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Fratty Ay —IA—F—thilLsE5AI L —ox
‘/1%9\;1{&’.{/7&0
C. MIRKER

Mﬁﬁﬁ%DM@W%FS@f/APﬁ%H1KﬁL
foo L/ 1[G & 4L72SNP (dsSNP:3730458) C/A:
Ala/Asp215 L IFZ 2 v > 5IC[EE & 1L 22SNP (dsSNP:
7wwwrmdmm&; T3 EES, Ty

P2IsE S ALAZSNP ((ISSNP: 7874) T/C: Asn/Asn1334L,



TN E DLy, I v 6 O3UTIZIESNP
(dsSNP: 13246 G/A) DFRE ST 4,

KEE 2 2 IS 8 s, EBMRTE OGS
LIAE) 25 & O3t Bl R A2 iE GIRIE 1)) O\ 3745
% BT L g, = v~ 4 OdsSNP: 7874, =4
¥ 5 @AsSNP: 7006k UFdsSNP: 132480 i S vz, |
AR B TAdsSNP: 700625 W i {ET I B WTCH A
ThhoTEY, TI/HMNSerk o T/, £l
OENPIZDWTHE, U7 IIHEGRE L > T, &
o, IRETHEESNTWABSNPOMLIZ, =7 0412
T/G Serl17 Arg N TG/ C Argl07Pro® ~F 34l
=N,

= DL T DKFZPS66F0812 . F 457 cukaryotes
L FFETHGEENTEY, L4 &4 130orthologues
MEEENT WD, 7. BT % B o7 Leishmania®

#£1. FHRBEFDKFZPS6EFO8METL 7V » EPCRE
ICTHET 00T 1~ —
[Exon 1]
5' Primer Name: hmics gs 1-1(F) 54GCA GAG CCA ATG AGA GCG GAC GAA
3 Primer Name: hinics gs 1-2(R) 5-GGT GAG GAG CAAATG AGA TAA TGA
[Exon 2]
5 Primer Name: hmics gs 2-1(F) 5-CAG CAG GGC AAA GAT GIT CAA GGA
3 Primer Name: hmics g« 2-2(K) 5-TAC TGG TCA AAA GGA CTC GCATTC
|Exon 3]
5 Primer Name: hmics gs 3-1(F) 5~ACA CTC CCACTT TCATCT TGT GCT
3 Primer Name: hmics gs 3-2(R) 5:CCC TCT GAC GCT GCT ATT GCT ACA
[Exon 4)
5' Primer Name: hmics gs 4-1(F) 5“TGA ATA CAG ACATTT TGG CTT GAT
3" Primer Name: hmics gs 4-2(R) 5“ACC CTA CAC CCC GCT CATACACAA
[Exon 5]
&' Primer Name: hmics gs 51 5-1TC CCTTCT CCC TCT CTG CGT GTG
3" Primer Name; hmics gs 52(R) 5*CCACCG CTT CCC TTT CAC CCT CTA
[Exon 6]
5" Primer Name: hmics gs 61(F) 5-AGG TCT GET CCT ACT CAG GCACAT
3 Primer Name: hmics g3 6-2(R) 5-CTCCCACCC TATTCT CCC TITTIG

POLL New Gene
Intron Sire AFi) 8257 7480
PCR Primars »- - »- - »> - » -«
» - » -
10q24.3
1. k dPol A IBMEFE LR OFHRB{EFDKFZP566F08
DIEE

e b Pol Al {2 M8 s (R0 5 Bl iz
DKFZPRGGFOSO M 20 LT v b, #HLUET
II)KF?P"hhl ()S!Il()qz() vy SENTVD, 7o,
s FPCRIZ L ) M+ 2720079 4%
"*U)flf_u.t’f'd L7e

TrypanosomatZ BWTh L (EFEENTEY,

it
21 53 A Major Sperm Protein & HIF#E% & 2 F
AAVEAFLT VD, ZIHOI E0S 2 OM{nT- 7%
EXHEDDynein armD NG TH Y . OE(LF
O A ARA TImmotile Cilia Syndorme®fEIR % 24 HFH &

