HEHEE IOV CORIEHEE

T TEZFATD 9 RJEICH T DIRBA A FT A AMAER LB AN 7 DEE ] ~DFE
TCEEL, REFCELLELED, ZOREZHEIVZLET,

TR # A &

K4 E[
HEEA /- I1IAME

(ZHIFD 5 RIEICKT DRI A R T A AAERLERBI N 7 DHEE] ~DBMD
FERE 2RV LE L,
¥ # A H

i
FiE

K4 HI
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T, TEFRFO S REISH T DIRETA BT A AAERR LB 7 OB D%
(AT HRBRHER TRICESTZHEOMYF EEA 7 THRET DI L) 12
DOWNWT, BHRBHAZZTE L, £, M7 TOREICRE LR THALR
MBEZF RN E LR LIZLET, A ZHEBR N7 TRETDOIZLICAELE
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BAGBR R E e (EHAIER BRI ZEE3E)
[ZFERTO 5 BAREIZK T DIGTAT A BT A AR & BB 7 DORESE
SRR TR

N7 UTEEB 2 - PLD BE (D2 BT

MIESHEE R IR FUERE ERERR SERE B
MEHHE T AT FUERE BEEERR PERE A

WrREE

T, BREZ#Dv PLD OFEREEF & LT protein kinase C substrate SOK-H
(PRKCSH & SECE3WRESN, #7247 47 RO PLD BEDOFRR THEH D&
FEBRPRE I N TWD. KEIZB T D Z3FD 5 BJE(Polycystic Liver Disease, PLD) D5
REAHR L CIBEN A R A U E2ERT 572912 PLD e 7 TINE LB 2R L
T, MBLTFOEERBHT 21T o7, MEE OISR T PLD 8B 7 ITRFL TV DL
~ U VEERT 7 4 e R & VT DNA O % O GAPDH &=+ @ PCR 23 4T
TEXDIEEHERINZ. SFE X, PLD B#EBEE T Open Reading Frame(ORF) D& &
BEAN—THT T4 ~v—ty FEEF LT, HiH L7 DNAIZ>W\WT PCR #fEfTL72. PCR
FEM D — o = 2T 2TV, B FEREROFERZF /.. PRKCSHEF?® ORF I3
—RT63.1%THY, ZOPFTEIEFERITRBO bR -o72. L L, SEC63 Ei=T T,
ORF 77 /N —3(% 33.9% &RV & D DEEHOERF T2 V2 18 DRI—EATIC 1 fEREDE
BARD o, BEFEREORD bIVTIEF O I Bl 796 C SECE3 5 /37
DRBANBBD NS TEMBEENTEY, ZOEERN PLD OFRRK & 5@ b h0RE
ZE| X 2T RRRES R S LT

AMFZEHEY

PLD A 7REB CHREDFEMITD-> T b7, ERMIKIT 2 MEITEFRE > ERF
DHTHD. IH, PLD OFEREERF & LT PRKCSH & SEC63BRIESNT-. T4,
74Ty FRUAET A ) 1D PLD B& OF R THEOBGFERPRE SNR, RO
FEEIZATBIC X > THRAY Th o7z, BRIZBWTIL, PRKCSHIENZ SEC63 BinT DAL
it %23 0 T PLD BE OB & - LB FRTOBME TR STy, AR, A
FE DEHR MR B RIFFEEE CHE L7 PLD BN 7 ICEB L TCEEAER LT, BERD
PLD & CBIT 5 PREKCSHEL TRV SEC63BInFOERAZMFT T2 L2 BRYE L.



B.Af3E 5 %
1. PLD B EBEGFOERZBNT T D007 T A ~—5%EH

BB TOEBEBEFERBITOXBREZSEICLT, 7IA4A~v—RitY 7 FafEoT
PRKCSH} () SEC63D ORF OD2E% 1\ —F 577 A ~—%kgkst, {ERL L 7=(Table 1, 2).

