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K — &5 AR S mEf TRl e £
Xt 5| P EL ) OB I AN R Qe 4 1) DNA X B, BTid
X BRI AE QAR TR, A0 — X 88 i T % J 3
W5IW. by 8K PCR 4, AHR2IRA
A INARC I B DNA, {2 594451 L 4% DNA
HERHERTA MR RAT, Frid e R HRIT S
5 & BN B RN ERIT I AN RS
PR EAERR TR EE, FEEE LK ZER
GiR G5xRN R IR A BRI, RS
13 HIEH DNA [ EGRE R LBOR W RS A7E—
ANELE AN BN K HE DNA X B BT R B IR S 140
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1. —FhfE— R R 2 g Ak AL — TR T VE, BT TR E1E
LI EER:

a ERFFREUTHSRFEREHHEARN(PCREEY:

() EZEFA DNA; |

(i) ZXTIEMHMRE DNA 5IEZHR, HPREN519M—4%5
ZH % DNA 55— DNA #HEXER 3 FIEH, H—&K5W5ZEXBRE
WY 3 JFHIE AN, ZE % DNA X BK 4 50-300 MRS, HAastsI¥r—
FHEH 5 RmEEAG ATRNRS, X594 B8 M ik BB A R 3
BENXER, ZRBRREBELEERIER, HE X5 8RS BERK
B

(iii) 1T PCR ¥ 3 Fr % 1) PCR & PPl RIS ;

b HATHE) 5-60 HIREIEHH PCR, F=AEY M PCR 74,

¢ FibERO)RIBTIE =Y, KEBEH TR RS K 545 DNA,

d RIS 52RO, FTRMMETIIEEZ A, SHAEE
ff] DNA ERHREH IR ERFIS iR & BX B FTREEZ — KR F
I H A

e {FFTIA DNA BRI BRIRET 5 TR PCR-¥™ B M0 4710 Ak =M 2%

f B2 S BB R SR AT R B FEAE 5 Z M 2428 ) PCR-$ 18724
FEMEE;

g R BiR R 5 b AT B gL A B BT IR - SR X B AH SCBE S B MR 5 BT
STRERAXRE AN EGERR, RESCHERKEFEZA DNA RIZEEIE
TG RMHE, KW RBHFES —MESMHTRERN A RREAT KK
Jeta k0 .

2. WRAESR 1 Fridf75v%, K EET, RS ReiEE 546
PRI IEH ZFH DNA BIFTIR 4 RiAT 85 L2 s N E N B T 5 B0
AR IS R
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3. WRRIESR 1 B2 Frid 5%, HAFEE T s E%ER A DNA
MZEDFHANEXBS FB0E B LT R EARR R E K DNA FIEFER/ DR K
xK:

BT GR AL,

WIEREIE, A

WIVRER AL

4. WIAURIESR | B 2 iR, HAREET, GBEEDOHMEREK
Wk B LT R R EEmEE, A 130 =4 180 =AM 21 5 X Y-B
kR

5. WRURESR 1-4 PE—TTR BT, HAFEE T, Brd s illbsic 2
A B IR -

6. INALRIZEK 5 FridiJ7iE, HRMAAET, R NEEMIReS R
G IMAEE, EX5IRIERT MR 5 KRt

7. WRURIESK 6 PR 75V, HAFEAE T, PR AR flAR e 2 e e ekt

8. WRFIER 1-7 PHE—TFTRKI AL, HAFEE T, Hh4aATEb)
RIXUEE =4, SR G R SN EE VAR AL = 1 SRR B0 B (o)A ric
) B e Sk

9. WIRAE K 1-8 RAE—TETIRKTTE, HEFEET, FridBERE
GAPD.

10. IOACF)ESK 1-9 RAE—IFTR K v, HARIEE T, Frid#REr R/
2959 25-60 NMZHEER, FridEEXBK L 100-200 MEEXT .

11 IR E SR 1-10 PRI 7, HEEE T, FAT RPN
5, HEE & RIEGR L RAF ARG S B BRI S %A .

12. —MRNFEFRIENE, R AT ERRE:

a Y IEAILEIMERE DNA IR AR RNPCR)FHES M Z
5t DNA EZER, HTSNEZERN—&5195HHA3HEFH DNA 5
KBRE N3 ZERFINEA, BXNEZEFRN A —%5/%51%5 DNA X
BE R 3 ERERFI LA, BRI —4&KER S whEEF T