T o TVDLMEEITWEEL LN D, ITIFHEET
DKFZP566F08AMEN S & & bIIRMUA LR T H &
VA D o 70Ty AT B VT, 1R
dsSNP; 700627 ET A4 o TV A O &2 4 » 7255,
Z MSNP & Immotile Cilia Syndrome % {1 ) AHFE D SEE
DI DO WTHEH T A48 H S,

F. 3@k

1) Acufouchi S, Flatter E, Dahan A, Faili A, Bertocci B,
Storck S, Delbos F, Cocea L., Gupta N, Weill JC, Reynaud
CA. Two novel human and mouse DNA polymerases of
the polX family. Nucleic Acids Res. 28: 3684-3693, 2000.

23 Garcia-Diaz M, Dominguecz O, Lopez-Fernandez LA, de
Lera LT, Santger ML, Ruiz JF, Parraga M, Garcia-Ortiz
M], Kirchhoff T, del Mazo J, Bernad A, Blanco L. DNA
polymerase lambda (Pol lambda), a novel eukarvotic DNA
polymerase with a poteitial role in meiosis. J. Mol. Biol.
301: 851-867, 2000.

3 ) Nagasawa K, Kitamura K, Yasui A, Nimura Y, Ikeda K,
Hirai A, Matsukage A, Nakanishi M. Identification and
characterization of human DNA polymerase beta 2, a
DNA polymerase beta-related enzyme. J. Biol. Chem. 275:
31233-31238, 2000,

4} Kobayashi Y. Watanabe M, Okada Y, Sawa H, Takai H,
Nakanishi M, Kawase Y, Suzuki H, Nagashima K, lkeda
K, Motoyama N. Hydrocephalus, Situs Inversus, Chronic
Sinusitis, and Male Infertility in DNA Polymerase _
Deficient Mice: Possible Implication for the Pathogenesis
of Immuotile Cilia Syndrome. Mol. Cell. Biol. 22: 2769-2776,
2002,

5} Bertocei B, Smetl AD, Flatter E, Dahan A, Bories JC,
landreau C, Weill JC, Reynaud CA. DNA Polymerase
and A Are Dispensable for Ig Gene Hypermutation. J.
Immunol. 168: 3702-3706, 2002.

6 A1 e DNA polymerase LE {25700 125 O HrB A6
fE 6 ]9 — DNA polymerase | KO 30T A KEIfE & @
B e W Ry 1) B £ X (1ol 1 o b (T
FSERE TPE AR TR ppl06pp 1O9AALG03,

7) Zariwala M, O'Neal WK, Noone PG, Leigh MW, Knowles



MR, Ostrowski LE. Investigation of the possible role of a
novel gene, DPCD, in Primary Ciliary Dyskinesia. Am }
Respir Cell Mol Biol. 2003, in press
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VLA 55 R TR R Wb 4 TR IUAE ) WA IFSEBE
pEliEher st

Purkinje cell®FrL v —A—E L TD
KIAA0864 proteiniZDwWT

Nt ek
(B HETFLERE € > 5 — BESETH

B S G FEAR A - At > & —
BB 5 —

B~ ) 7R

BEERAFSE b - RiEyLEL o

RS G R F 4 vy ST ) I v —13
A: AT 6 2 ST B e ffF o i o

T 5 T 1S T 56 50 5
e e Y e

e HER A #2e AN Z B -2 kA A esgs WO fde T
ik 55 111 EEl s LI R © i 4 S v
HRES
b kRS O homogenates & il & L TIERL 72 / 7 O —F VKD 9 B, HFBI6HUK TR SEFH AME O

o TR RN E 582§ %,

ThEyIHROEE v - =L LT TH L H MO THRE LN, TOROEHETIONK
{TKIAAOSGdprotein & BREE L Ty A4FAEE o 720 KIAAOSG4proteinit b MRTHIML T 285401 LD d 15 O
mRNAEHT L 2850 5 e L o€, FORESORMEIBGE TE Mo Tylvy, FOMAETMEED
COHEEPLIGRIpICE L Ty A YR S b, T L A 4 dini %355 12 T8 4 (ZKIAA0864protein®) +
YAV s e ARMREAYNILE,, BFEFHFOMBT I P AV 2y ¥ vy AOHNE TIC