2. PCR DJiifT

PLD #E AR 7 THRIFL TWARER G L7 DNA5Ong #8578 & LT PLD BH#E&ER
F+® PCR #1T->7=. g8 DNA X LT 74 <— 0.2pM, dNTPs 0.2mM, Takara Ex Taq
1.25U #iRA& L, Table3 TR L7=T =—VU U ZIRET 35 %A 7 VKIS X H7=. PCR THEE
MTERNOTEL (=7 VU N)IZONWTIRT T A~ —DOFFEFHEITV, BE PCR #1T-7-.

3. DNA v — 7 = R 2T 5K BN

2 TCHRLNEPCREMEZRR LT, ¥4 V7 hr—0 U RAETo0. BT, Bt
NAF< M) v 7 AFEFTOZFE DNA O — 7 = A —E2XZ2FH L7z, BERSORE
0 Y—RERAZITY, BEROFEZHRIEL .

C.AF5eiE 2

1. PLD BEEEEFOEREZMNT D120 T 7 A4 ~—8&KF

PRKCSH &7 DEETEIT 19p13.2 TH Y, ORF L 1581bp T18 D=7 YV & FFD.

AR A S B LT Vv 1036 171025 ORF OE&EE I NN—TC&E 5774 ~v—%

Fet L7, SEC63&InT DEMLETEIL 621 TH Y, ORF L 6500bp T 21 DTV V% FF

O, M ASEIZL T Y 105 2112005 ORF DERE I N—TEXH 77~
ZEREL.. MBEFL bR~ CEERE O L7 DNA 2T 2L 25

LCETTA<—_XT OEIBEN 200bp FBE /25 Lo LT.

2. PCR DT

1L LU 7= PLD BEBLB DT T4 <w—% AT, PLD &7 CTHREL TWHRED
St L7z DNA @ PCR #1T>72. PCR OBENRIVEFRT ic= s YV Nk EHE
bLTho7o. £72, PCREWMO—E% AT second PCR #1795 Z & T, —E® PCR Tl
IR RD bNRVEMICB W T HEIRLHER T2 2N TEER b H o7,

3. DNA o — 27 = R2B T 5B RN

PLD HEEETFDO ST A v—% 7= PCR 21T\, BonzEHERBRL XA L2 b
V=7 T A%{To72. Forward & Reverse DT DS I A ~w—E RN T —F T A%LT
52 LT, BIEEESCORERSIZFHIZ N TEL. FBETOFNTFERE Table 4, 512
R L72. PRKCSHEZFDOMENTTIE, ORF OO /3—F[163.1%ThHV, BERIIRDLNE
Moiz. SEC63EETFI1E ORF O H /3—2L 33.9%E HFEVEL o720y, BHOEEN
MO, BT s V2 18 TN 21T o7 15 EHID 5 6 12 FEHI TEREIFRD b,



ZD 5B 11LEFIT ¢.2165a O 1 HERENR D bivlz. PLD ZFAE L TV W EHE OFFHE
k6 IEFIZ VT2 Y 18 OIFEBRSI R~ L 25, 2 THAMOEERIITH -7
T Y18 DEEVRBO bIWIIERID 5 B, 4 ERNIT SECE3 Hifk & A 7o il b 25
BIZBWTHRETH Y, VEGNIGIEER & RS IRET DIEFATH - 72

D. &%

PLD i3f 0@ W EHEE REFRE TH Y, IR O 7= OIS 21T 5 EF b #E
ESNTVD. REBIZOWTIE, ZHICZWERETHDLIZ L, ZREBOIRICEHFLTHDL
NDZENRZNENS T ERFNRoTNBLSMNT, FHEMIIRHATHS. RFFRIL, 1BETA
RIAVEERT AI-OICEEREEYWARICTHIZEZEEL LT, AMIEEE TIIAUF
YT LTERB R R WS BB T EREN AT T2,