St
o
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R AR

b. FriR% % DNA 5#%E 3 86 Pt B 1 BB AR R EAK KR, %
X B REAELEARIIIER, FFE XA my 8 BER X B

¢ #4T(>) PCR, (ii) DNA-DNA Z¥AZ ek, Fdi) tLBEEEMNERT
(¥ 2 R A

d BO—ANEFENHANMIES], B0 —NITR R R IERA NS LR
/A DNA X B FRic 3 18 8540 B4 Y DNA FF31; AN

e FA PCR ¥ =AM FE 71 b & B8 s 18] 548 R N 7= A ) B B 45 R o
RERISUT A RO R, BT E R E R 2 E 4 DNA RSB R
R,

13. MRAER 12 FridfdFf g, HAFEET, RE—X—XAWorH
582 1) R0 0 M 295 4 Ay B iR 34 W 2 B 1 — T 43 SR 43 BT BT R B S I BT iR 2R R 13
RgR.

14, WALRIESK 12 8% 13 iR A&, HSEET, EOWXTRSY)
WAL B EE 4 DNA (IR B, HPBEA RSB N RAKRNEEHE
DNA FIf/ MR 2«

AR ER B 1L

MEUZREAE,

BIFALRE L.

15. WAURIE K 12 80 13 Frd iR A&, HEFEET, k51t EmE
BETFRMUT RAEEBEHNEDHEA DNA KB =% 13, =4E 18, =
21 5 X Y-k RE.

16. WALFIE K 12-15 PAE—TFTRRGRAN &, HEHMEET, TXAR5I
Y — & BAE T BRI, BTG M — 4 H 5 RinBiR it

17. WAURIER 12-16 FAE— TR RIRA &, HAFMEET, k5198
— 5 88 ) 4E A 5 BB ZE H AY GAPD.

18. HACRIESR 12-17 PAE—TURRRME, HHEET, HEHRAD
Y55 25-60 ML EER, 45 DNA XE K4 120-200 MRZEEXT
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19. AFITER 12-18 PAE—TFTR ARG, HAHEET, TRBER
FF#H & PCR-F = N BERIL IR SIS -
20. —FPIE—IRIRIE AR £ AP AR PP ROT IR, ZTIEERE U
THR&:
a EABTREUTAS RHZEREHWHEARNPCRESY:
(i) EZEFZ DNA;
(i) ZXEMMKE DNA 5IMEZHR, HXHRraeNs51K—5%5
% — P 1% DNA HEEX B 3 FHIEH, 45952 EKRE_HN3F
FIE 4, B DNA XK EBK4 100-250 MREES, KPS 5196 —%&H S
Y B R RIRRIT, 2515 |50 A B SR B B A R G AR R X
BY, IXUEX R RBTERAMRENTER, FE X5 RERNXE: M
(iii) ¥1T PCR ¥ AT i) PCR & iR ARG
b HITHE L 5-60 HREIEFFH PCR =44 1) PCR 74
¢ AL BbDFTRAY), BTy 1 B EE PCR-=WIH)— SR HERTS
B w70 FI 5 BE DNA;
d EEES) 5 B PR, BRI RA 2R A, SRAEH
(] DNA EMHRE M ETRIFY SRR BTt — R ERTS)
B &by
e [Pk DNA EREBRIFE 5HTiA PCR-Y RIS R0 g P2~ 30
£ 3R %R 5 I L B SR AR I R B 1R 5 1M M P24 32K PCR-9 48
e R AN B A
o W TR B LB R A & TR B A AR R R B RS T
SR FAREHE SRS IE LB R -l ARSI ESEMEENE
BI40 DNA [2SBUMRFT 84 B N-LLEE LR, REMRBHFES Mz
TR BB A R R AT R R BARR.
21, ARIESR 20 Frid sk, EASEAET, Ak FESERNEE,
ZESAEYEAEHE FES& B/ N-LHEALREBEE C-RT, BER
BSEY C-H T, BT CRETRARSE LE, REHATREZH.
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Ao B e €A T

R |
FRAWRES EEHEERARMEMRT IR ERUA B RTHBER G
B/ A AT R X BB L, X B R 5 IEH M & e BoR ki 3E
BEMRERA, FHRMNRE. ERMAHYL, KXRW\BLBILREAR, 6
ARG, BRE=ANE 2B REEE). =AM 13, =M 18, MBLH
REARE, MUPRRESE, SFBMESIE. BRI E ST
(Williams-Beuren syndrome)F1ii 75 ¥4 45 & 1 5 2w B UE R B -~ st il .

