILF S Kozak —BUTF 5 AC-
CAUGG™! , #2 1 B BL AT 45 bp ) 4% 1 %% TGA. % cDNA J¥ 5 & 8 GenBank I %, B2 S X
AF141884, 34 GDB i & E R 2 IEX 4 & NN Oligophrenin 1 ¥ (OPHN1L)#H .

£1 FTESPXK

AR 5 Mg fi g
OPf 5’ cagasacagatgatgagatgtg 3’ i AB014521 RFHEE 647-668 nt, IF 5
OPr 5'tccaagpgagtgatggtcac 3’ ERRHL R RE 754-773 nt, X )
OPA 5' gagtgatgagcacctogetgge 3’ 7E cDNA UFEH 1% 745-766 nt, X [
OPB 5’ cttcaagaticetgaggacagigee 3’ OPHNIL 2K 5% 694-718 nt, 2 [
OPC 5 ttcegeticgetgaagacaaatic 3’ # 17 OPHNIL 2 H 5'RACE 576-599 nt, [T [H]
OPD 5’ cegtecttgatgagetectigatg 3’ 528-551 nt, X [7]
gt19-5' 5' gocaagagetgacgcaagtictgg 3' cDNA CEREB H 59 gt10-5'1 F Agt10-5'M U
Agtl0-5' 5'ttgagcaagticagectggttaagt 3'
APl 5'ccatectaatacgactcactataggee 3’ Ready cDNA #3k 5|4 APL i F AP2 511
AP2 5'actcactataggecicgagegge 3’

1.4 ERSHRNEREM

¥ OPHNI1L 3 5 Genemble %3 2 8 Blast 247, & BUE 18 3/ 3% 5 B KM I £ B9 BAC
FLRE AC005348,AC004782 F¥ 3 5¢ 2 UL AL, 7 M P LL B3R T OPHNIL BEBJ5 12 MR FH
HEALEH, HNETTFHEFTRBYBFECT-AGEN . H AC004782 5 STS $4E FE #4T Blast
ST, KRB & — 4> STSD5S2378(G11143) ,3% STS FE OPHN1L %A 50 kb. LA D5S2378 & F-
GDB H) Comprehensive Map Chromosome 5, T OPHNIL 2K & F 5q21.2 ~ q21.3. & F
GENATLAS 5 5 34 5 {& ) Disease Map & OMIM Gene Map - % £ T 5q21.2 ~ q21.3 B 5%, 7E
B DX A A R A S B



- BOE] MR A Oligophrenin | #£( OPHN1L) 3 B i) 7 & 947

1.5 EEMFEIEEEET S

¥ OPHNIL BEBMIBX S Oligophrenin 1 2R #4713 X # 1T Fasta Lb 35,45 R 7E 1142 bp
H 63.9% —3 ;% OPHNIL EHERISMEEFHFIN S Oligophrenin 1 k45 8 H 3 R F 5 #
ITHE, R 711 EEMP 49.5%—5 . X OPHNIL BN EAH#IT—REWH I, B&
ZEAR—-ITEBERAN6.62 WRUEER, KBRS TBY 92.2kD. FRH K44 (Pepplot) 43
WRUAKBOR—-TMFKEELR. EBE (Metif) 7 RAKEBSE 765 ~ 771 L HER

MYOSIN9B l]\/ LEKL lHl‘v'M H'Yl b. K'I\ANRI‘RI ERW\H) PA AVKLE.