FEEE DY T F 2 7 LERE D b BB ICNE /] DNA 2+ 52 &8
TEDLDENERIELIZEZA, INEIZETH 72 b OO 2um EOEGGI A 1 55 200ng
~bpng @ DNA ZHiHH T 5 Z L RFIRETH V), B THENTICHHED DNA 2 TE 5 2 &
Bbhhrotle., E£iz, A~ CEEMER G L7z DNA I b3 A TEY, PCRIZ
LOBENTERVWGERND LS, i L7z DNA #HAWVTA TR F— V& BT
(GAPDH)D PCR#EE L7z L 2 A, £ TOREHFTPCRABFRETH 7. Zh LD, Fi~
U CEERE i L7 DNA Th - T, T L7z 110bp BBE DOHEIEE O PCR IXFEET
HOHZENRboolo. NUx 7 LTEEEIZFIA LT PLD BEEETFOMITZITH>HE
primer FF-CHEEEL TRTHZ L CEEGFOEEE I A~ LT AFRETH D EEZ
bz,

T4, BWEZED72 ) PLD OEREEGT & LT PRKCSH BN SECE3 & ARIE S
Nie. A7 200k PLD BEICBWTHEBERETFOEENRE SN TV ED, BEROMEE
IEAFEIC X - ThEA C, ZIRBEO & 5 835 O PRKCSHD I 13.20.7%, SEC63DZER135.7%
Thole. BRANBEICBITO2MBLRFOEEMBITIIERINTELT, ELT VT ALE
WTHEBRTEREZFOEFITIR 2> TRV, RIFETE, &1, TNEhLOERTIC
%425 PCR 774 ~v—%g%st BRI L. ZhE CICHRESN TV AERIIBEROEFICH
0, BELELELTholznd, BIEFD ORFOEEAZ I AA—TEx5L5 s T
LT T ~w—t v FERE L. PCRIZHWS DNA iZhL~< Y EERE L HiH L7
TN BT, DNA OBTF{EREA TS Z L EX b, 22T, HEiEaXh5
PCR EMOLEN 200bp BEIZ/RD L HIC L. RELEZTTIA~—%HTPCR 21T
TRER, EAICELY PCREFBIZEN AL, ZOEAL LT, FHLEMIZHES
BEEZZITCTRE LERETH D720, PR TRESFEH S OO LR~ ) VEEEARD
ER SN2 £ COBRBPEHRFTRERY, ERNOHH L. DNA OB HIEFIC L - TER
HHZEDREZLNT., T, HELETTA<=—0F T 200bp LLED PCR EW 3 IR X
nNox27 Y TIE—ED PCR TIEANY RBHER TEeh o723, PCR EMO—EHZ AT
second PCR #1795 Z & C, HBEZHERTHZENTEREANLH-7Z. T LD, PCRE
#y75 200bp LA EIZ72 5551213 second PCR BRI TH D Z L dohoiz. —F T2y vV



LS TPCRHFEDENTTA~v—bHY, TNHETTA~v—%FHRH L TRIET AHNE
BoHEEZ LN, KRIZPCR EWERW YA I NV —7 2 2%fT->7-. PCR EWE
BHELT, AV M—J T RAETo1/ER, RO T 74 ~—DHTIT 1256, &
ENERTE TV RWVWERbH-7=. L L, Forward & Reverse Dli D77 A ~—%H
WTY—J TV REITH LT, BMIEBEE COEERY| 252 LN TE L. 5%, EfER
WERSNAHBE L TCEROFEREZFADTOCE, WMFOT 74 ~—%2FHTHI8ERD D
ZERbhoT. SEENTEIT o TERTIX, PRKCSH BnFOERIIRBO bR o7,
L7 L ORF ® 73— N 63.1% Th ¥, MERFI D EFAGE T o 72 36.9% D FIZE BN
DONDLAREELH Y, LVEZORBAERIET S & & bICmiEi&E: & DNA Ol A1k