RABR

FEREEEROEREN—FE WER RhaRh R a B 3 iER
A BB s b . BEANMY 5 & (diploid complement)H /D> — 4 Gt
RN, TAESIMI—F RGN =M. =44 21 BREE—F
BN R 21, ERIFEFAHREEANENX, SREREEIE, —MHEEN
FEER JIIRH ) S RSN -

UHFEERAER, BRI 5 KB ERA T R~ 5 R OR S HT
SRR EEREEFRMARETE 2B RIS AN R AEIRET
RIS BRERAAALSE. SEEAEME NEMBAEEES. —BRETH
P Hi(ERER R A RN EZE .. RABEZERS B EAREL S
WA RERARITIREMEEBN, FULERATHRER. PR EERTE
HEMafEERRreE, REAERRIAPRRE, BERAIZT. SEEEN
WA, NTTAHBEESFEMAE LGS AN, INIITHE
EFARFHERRENTRREH, TRER1-3A.

HEANRBEAEEFARR TG EHE, REERS 5,447,841 #E T —FF
KR AR MRSEETREFRNAEKSE R DR E4% Rt DNA
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(F3) 58 6 B AL 2830 (FISH)R S T IRERI A B a4 EZFET, K
FACHRA 5 4 S B AT Y E R R AR EAML RRAT. ETERRTH
AR AT ERRS B RO REERERBMRE; RET &FHF
BB A BRORFEREYIRN, ZAF S5 e ek, 2AaENEET
R B B A E WX A9 DNA Z438. BJR FISH 7EH A TRRER R
RS I P A B HA A B AR R AT RedE, (BB RE R 1) F
LN KRR EARERS FERBETMNEEFNLEHN 2) F2
o RSB R A R TR BRI A A F R Wb, #1T FISH FiE®
EEERENBEARA RS 57 5EH.

B SE E Y 5 R 0 R AR B PCR S 2 B %2 cDNA # R AT
HHiA, &0 Rappolee, D. A%, Science, 241:708-712, (1988). Z 7k
MEKB LT E, BEERREMNEHIELL mRNA WHE. METS =
HX LA B, R AT AR A M G S X FRABEAR (9 1 B R L5 R SIARAR AR ] .
T AR AR 3 o 2 P N 22 R AE PCR MR ALK, AT 3R % W e & £ BR
EAEFMANBELRBE P FERNRMERN S E.

Amhelm, Norman %6, 7F “RB &M &M ” , Chemical & Engineering
News, 36-47, (1990 4 10 A 1 H)¥# 5 ¥ PCR CH TEERRHI~ /12
k4G )L DNA D ERRE S A SEZRERNRERANER.
PCR 1% 5, I AR B8R4 Pk PCR R P R B FERBEM N EFMER.
HRSUATE—BRESRPUELFTFELHPRNISEERBER. %K
18 R 7% B 78 ) A B A BN 5 AR IR BRI U 5 vE o, PCR Rl 7= E A
ATETE. L2EXEYFEMNRAEYRNRTY, ¥ PCRY WY SHE
RIE L, RIEEEH SR MIZES LR X PCR =Y R IB K1
B4k DNA $4H i, FTIRBR4N S HUN 45 8 BUR AT 53 e ) R B 22 R
W) R W B9 4 T RARIE - ZFERRRRE —IR(R )t —Fr . Brds
BRI B —F 7 EES PCR EARTFHEIYE G T)B X R &8 E M4
(88 1 BT BN BE F A — AR LR IR B R B R YR R . (ZTTE)
RE T ET —ENELBESI N 5 mESIWFHAMBEZ —5XNL
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epl, PR BRREEREDR)EEMRN. AFREEENT 1 PCR
&S, TREETEEZRYHIER DR RS REERM “HR7 K
%Y. B Cetus Corporation JF & H) 1% %1% 7 VA FR A = [a) B = BNV
BB EMNRICSIMSERER, ESE4EEORBERNEES, A
E B ERE N EEESTD. TR B 7 — RO )2 %63
Bsie—#5y, RBEYERERS -3y, RERBERNEMRRNE
FER AT IR S . (ZCER)R BN R T ET R AA R KR AR IE S WA
(EF — M5 P4 AR 0 )3k B BRI A B B2 W R P 51 o (I S0HR )R B 8 Y
PCR Y EAFARAREHNEEE EEIFYRT, HPEFNXKETHEX
— 7 B B PCR P4 s R R RAr . T EA™ELGHRBEIFY, W
R CMRENE, TREANMANEEFXFHNE-BE VS EENBREDEZ
FrER B EAEREMRARBALE —MREE. (XSCH)R BT ERT
BEZPHRENFRGER NS, FAEEFEEARANRTERFH &
P AR IE 5 TR AR = A R SRR R AR 12 B A [ PCR P40 &40 B