P21 ®IV LRETVAYLQA HA"IT%'IF' R é“vMVﬂRh VQQKYNMG. 1. PYBFD. .. . §

OPHN1  FKF WRK! ’\’Iﬁ? KBIKTE SNIQWGK H1LNABFDPKC z'«‘avnrz NS

OPHNIL ESI IRKGSHA I NEG ’\Hk K gi SVLA \SETETDICA
P115 HE! llf‘l VEBAL 1\ SE 'H)/’;ﬁ

P190 lH i”\'\’H"D '(HR' “‘v

VBGNKTDQEN TOKQMVODH, .. NINLVSME
Pi3 'P WMVL\.R r'h‘\r‘\ﬂ' ............. ELPAP Riﬁw\l S0YD

[P Vv €1 IE 6L GLYR SG V!L} L F ¥

SCRY

MYOSINGB F. PIHA”V .QW' -TAi\( D FL FIVEEY 'EK QE i'\“ \IYAV
V

LAET

P21 YNELHLPAVI "l PATLQY

YPH VVGELNIDES Q.
OPHN1  DWDRKTESSS KI LVS . DY E
OPHNIL EWESKT lv‘l JFQRS FIK NG ESHYSE g
P115 AHDLDSV ﬁlV '1 l!*’S'H’ IFPTD'Hl lA*ﬁ[EIDI M&\H ﬁ
P190 V. TVNAVAGA WRAFFAL WS HP‘ LLEWRR1FDK TERBHALKET

P13 QWDTAALADG 1!‘»1 ll \n[\ IV'I MM' ARR ’ ! 'WGPALE.,

TIPS LK YLRELPE PLMTY L F  A3KL Rl L
| I

MYOSINGB LE H.A'HN \lb Rll”‘t K'Li B D‘«'R l&:*\n‘\ﬁ%i {a AE(E 1854

P21 LQT uvmlmlv QISAHSDQMK WENTREARVE SEn
OPHN1 RE MBEL “EHS pshui il GO 502

oo, Bl bl A T O
Flib lWRlM VLV ‘»lk\['Fl"FE‘v Hi 'QYSD!'M lDPYI%I(l m 664

P190 'M\! HM"LD VERY VERTHEN R ISQUHNT ADIRES
P13 PPTHSLHRAL FBLOWEG RMRRRAPALG PAVE mut‘«
v lpr H L Li HL VA K NLMT  NLGY F GPTL

GATHS
HS

SCR3

2 OPHNIL, OPHN1, myosin9b, P21, P115, P190, P13 EFH ML HE H K
Pileup 73 #7 45 5%
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YACKAEH (FS-F5- 2 Bt-#1-79-7- ) B A G E AR ANALHEHE Y C RMELSRA
MY — M RTX, ZXS5RER _HREMNER. ¥ OPINIL ERHBHMEBRS
Oligophrenin 1 % B B H fbJLA thoGAP 2 H (myosin9b, P21, P115, P190, P13) 4 EIEH R
HEAT Pileup 4347, £ B OPHN1L [ H A A thoGAP ZhfEHR, G4 3 MR TX (A 2).
1.6 itit

Rho GTPase (£135 RhoA .Rac.Cdcd2) /N G EH ,JB Ras BEREFEE R, IR L3
BEOMARSEMEBAERFURBEI NSNS ERNERNEZEET, 2500530 .4
K58 BEESESZEHDY. AMAERL, Rho GTPase TER MM ZTHINT, 314 5%
Ty Fo A S 40 0 55 55 3 B IS Rho GTPase AT HEMIAR 28 A K FE W MR AE K 108 Rho GTPase 7E
P LB MRS TETE : 5 GTP & MBS LA K S GDP 45 A MAETE 1LZS , thoGAP(Rho-GTPase-
activating protien) ®] 4§ GTP 7K & i, GDP, M\ ifij{#f Rho GTPase MEEERIEELSL

RAVE LAY EBFHRIEESES PCR Y T 5 A Oligophrenin 1 2 H & B
RN Oligophrenin 1 ¥ ( OPHNIL) %N , 3+ HHel B W& I 7F 5q21.2 ~ q21.3. AB014521 Y
PCRYME R LW ZBEHNEBRE BLO . BE . Z2APRE. AEEITERZERS
Oligophrenin 1 3 H BRI IR , 3 B4 SR A thoGAP TIREHL, I — 1T 19 thoGAP RIKBLB . &
HEEARBHEARESEEH Rho GTPase 455 1) GTP /K fi# 1 GDP Wy iE 4 , R B RAE R ERE
ARANASRHARESYEUNINGRE, URZRERMREETHFBOERG G ERE HER, X
S 3 T A — 2B RIS .
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