DEBEDBDIROEABEHBIT T O2MNERD DL EEX N, SECES Bin T TlX, ORF O
—FN 33.9% LK b OOEHOERNRO bz, Bz 7 Vv 18 Tid 15 FEFIF 13
EFNCERNRD b, 12 EFIXFE UM OER TH 7=, PLD ZF/-720\ 8B OFE kD
V= T RAEToE A, PLD BEICRO LN V18 OERIIFRO LT, B
ARER LT, ZhEYD, ZOZERTPLD BEICHENICEDONLIERTH A RENENS
V. L2rL, PLD OFEICI VAL 2EHIRERTH 200, FRSIHEI T2 AR
MIRRFIOERTCHLONIRATH S, I E TIURICHE S TV D ERITATEMIE
RINERTHDD, SRFAESNTZERIINE TICHEN 2L, A—BFOMBOAFN
TERWIZOICEMIER TH D NEEMERINOERTHLI N T 52 ENEE LY. X
bz

BETERORD LIVER O P IXE M LY a T SEC63 7 237 DI
N o ERDEENTEY, ZOEEN PLD OFR & 7250500 RE %5 %t_ﬁ“ﬁf
REMESRIR S 7. A, FICR oD o BEFERIZOWTEHEMIZRR 272010 b ik
B2 EEFIA LS8 OEF OB LETHD EEZ L.

E.f5

DN F 7 LR EHE v PLD BEEEFO PCR T, EfI=27 Y ik PCR
RPN ER -T2,

2)PCR ZFE DY > 7 2D Tld second PCR DFEITRe 7 7 A ~ —8% 5t D TRBFZHT
HoTe.

NN F T LIEREHZBWT, PRKCSHELT® ORF O 4 /N—2)B 63.1% CiEa T4 R
TR b o7z,

DR F T LTZRBHIBWT, SECE3 BT D ORF O F /S —2R T 83.9% & {Kh > T2 i3
BOBETFEREPTEO .

B)SEC63 B+ DT Y 18 TEHL DREFITHE—DOEENRD LI, b OEFOH|Z
ITREABEFRETRECDLDLEENTEY, PLD OFRKR LR Ao NDOEE %5 %
2T RIREME SRR S LT
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%L
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Table 1 PRKCSHEEFD ORF W N\—F 577 A <—

Exon Sequence Size| Exon ~ Sequence Size
1-1F| CCACTCCCAAGATGGAGGTA 10F | CGTGGTGGCCTAGATCTTGA
1-1R| GTCACTTCCGGTCGTACGTT 186 10R | AGAGGCAGCTCCTTTGTGAG 205
1-2F| TTCACAGTCCTGCCCAAGAT 11-1F | GACCCTGAGTCCACAACACC
1-2R| GCTCGTTCACACCTACACGA 227 11-1R | ACCTCGGAATCCTCCTCCT 209
2F | TCCAATTGGCTGGAAGTAGC 11-2F | GCCCACAGAGGAGGAGGA
2R | CGGGAAACTGAGTCAAAAGG 261 11-2R |JAGGGTCAGTGAGTAGCCCTTC ot
3F | TGGGAGGACAGAGGTGGTAT 12F | TTGGGGGAGAAGTGGAGAC
3R |TGATGGATGAACAGAGAAAAGG 216 12R ATCTTCCCTCGACCTGTGC 239
4F | GTGGGTCAGGGGCTCTTATC 13F | ATGAGGGTATGGGAGCACAC
4R CCTCCCTCTACCACCTTTCC 229 13R | CTGGGAGTCAAGGAGCAGTC 22
5F GCACTGCCAGGTCTGATCTT 14F TCTGTCGTCCTGGGTCAG
5R GGAGCCAGGCAAAGTCTT 1ol 14R GCCTCCCACCCTGCCAGT 201
7F AGCTGGTCTCTTGCCTTCTG 15F | TGTGGGAGGAGGCTGGAATC
7R GGTGAGTCCTTGGCCATTTC T 15R | AGGAGGAGGCAGAGGGAAG e
8-1F| GGTGACAGAGGTGGCTTCTT 16-1F | GATACGTCTACCGCCTCTGC
8-1R| TCCCGTCCATGTCATCATC 109 16-1R | CGTGCCTTGCTCATACTTCA 230
8-2F AAGGCCCAACAGGAGCA 16-2F | CGACCACGACAAGTTCAGTG
8-2R| CAAGGAGGATCTGGCTGGT 103 16-2R | GCTGGTCACCATGGTCTCTT 205
9F CCTGCAGGGAAGAACAGGT 17F CTCTCGAGCACCCGTCTG
9R CCTGCAGGGAAGAACAGGT 209 17R | CAGGCCGACGAGACTCCAC 228