#2F Bunn ZHEEEFS 5,213,961 AFF T XHAZS T EKER PCR
2, HPIFR T Zm DNA § #2500 X 4 SR Gt B B 5 #8 T3
EZJRIPLE] . (ZICER)IR BT vE T TR A4 ek 28 . Bunn SR T E 2
B DNA 5|1¥FEN1& BRGIWE &AL S HERE &M ST R
Wi AT, ZRERRRETHRT S T) LW EERRE M AT EE PCR
CAAERERIL R B )RR . b, FRUE R BIRRE TS F)m e
LGRS R /E AR H AR, HE RIS B I 8 B e SR AE G AN
(7 F)o

PCT A HIEHE WO 94/03638 A HF T RIAFE T # &4 DNA F M
HEESN DNA FAMA T B ZERBRESH/FFIH PCR J7iEREN
EBEHENEE T,

#2F Han B35 E £ 7 5,888,740 7E PCR % I #A 1B F| & TR SUE 1E 4 A &6
FRVEE () DNA REAR Sk 52 B 2 2 R 21 DNA fO7KF . %t 0K L85 iR DNA
W EA 5MIREE & DNA AR A FEK PCR KN 314F5 . 181 B Fr 2 LR FE
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B RBEAT, WA SER, R, ZHTEEMEAEEFTERENAL
X, RMAEZR. it SREAR PCR RN MHAEMEERIARILF
RHEEESPHAT,

$2F Carey K12 EEF 5 6,551,783 8 T —ME TR K PCR RAK &
BN E R R ERIXM %, ZRR AT KRS RIEFICEIR ST A
P DNA 8 EEUR, HARBRAGRE B THEMF KGR . ELHA
BRIt RET, AR ETHMHEENL E PCR. —HEERREBR
EHFFCERE, #itn GAPDH 8¢ DAD-1. Frid ik RBAE T —IR(RBEHAT)
— MR ENEE(E BRI E -

WO 94/23023 Frid# 5 — HiERIEX EER . EREEM TN T HR
AWM, S5, BmADBR) TS HERIT £ E PCR K E B E % HE
. WHERZBRE, E&8FSTTPEER B,

PR HERTE, LR EERRKNTET S N5E 2k
=, R ERI S THEH Rl it & RNEE kT iE.

R IR

AR BB T R KR4 DNA FI£ZE PCR 588 PCR P24 KW € B
P E, BEREUTRARTRT BRI AENE A 1) TRNEHIFREE
PR SR, 45 B RN R B 2R B T AL s 2) 24-48 /MBI ERGE H 45 R s F1 3) R
FAEH. FAHM(rule-based) 12 Wi L RMBEMFEFINBEGEXRER T EE
W G B YE . AR VISR GLARTRIE. KA. (AR RO M AR T B A Y
RAaETE XERNESHETHTRMRMNIERESE (BRE=/4%
21, =4kt 13, =4tk 18 Atk dk, flin X EARE)MHDERR,
AYERBENEEME. BGEEE. BRBEEE. T-FEAENERERE
{F (Angelman syndrome) (Z & K Z Atk 15 B4 HRK). R/REBESMEMN
KE R RERSRET

AR, AKRBBRMEFAA PCR. 5REAEFEHEE AT (RN)
MW TR RN E RGEE S L e EEEAEMAAKRKENEET
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. BEFAMNEESES T EHER.