A. BI%BEM

TFRVAEEELD e IR RB LT3 M) v 2 —f
WA 4301 2 2 fliffio € 2 2 90— F L hiik (HFB-16, HFB-
27) % b B WL I LT A B S o 7o Y, #
D HHFB-16H 1 Purkinjesl it 03t~ - — & LT
AihTa DU 0 72 R SARIEE T OHFB-16HK
ko TRBEN DR ENOEEZ TV, W€D
BB TS 2 T L. B8IESTHT E TIT AR E L7,

B. ixAE

HFB- 16 kPR 2P A 2 Fa T 25100,
expressional cloning % 172 72, Hv72cDNA library (3 )i
E19-2380 e MRS L OT (Strategene, La

Jolla, USA |, Catalog #937227), host bacteria& L TXLI-
Blue MRF-strains % ffivy, lambda phages®iitering % i
a0 0 {247 vy, titered phages & host bacteria®
mixture# 377, 1547incubate L 4ml LB top agarose % ¢
PR, LB agar plates® 42 L. @8 & 120 T42TC,
—lfincubate .. W2 IPTG-saturated filiers% @€ 37T
T3 —4B1 incubate L72e Z @ iilter 7 block solution{Z
VHEM] . SAZHFB-1600H 1 1 1000 solution 12 THERY,
peroxidase conjugate L 72 2 50 (anti-mouse g, Dako.
Carpinteria, USA) 1 [ 1000 solution {2 1EEMY . fe#iz
DABi il THefa LBy fhplaque & o, & 5142 3 (A
subclening% 172 7z0  BtEclone® T1, T3 primers T fij >
PCR THIlEL . pT7BlueTM T-vectors (Novagen) (Iv»
LE. colitZtransfect L4 5 L2 cDNA®sequence & 1T -



PA

FiR O TIA DA, LRI ARIER MO L D TD
S fe DT, FORERNON— S E LTI ¥ AV 22
P A EAERAT SUHI LA, & MR IZIOcDNA
M4 F 12 OriGene Technologies, Inc. 2 9 IEA L, Tl 2F0F
& b fiLE X /- Nestin promotor & #l & 54 A 7 plasmid

{pNestinE/hsp68p-IRES-EGFP) & % J[Jw THIADNAZ
g L2 (B ). CORiE., FR¥E, HiliZy h 284

ARSI b T AT, Iy sy~ IKHIL
CODNAEZHWTO I v AV vy AR
AL NArhN, DNAMAMLAADA Y - 5
e FEEEOIIIRN T T ADNAIZTRE L% vl
PO 75 4~ — % ¥ LPCR#E: (nest PCRS {1F1)
CEDAT e, A7) - FIODNAL, HILED
TAGRERH L mO R S TWHT L. JEDNATIE Kt
(Sigma) T L7z,

Transgenic mouse@fEH

CR] GENE#LB
Human Ifull-Length
KIAAQROA protein cONA cone

BFRcAEL VRS

O Pasmid mame ;- pMesunFirbsptispIRES-EGEP
Constructed by Takao tme
Date 2003,3,31

O mize. 6.2kh

O Vector backbone 1 pliluzScripn 11 KS

d

O Angiblotics resistant : Ampinlid  Kanamycin  Zewvin (other s

O Available cesiriction enzyene sie for fragmem lvoladon Sl I e varen 2
1

O Reference s eyoug o o (2000) Nat. Med 6, 378 277 et
PCMVEX1A e

Kewnguchi ot ul, 2001 Mal Cell. Newsed. 17330273

O Map:

Mouse

S ke ORRRS - Efe s —
YUAFNRAREN  HHAR AN
#k icEA

1 Transgenic mouse® {EH

(REEDOER)

ANFFETIE, & FIRR, BN T I S e
ﬁﬁ?ffﬂﬁ’fmﬂfﬁ? WL AENH B, FOIOHRENRA
BoLTid, B~ 7B ZE R SOt L8 LT,
PRI RER i 2 o~ b D 2 R
fifgeicfli s 4L 5