Table 2-1 SEC63&EFD ORF Z hX—F B 7 A ~v—

Exon ‘Sequence Size| Exon Seqﬁence Size
1F GGAGTGCAGAGCGTGGTC 9-2F GGCTGGAGCTTCTGAATTTG
1R ACTCACCGGCATTCTGATCT bt 9-2R TGCTGCCAATTTCTCTGATT 208
2F CCAGTTAGCTGGTTTTACCTTCA 10-1F AAAGATGCCACAAGCAGACC
2R GAATAATATTTGGCTGGGGTTTT 160 10-1R|GCAAGATGAGACAGTAAAAGAACTC 248
3F TGCCTTGACCTTGCCATAAT 10-2F ACCTGCCCATATAGCCTGAA
240 180
3R CATGGGACCATTAAACTAATATGC 10-2R AGAGCAATGCGAGAACAAACT
4F AGGGAGCCACAGTAGCAGAA 11F GTCCAGCCCTGTTTCTTTTT
4R ACCACTGCACCTGGCTTATC 176 11R ATTGCTGAAGTCCCTGAACG 27
5F TGAGTTGGTTGGCTAATGGA 12-1F CCAACTTTGGCATCCCTAGA
5R TCATCATTTACCACACCTTGAG 2 12-1R| TGACAGGACAAACTGCTGAAA 2t
6F TTGTGTTGTGGGGGAGAGTT 12-2F TTGCTGGATTTTGTTGTGGT
6R |CCAAGACAGATTGTACATAACAAAAA 2t 12-2R ACTCCCAAGGACAGCCATAA 1
7F CCTGACGAAGGCCATAATTC 13-1F| CTATCCAGGATTTGGTGAGTTT
7R GGGAGACTCCAAAACATGTCA 196 13-1R AAAAGGGAAGCAATGCTCAA 2
8-1F CTCCCAAAGTGCTGGGATTA 13-2F| GCTAAGTTTTGCTGTTTGCATT
8-1R TGCGTATTAGAATCTGGTCTCC 100 13-2R TACAGCCATTGTTTGCCTTG e
8-2F TAGGGCTCTTGGTGGTATCG 14-1F| GATGAAGATAGCAACAACATCACA
8-2R | CACAAAACAATGTGATTAATAGCAAA 108 14-1R| TTGACTTTGACAATGAGGGAAA ol
9-1F| TTAAGTATCTCAGGAGGGGGAAT 14-2F] TGCAGTTTGAAAGATTGCTTTG
9-1R TATCCGTTGGTCTGCTTGTG 100 14-2R GGTTCGGAAACCCAAGTTTT 1