FE—EAHE, ARBREAE R PR Z MR EARE T
%, FRAFEEEUTESER: () ERRPRAUTASKFIERGBEAR
R(PCRYEEY: (1) EZERA DNA; (i) £XTIERMK A DNA 5IMEZHE
%, HPiRExti—4&5145%E% DNA K% — DNA SEX RN 3 75
Hih, B—45M5ZEXEEHN 3 FHIEN, EZ%i% DNA RBHKE
2415 50 4y 300 MREXTZE, FIREXN TP —KEH 5 KInEEF TR
MARE, SX5I% B ETERNENBARFEAFNERE, ZXKEEL
EEREATRRIIERR, A—xT#m FxfBERMX B i) #1T PCR ¥ ¥
B & PCR S NES; (b) BHTH 5 314 60 BiIEEEH PCR L= 58 H
PCR F=#; (c) 4L P BO)PITR=Y), KRB SH AT FRic 585 DNA; (d)
S 55 BROOMF= AL, FABEIREFEEZAMRA, #RATH DNA
EEBRGEL, ZHRENZERTY SR & X BRMTREZ — N HERF
FIE A () fEHTIR DNA EZEHREE 5 HR PCR-V K S id - A
AZ; () BIEHABZMEEF B G KA R B RS S5 AR5 K PCR-7 1
FE R BN A B Fi(g) Ei s FTR RS b B g A Y i - SE X B
BT ARG S TR E R X A EGRERR, RESCHNIEREE
K128 DNA MZEMRFB 4 RIEHLER, REMETFES —MEZ ML
MRS 4T KRR EARE.

ER—HE, ARFREENEEQFRNRANE ZAFEaFERNEE
EERPRFE, FIRRANEER: () Y HHILIYWERH DNA RSB
# R N (PCR)F HES| ¥ £ %+ DNA BE%F R, HPh 8N EREFRM—4&5I
PSS YIEEH DNA $EX BB —8M 3 R ERFI LA, BXNERHER
M1 —4 5|4 51%% DNA XS M 3 EREFRFH I, SNHR51Y)
HI—4 S At iEEE TTRINARE; ik £ % DNA 51 #7501 ik i 2o B
ARG EENT X, EZXBEEEHERAAERETER, FHE—X 4 R X
ERY X EBREIY; (b) BET: (i) PCR, (ii) DNA-DNA Z¥38 Fl¥k¥, F(ii) b
BEEENEMENETBANE: () 2L NMRFEZAMRANWES, =0

10
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—AFREAEEE S MERA DNA KEMNEHIRCHY HMEMHE DM
DNA J¥%); F1(d) FIf PCR ¥ =R 5] - &5 R R 430 R N = A
EGRERSHAEARREE, FIREERRTEEERS DNA KLU
FEEMERL.

TERHE — BAATT T, &% B3R — YRS PR I 2 P L (A 4599 o AR — Tt
BT, ZHEEEUTHSR: () EERTREUTHSREEREESX
RR(PCRYEEY: (1) EMERYA DNA; (i) £5FIERF K DNA 5195
HE, RSN —4&35%55%—HE% DNA #EX B 3 F a4, H—%K5
) 5% X B B 3 FAIE AN, E i DNA X B4y 100 A5 250 M54,
Xz, HPEN3IMN—& S KREEG TR MKBARS, 235958
T FUE BB A RAREANX B, XEXBREBEROERNER,
— %o} B [ T-0) BB R X BL; RN (i) 31T PCR ¥ BT % H9 PCR RN BE
(b) T4 5 F1Z 60 #IREFEIF PCR LIF=AEY I PCR =¥; (o) ZEL DT
(DI FTIRF=Y), B 0N PCR-F=YIM— &R B AT TRIEE
FRICHIEE DNA; (d) FHFES 5 S BN YE, FudMMEsIRHE 2150
B, S AEH DNA ERHBRES, ZHREWZERT SRR B AT
REEZ —RERFFIEA: (o) HATIE DNA ERHRKEH 5FE PCR-F 1Y
M E R B4R () B MM E B ME T FERS
R 523 B PCR-F 7= 4) R EARXS & & F(g) B EBLKTdmi%ss| Lk
LI & iR e AR BOAR S DR R B R 5 B X R B BRI AH SR B s ) R AR A
HE3 -, REEM I IMESCMMIESERA DNA BELARSE R
B N HEELBREEREBEERE — MBS BB AR A%
B R MG EAATR