TN R - 3

S BBITREE IO R TR G
%wtoit@ﬁﬁ%ﬁﬂﬁwmtyy—nmmuwtf

TR 2 A ORI RO L 20 A L A g e
biUmC?ﬁﬁlHLT@%M%M®ﬁ4F54/L
fEv LB E L TITo 20

C. HIRER

HFB- 16 FFEER T 2MBREQIC DV T
HFB-164if. © b IsEHRcDNA library T W THr -

7= Expressional cloning T, #4112 2 DO ey -2
A B AL, 5 4 600 — 700bp @D sequence & {74 BLASTIN
2.0.11Thomology search {12721, 2207 1w—
1298 —100% @A EET., & FKIAAOSS4proteinT d %
YA L7z,
b FKIAADBB4protein® kT 2% 1 = v 77 AN {ER
DNAFE AT 2 v T38ILaff= 7 AH 57,
MEFLR i R A Sl LZ2DNALZPCREET A2 —=
PILIEZAZIE (LW, H2IL) ©OFF AV
Zy sy ARER SN AR 2) PG L HBET
OFEOERIEZOEEETCT, £ ATy
g ADREOFM, FOFFMICE L TR S 2viR
RTHb,

Primer 1 598bp

PC 10 25 3]

2 . PCR#:1Z L A Transgenic mouseD i,
¥ b KIAAOB64 ¢2 3% 7 SE AL ALY T~ 7 ADNAZYF
1L A wiZE—exondhPi 77 1 v — = §E LPCRiE
12k 472720 PC: positive control (& FIRDNA)Y, &
W3 — B TH 735O Y7 ADNAG ) H
3k, NolO, 25. 31D 3 WA TH o7,

primeer set% fEV /2B CH B LA5SET, & 51iZNest

PCRTHEEA L 720

D. BE

LA ORI T, & MEWIHOhomogenates % 7t
BN E LT S BRI T 2 21— Vil S b
HFB-16{3 /MO FEH W LT o r - 7 e~ —
H— sl BEATIEE N, JONEATERT B
I iZhomology search® &4t & KIAA 0864proleinT &
Lo 72, T DKIAAORG4proteinid, 50kDEL AL
B AKEL R *code L TWACDNA% b FiicDNA
libraries?r H5HE L2 OD D) b —2 T, Wl Ny
HFRMLEEATH B, ZORUOLIGEREIZINLT

3> T A wA, cDNAOHEE & Y Human pl16Ripit
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{rF-Malternative splicing T2 2 W fekANIVe 2D
SHET-04 ) M 1 TR0 > T B o il pl16Rip
JU{E-i3 #7 L v F-actin binding protein?Z & v» 9 i hidh
48, Lo LEToOREIIM- Tuiwy L, Purkinje cell
TOBEALDHE L Lve

bRV oy s AEROENTHLEDT, &
BEATELRWAA, BT AV y rvy ADEE
TR T ORI TITY, FTLT /v 2T by
ADFEEZTIFETH L, o O E,
KIAAO8G4proteinDIEFEV B s NS b L liffa it b,

E. Xk

1) it EesE. IAE, AHA YT SRR (SRR,
M b FREREARICETLE Sy a—FLhiRI
I EEASICEASE. ARSI &
s e AR IR TR 1448
FEWfFEsRisE  110-113, 2003,

RS, IR, /DA D L B, LIRS,
FT 5 e b IREST S L ORI 2 354 B b
BOEAL. AR AT AT I G e AL BRI e o
HGHOKBUEREATIENE TP L34 IE e 63
66, 2002.

)

3) UIERRE | SR AEEOST- LA A S = XL
SRR, REE~ORER. ARSI MR
FEs B SEE  SETREUERA R TR
12 EMEREE 6, 2001

4) Nagase T, Ishikawa K, Suyama M, Kikuno R, Hirosawa M,
Miyajima N, Tanaka A, Kotani H, Nomura N, Ohara O:
Prediction of the coding sequences of unidentifiecd human
genes. X11. The complete sequences of 100 new cDNA
clones from brain which code for large proteins in vitro.
DNA Res 5: 355-64, 1998,

5) Mulder J, Poland M, Gebbink MF, Calafat J, Moolenaar
WH, Kranenburg O: p116Rip is a novel F-actin-binding
protein, ] Biol Chem 278: 27216-27223, 2003.