Table 2-2 SEC63ELFD ORF #h _X—F 575 <—

Exon ,Seq\’l‘ence ~ Size |
15F TGCAGTTTGAAAGATTGCTTTG
15R GGTTCGGAAACCCAAGTTTT 100
16-1F TTGCTCTGGGAGAGTAATTCAG 180
16-1R AGCAGTTTTCTTGGGTCCTTT
16-2F GGAGGATGGCAACAGAAGAG
16-2R | CACGTAAGACTTGAACATTTTAGTTTG 216
17-1F TGTGTTTGCCTTTCCCTTTT 120
17-1R TCATCTTTCTCACTTTGGGAATC
17-2F GGGCAGTGATTCTGAAGAAGA
17-2R CAAAACCCAAAGCTATCATCA 196
18F GGAGTGGCAAGAATTACAACAA
18R CCTGAGGAGAAAGTGAATGGA 196
18-2F CAACAAAGCATACAGCGAAAA
18-2R CACACGACAGAGGGCTAAAA e
19-1F ACCAAGCAGTTTGTCAGTGC
19-1R TCTGCTCCTTCCTTATCTGCAA 169
19-2F TGGTGGCTTTACATTGCAGA
19-2R AAGCAGCATGATGGTGACAG H
20-1F TGAGCTGTTTCCTCCCCATA
20-1R CCTTCAATGGTTTAATCTGATCC 160
20-2F CAGGCAAGCCTGGAAATTAT
20-2R TGAGATGACTTCTTTTTCCTTCC H8
21-1F TTTCTCCCCAAATTTCTGATG
21-1R TTCATCCCCCTCTATTGCTG H
21-2F AGCCTGTGCCAGAAAATCAC
21-2R TGCAAACACTGTGGTCCATT 190




Table 3 REFL7ZETITA =l T D57 =—V vV IRE
PRKCSH SEC63
Exon | Annealing temp. | Exon | Annealing temp. | Exon | Annealing temp.
1-1 63°C 1 59°C 15 60°C
1-2 64°C 2 59°C 16-1 56°C
2 63C 3 58C 16-2 59°C
3 63C 4 60°C 17-1 59C
4 63C 5 56°C 17-2 57°C
5 62C 6 58C 18 56C
7 63°C 7 59C 19-1 58C
81 59C 8 59C 19-2 58C
8-2 60°C 9-1 58C 20-1 58C
9 62°C 9-2 58C 20-2 56°C
10 59°C 10-1 56°C 21-1 55°C
11 60°C 10-2 58C 21-2 56°C
12 62°C 11 59°C
13 60°C 12-1 58C
14 61°C 12-2 59C
15 61°C 13-1 58C
16-1 59°C 13-2 56°C
16-2 60°C 14-1 58C
17 60C 14-2 56C




Table 4 PLD &N 7 IRTE LT R IC IS D PRKCSH Ein¥ D7 BARMNT
. FEbl ORF
Xon St
PLD1 | PLD2 | PLD7 | PLD8 | PLD9 | PLD10 | PLD11 | PLD12 | PLD13 | PLD14 | PLD15 | PLD17 | PLD18 | PLD21 | PLD22 ’ o
w.t. w.t. w.t. w.t. w.t. w.t. w.t.
Exonl w.t. w.t. 51% 63% w.t. 63% 63% 63% 63% w.t. w.t. w.t. w.t. 63% ND 75.3
Exon2 w.t. w.t. ND ND ND ND ND ND w.t. w.t. w.t. w.t. w.t. w.t. w.t. 60.0
Exon3 w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. ND w.t. ND ND ND 73.3
Exon4 w.t. w.t. w.t. ND w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. 93.3
w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t.
Exonb 69% 4% w.t. 16% 16% 16% 17% 17% ND 16% w.t. w.t. w.t. w.t. w.t 55.9
Exon6 w.t. w.t. w.t. w.t. w.t. w.t. ND ND w.t. w.t. w.t. w.t. w.t. w.t. Z‘,}; 83.1
0
Exon7 | wit. w.t. w.t. w.t. w.t. w.t. ND w.t. w.t. w.t. w.t. w.t. w.t. gg w.t. 92.1
0
Exon8 w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. ND w.t. w.t. w.t. ND w.t. w.t. 86.7
w.t. w.t.
Exon9 ND ND ND ND ND ND ND ND ND w.t. ND w.t. ND 70% 44% 20.9
Exonl10 w.t. w.t. w.t. w.t. w.t. w.t. ND ND ND w.t. w.t. w.t. w.t w.t. w.t. 80.0
w.t. w.t. w.t. w.t.
Exonll 79% 84% ND ND 67% w.t. ND ND ND w.t. w.t. w.t. 79% w.t. w.t 60.6
Exonl2| wt. | ND | ND | ND | ND | ND | ND | ND | ND | Wb | Wwboboo4 wit wt Wi 379
o 46% 61% o ’ o 62% )
Exonl3 w.t. w.t. w.t. ND ND w.t. ND w.t. ND w.t. w.t. w.t. w.t. w.t. w.t. 73.3
Exonl4 w.t. ND ND ND ND ND ND ND ND w.t ND w.t. ND w.t. w.t. 33.3
Exonlb ND ND ND ND ND ND ND ND w.t. ND w.t. w.t. w.t. w.t. ND 33.3
Exonl6 | w.t. w.t. w.t. ND w.t. ND ND ND ND w.t. w.t. w.t. w.t. w.t. w.t. 66.6
Exonl7 w.t. w.t. ND w.t. w.t. ND ND ND ND ND ND w.t. w.t. ND w.t. 46.7