PRIk LT RiER
Bk TR, AR\ESHTRMAEEFEFERTE, SFB=FME 21,
18, 13 Ak adkRE, ARNHRAIERRERE NI, RN, TEEEFER
R E KN, BRI RS S A R mEE R X R LR 51 3 EL

11
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FUT B R A X PR A X 485 Py AR % IR AT IE % DNA HIZEBE 7 2R I R
RRAE, BRHREREEFFI 6K, FERRAMAD KRS MR &
IR — MARLESRAR  IX T G 6 AR /N 3R SR 5B A Y — 451 1 0 B 48 1] A9 BR 2R
XA IE: ¥-3F 551N %% 8 44 (Angelman syndrome) (%R 5K {7 &
15q11-q13). BUERETEAIE (BRRAL A 7q11.23)s FHMLREAE (BRKALA 5p)-
TIREBGEHIE (BLRALA Xp22.3)s MBFFRERIME (BRKRNM K 229 11.2). #
2/ TR (Becken) & & iE (BT A Xp2 )X B BRI BREEBE SR FA (BLRAL
M Xp22). BEFERMENNZWIER DNA #ITHRELE.

REUTREN Y ZEESNE XU EF R T OFR.

BB R AR R O KRR AR E RFE R B, X ERmRNR
Bk 21 =M. XM Y-k E SRR, flmgEEPRGRK. 7
ANF/ER AT . ,

2 BB 543 R I 24 AT R 7E DNA 1 B AMNaE 2 B JE R SUR e 454, Hrh Pa gkt
Z—hiEE e EBEARDEER L.

2 SCFT R 3R K FEFE 2838 4 T AE S B RV E B IR R A T 5 B
REREH S MESERRMNEE TRRE—RETES, HRHEEIY5%
BB TTHANBE B PSS .

STIER IR S AT R T8 DNA BER P E N T 2 LED .

FROCERATAR ARG (B “FrE” WRTNER TR, MiEext TR
WA/ B BV R . B T AEBSHER AL EiRT, i P, PP M
¥s, BORA, MEAYFE. WERAYFRREELEY: KiE, WE
WME, WAARERE TR SRR S EER. &&HErEREHE
TRBEHEWEN, TAERE. Bk, FHE_mw, . B, WE. &
FIMLEE 5. BREBTARALERN. BERN, SRS 4R &
RTBIRKREEMA, RIEFERSY—HY IR CDEEBATSIA
BRI .

AR A& 238 R LT 55 1% B8 40 47 4 P L LA 7 B AR 45 & IR O 22
BFS]. AXPFTRARBFEEE S —RE SR EAREEN, BRI AEER

12
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R ok BT B A% R S B A H RR AR X [ AR SR IR EL

FEF357E 478 DNA 1 AL G C. THREMZRA, LU EIRFMEE
BE—RNmES. |

HAMERE ANFFITE BEAE TR 414 T T VB (R IE) A M I P 4 751

BE. S, SRR A SR THRAFERRN B iR mE L 5 R
¥ DNA e 230 MR TS . BRARE “#m” U XEH, BEERELE
IR E R R .

“WRABH” B “REREN” EAXA THELREE GEEM DNA #§
H— TRl AN RRECREMNE—RE S TERONER
% DNA $F4t. |

“EFAZRAR” 2S5 RIIERE MK “ RNSE” PR—&PRE T
B B B EE AR R RN .

“MBE” R “HR7 ATREEL. BEN/SABEERAAERN DNA £XB
R R

“EEIR A LES RS DNA 8, HKE—BHEZ4 100 MEE

“ER “fe—MBAETIRERS, BREEBEARNFY. HEEEESTH
R&ERGRID)F AT ER IR EF5.