LICAMBIZFUE~ 7 2 I2BIT 5 KR %

FHtge R TR AT ] A rsE Bt
o

FEREFH

129 % Wk %E

SOBHFLER KSR RESIRAR 5 FHEAEE:

Gl

AF o sHE B

1T R P

FlHEA 1% A
Voo 7SS FAL 2 LTIES

6D ./ = 7 A =y A DESIE

ﬁ\}bojlf_o N N . /{\%”*Mi‘f‘l 033?’115(
L DB
HZ & %ﬂ—\-uﬂ-_&zso

MREE
Ao FLd, £ OMBAILT, Hix 2Alllast ) 7 FEMGT LI LI
MEE T T 5, 6FE DA 4 7)Y (Ig) HLIRLDFET 1 Y v 2
AEESiHo T,
@mkx4/®&%£mtf«ﬁxmm%ﬁmb A HN AR O @ ORISR S B
#AETIE, Schwannfilfg s & 58 FH DAL T, Schwannflill 2
OOREEE. Schwann#ifd (2 G 3 41 7% vV naked axon® 80,
4 CATEE SRR O THEIMENGEEITR SN AMBAHEIC BV TE, KR ToM
FEILTE R R, 20LlJ;O)ﬂil‘%’iﬁ‘it?-—SchwannﬂHH’al{- Lo TR S AU RERHITIN D B du 7o P A7 BisHE o i3]
JEEET (2 BT S HIE RS D fasciculation & Schwann#l g
. R EOLIGT-DE 6 flg K A A L Schwann#fi £ O 8 lkintegrin & O TP AT X TH

LY, FOfIES
L integring & D AT T T 4
FAL, LIREHORRINIET S 6FH

wifr

{ERAT 7,
SO
13 2 O KA A R

fasciculationd® 4

A. HITE®

[k LR R B
AR TALSII B L . Mt o, a i
ﬁfyyl\*ﬁmﬁﬁﬂﬂﬁmﬁM%®MMmMMn
& Schwannfflfg & OES L EI BV T ELEH *H-
T 1234 LIlfET3 e b, v Ah ECEXREME
FIE L. LLBEF/ v 2 7 ey AL, SRk
BHAE B ACA G B BAR R AR L /NI HE TR R e
ER AR TSR E A . AR EURER O fEGE N
ERMRE LR L L ORT I LTSN TN 4567,

LU AR b ST, #k A Geflllladb ) o7 FEfiaT
BI ALY FOMINLEER R & ST Do T L6
Aoy (Ig) FAAL ZELAOFRET 1

EE LT O RO T

Yoy ZEE . integrin § EDAT T T 4 v 2EEICH
S4HFASE LTHBABESI- T8, ki
. LLBEfGT-@exon 12, 13, 4%HEF22 81200
L1&8OME IR 2 6 Holg F A1 X DAT K
WL 727 A (BD) &M L Fze 6D7 7 AD AR MER
FIBEIEHR T, in vivol BT DIEH R dhZEH A ¥ v Az
i, 6FBolghAA v 2 LLIELOFEZ 1) v
JEf, integring EDANT O T ) v HFEESITEET
LWI EATRENTY,, KWL, 6D T A DERT
BAEEBRRET . TRl DL MINITHN L. LIEET
FECETS CREMMIE AR O A A X LR G
WLED ETRLDTH B,

B. WxAHE

13



1. 6D7 % ZAOEH

creloxp? 70 —F % 1T, LULTET-®exon 12, 13,
14 %33R HE S L, 2O%, LILREZ7 10 v >
HERIOOEDTHALIKEDO6HEDIgR A1 0
AEKIMLIZ v o 4 =7 A (D) 2% L7-. FACS
analysis T, 6D~ 7 A4 6 DR 2 Efid, L1D6
FHOIgF AL X2 XML TV 5D, LIoWo %L F
AA AATTEBEICEM L Tviz, 2 bu—tiloxp ¥
AVEETAN, FEIZOHHDIgE AL 2588 L7
7y AF M, 6D Y AUL129/5vE QIR E LT,
S—10MEfod & LR AT o7,
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