w.t.: wild type

ND: not detectable
YIIFRERFRE Ch - T-ElIEZ R LT




Table 5-1 PLD BN 0 7 (CRIE LTI R 5 SEC63 BT D7 BT

SEB ORF
EXOH Ay 23
| PLD1 | PLD2 | PLD7 | PLD8 | PLD9 | PLD10 | PLD11 | PLD12 | PLD13 | PLD14 | PLD15 | PLD17 | PLD18 | PLD21 | PLD22 | s
o wt. w.t. w.t. w.t. w.t. w.t.
Exonl | 7o | gg | ND | ND | ND 770% ND ND ND ND 1o 1% ND 0% ND | 29.9
Exon?2 w.t. w.t. w.t. ND w.t. w.t. ND w.t. ND w.t. w.t. w.t. w.t. w.t w.t. 80.0
Exon3 | wt. | wt. | ND | ND | ND w.t. ND ND ND ND ND w.t. ND w.t. wt. | 40.0
w.t. mt w.t. w.t. mt w.t. w.t. mt w.t. w.t. mt mt
Exond | soor | 5400 | NP | ND | g0 | 5100 | sew | s1% | NP | s9% | e1% | 67% | eo% | 60w | 620 | 445
w.t. w.t. w.t. w.t. w.t. w.t. w.t. mt w.t. mt mt
Exonb | so0 | 5106 | 5a% | 40% | NP ND 40% 34% ND 53% 52% 56% ND 53% 549 | 360
Exon6 | ND | ND | ND | ND | ND ND ND ND ND ND ND ND ND ND ND 0
; w.t. w.t. w.t. mt w.t. w.t. w.t. w.t. w.t. w.t.
Exon7 | geo, | 6796 | NP | ND | ghop | 6w ND ND ND 69% 65% 67% 67% 68% 65% | 440
Exons | ™" | N0 | ND | ND | ND | ND ND ND ND ND ND w.L. ND w.L. Wt 68
: | 59% 68% 63% 62% :
Exon91 | ND | ND | ND | ND | ND | ND | ND | ND | ND | ND | ND | %b | np | Wb | Wb | g4
37% 37% 55% :
w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t.
Bxon92 | 75 | 66% | 65% ND 1 aeor | 6a% ND 65% 67% 65% 75% 76% 74% 74% esy | 000
w.t. mt w.t. mt w.t. mt mt
Exon10-1 | ,v0 | ND | ND | ND | ND ND ND ND 79% Soos 5% 50 ND 4% s | 326
. w.t. w.t. w.t. w.t. w.t. mt w.t. w.t. mt mt
Exonl02 | goor | ggop | NP | ND | ND 63% ND ND 63% 62% 67% 67% 63% 71% 65% | 435
w.t. w.t. w.t. w.t. w.t. w.t. w.t.
Exonll | o | oo | ND | ND | ND ND ND ND ND 739% 760 4o, 750 5o ND | 34.8
Exon121| ND | ND | ND | ND | ND ND ND ND ND ND ND ND ND ND ND 0
: w.t. w.t. w.t. w.t. w.t. w.t.
Exon12:2 | ~o | coe | ND | ND | ND ND ND ND ND 00 o0 00, ND 230, ND | 280