“WirEF)” B “DNA R REEFRN S ITRZRNNEZENE, £ERE
FEREEEERERRM A L RPRTEREN DNA HE MR ER=%GD)MH
5, —REUNEMLTER, FTE % DNA S POEEDAT 1 ZXK.

“BlY” IREFHE 3-OH KMMERER, HE “BERE” BERX,
MR R & BT /H . FII7E PCR RAEH, 5 DNA AR K MEZHRS Y
B FI{E DNA B&BNEDCERBEZTE 5-=5R), NS “519EH” .

“SIYIxt” fREE S RREX BRI R EHSENPETIY.

“PCR FE” HREAHHERNRMNERMNKEREGER L3RR ZIE
[y (] 26 B PR 5€ ) B9 DNA J B

“AZPE” BR AR e URFEAZ B S T P A BT 2 XUR e R B &

13
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B HE MR R “HEMHE” NTHBEEER).

“S MR RERREENARN, ZRRETFENZETRELRAKSE LA
FEERILER-5.

“IMRIRM” ERBRENKN, ZRRESENRETREXREZELR
B AEER L BR-3 .

PCR- REBa#E R .

SSC- M EMAIE/K, &F 150 mM FALEA 15 mM BRI R .

F % A\ B2 W77 A B PCR S63 #4851 T 5 DNA T 5 LMEF B FERNSF
St DNA F3. 24571 DNA P74 Tt DNA i, XM PCR al#
Hy 8 10 FRELLENE B T,

EELF|E 4,683,202; 4,683,195; 4,800,159 F1 4,965,188 IR TI D
BANHIA K BT PCR AT, HABEMIANELIIEASH . ELAH
SRMEmEEXSMEFIEANEZERS YUK ESZ T [ET5
Y15 S 1 DNA & %, PCR AJ LZE /N A% DNA FHIT B ILAN B EL.
RAMXMHMBEFFINT BT RTHAESIDRNPLEERBEREZE
B, HKE—BA20/MEFR. EEN_519& RTINS FEENS
M BFFIFREX B4 . PCR B LM ER DNA &, REEIID(ELE
— %3N EESHPMENFIE K. B&IIWE—FNEFIIHBRE
e T 5] M8 3 322K IR T R $E 5 AT 7 51 I\ DNA R & B A i %
BT MRS B RGE T3R5 TR 3 DNA 8, ATHl& T
ZEL(FFDH— 4 . XE5 B, B DNA . 51458 kK1 DNA RB&
BEIEMILR T —% PCR; B§— S BEHAEEEMEE TRHAT. EM=Y—K
EEBAMFEST SMNTFZEFI S —wmIIWENNFS . Bk, S&£H5
FEMFEY AR B R RAE T — R KR

BERAEESRNEEEREN. ER TR VHERANRSEN K
iR, TIEESCHIE DNA FFIP )L+ /. PCR —fRFE TR 14
KEXH S M3 ZRKIFAVFH, AT ASEREHPIEARARGIY, —&FF(E
(1 IE R 51 F— %% R LEERI R 815140

14
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KB PCR FEFAZHEEARAEZERN Y, REFEZHRLY
VER RAEN BB FTE DNA X B DNA &R A. &35 RT N
IEHEX BB 3 1% —EHH: ENERIERMRETIY. ERSI8TT
EAZEEE 5 X 3 K@, EN5EmEERR XER), X798
I ChERE 3 XEE 5 KB, TS REEE XELH). 51UER TS
YR 4&4 F 5HE PCR AN, BIPUFARE A SRS % = B (B R
). EENERBSEENEMR( “EMR” BEEI® pH ME TR
BEHMREEA, HERTAENRE. EREHE Taq REBEEHEEN
PCR &S, ZMBAl &% 1.5-2mM 8, % MgCl,, 15-200 CM & #f
ZE=BEE, 1 CM & 3|9, A% 1)50 mM KCl, 10 mM Tris Z M, pH 8.4
A1 100 Cg/ml B . #4T PCR Y XM AR ETNF S RN ELME .