w.t.: wild type

mt: mutation

ND: not detectable
WITIEFRAIRE CH - -ElIEE R~ LT2




Table 5-2 PLD @B S 7 ICRAF U7 HkIC kS

F 5 SEC63BnT DI BIFNT

SiE 5] ORF
_Exon 7o
: PLD1 | PLD2 | PLD7 | PLD8 | PLD9 | PLD10 | PLD11 | PLD12 | PLD13 | PLD14 | PLD15 | PLD17 | PLD18 | PLD21 | PLD22 %)
Exon13-1 ND ND ND ND ND ND ND ND ND ND ND ND ND ND ND 0
mt w.t. mt w.t. mt
Exonl3-2 ND ND ND ND ND ND ND ND ND 46% 34% 41% ND 41% 40% 13.5
mt w.t. w.t. w.t. mt w.t. w.t. mt mt w.t. w.t.
Exonld ,1 69% 66% 66% Y 68% 65% ND 66% ND ND 70% 70% 65% 65% 63% 489
A w.t. w.t. mt w.t. w.t. w.t. w.t mt
Exonl14-2 66% 68% ND ND ND ND ND 69% 66% ND 66% ND 69% 69% 73% 36.4
w.t. w.t. w.t.
Exonl5 55% 59% ND ND ND ND ND ND ND ND ND 67% ND ND ND 11.6
w.t. w.t. w.t. w.t. mt w.t. mt mt
Exonl6-1 66% 66% ND ND ND 66% ND ND ND 63% 61% 53% ND 64% 1% 34.3
w.t. w.t. mt mt
‘Exon16-2 63% ND ND ND ND ND ND ND ND ND ND 67% ND 69% 69% 17.7
w.t. w.t. w.t. mt mt w.t. mt mt mt mt w.t. mt mt
Exonl17-1 33% 33% 35% 53% 53% 34% 55% 53% ND 56% 56% 35% ND 58% 35% 39.3
w.t. w.t. w.t. w.t. w.t. w.t. w.t. mt w.t. w.t. mt mt
Exonl72 | geor | goo | NP | ND | Wbt | ggy 56% 56% 54% 73% 67% 68% 68% 75% 69% | °*P
E 18 mt mt mt mt mt mt mt mt w.t. w.t. mt w.t. mt mt mt 741
xon 79% | T1% | T1% | 60% | 1% | 71% 1% | T1% | 63% | 62% 72% 69% 72% 72% 72% :
Exon19-1 ND ND ND ND ND ND ND ND ND ND ND ND ND ND ND 0
w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t.
Exonl®2 | g0t | 610, | 63% | N | a5% | 63% | 62% | 55% | 64% | 61% | 59% | 61% | 44% | 63% | e20% | 2>
1 wit. w.t. w.t. w.t. w.t. w.t. w.t. w.t w.t w.t w.t. w.t.
Exon20:1 69% 69% 69% ND 69% ND 53% 68% 70% 70% 73% 73% ND 68% 70% 54.7
w.t. w.t. w.t. w.t. w.t. w.t. w.t.
Exon20-2 79% ND ND ND ND ND ND ND 74% 71% 76% 7% ND 78% 6% 35.4
w.t. w.t. mt w.t. w.t.
Exon21-1 ND 50% ND ND 51% 55% 51% ND ND ND 59% ND ND ND ND 17.3
E 21-9 w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t. w.t w.t. w.t. w.t. 60.3
xon 56% 60% 53% 62% 62% 61% 63% 60% 62% 61% 59% 60% 60% 63% 62% ’

w.t.: wild type
mt: mutation
ND: not detectable
BTholcHlar LIz
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