A5 19550 & AT L B 5T 3 3] 807 51E B E s R iR ERR
ARV HHTFRMARBEROSEEZERIY . "HEEASEE R
WHILEREZER, fm@EEF A3k DNA &8¢, WWE Biosearch
(Novato, Calif.); Applied Biosystems (Foster City, Calif )y fiEE AR . &
B 51N R K AT AT 5 — 404 B4R T3 Je a4k DNA X B [ B £ 32
fI S FF IR, FTIRIXK BRI BB R R FE IR . X7 DNA X BRI
EROTAE 14, 15, 16, 17. 18 8% 19 MEXT; AW, EIIEEESE
20. 30. 40. 50. 60. 70 80. 90 B¢ 100 LA LM ERR. fH K DNA
X B 100 #1250 MZEFERREX (bp)Zi8; AT, HAIEHFEY 1H
50 #1300 bp Z [ X B, Blin B4 drde A& tn. HEM3IHKERHE
£ 14, 15, 16, 17, 18 8 19 MZEFR, HEEEEDEE 20, 30, 40
2 50 M LRI HER.

E51YIMN R B K NTTER GENREBMEE RN, Flan Bl 5 F LR
REBZhEk 5| RIEH DNA F=HHIE K. &MY E R AR R TV
LRE; —MELHBERPTIEN, FTRANSIMEESHY 15-40 MEERE
B, BENS I FEE B ERIRN R NIRRT R 4 R SR B R Y
519)-EREEY.

15



200580020530. 1 oM P FE1/25m

FTRAMSIYRES B IMEFF AT SR REL L E A, BS54 nmee
S5EHFEFIEELAINFINNZRE S, BIRRL. BRTIVFIILTHFRER
SHEETREL: Sl EEMRFRAFBREEEESTETIDH S5 mAHE.
R, SIFFIMBIRMARIESFEZRTI LA, ZRERFHE.

BiE L, @i PCR AW MM ENZRFY, RELW M
B % 5 P i A % 55 BB K T BT 148 Be 5 BT R R S (AL T 2% R P 5 B B 7%
M B A RERLITEAEZETRS Y. 4R, BN—%510EBAIE
W 5 HEREANSBE, ERERIRET —RPE S —51EMm A
KEHE IR .

EARA—REWLHEFRT, IR ER. 51W2—, BERFIYS
¥E DNA X B X8 3 P S B ab: ZFFEGE . BEAR A/ B E 52X B
R 3 . B34, BIRM5I4%54 DNA X BRH XEgmiDeE 3 ImiIF
FIE AN, ZFIIES. MARR/E I R X B L 3 .

S EMIEAEL 15 4 40 MEFBRZE, FREEL 18 MY
35 MEHERZ 8. T EE EEMESH A LR KEMEEY 25
FI4 60 M EEBZE, ERREL 35 ML S0 REFEBZE. MRRET=Y
MEHEFIINEEREENERER, AT ETSEPERTFAE TR W
EETIR, BARRE T 2D A EEAFEERMRE, E10%E 3D K.

B 4 25 L Y 7 1 7 A4k DNA 240 R 77 BokiE 2 b4tk A\ DNA, 6140
%)L DNA, RS BF/KETTEES B BRI A5 DNA. W RFRGTH
PicoGreen Je kM P ERAFIR PG % EF 4 DNA KR E . 50E, TR
#E DNA $2EUH AR MBS LA AR EL DNA, X R 4&EM %k, FlnE
BERRE. E4WHRE, BAMLKE L DNA —F4MA PCR RNRAE . &
ARPRENITHES RS, IMANRNASBFERESENBSSH Y
= pH B FREMNYENENK, SHERNEM4NEEERKEZEX
F=HR.

BTk —E 5 YRN8 R BB B RIS € R B A o SR B B
RS, fln, THREECEUNRECHIERAENE N, 5, T

16
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EESERREEEEERAEERLCERETH NMNITER. ALLER,
& 2R M5 Y M B 9 BT AT R R T bR BB X 4. BLAh, BEESIYF R
Rt ATy BERK—XGIY). SHREFEFET AEZ DNA 1, i
EREBEENHEETHTCHERRNEX B R A REAS
BMER. —MHEENERBAEREE 12 DR H ME-3-5% K S B
(GAPD).

SHTRERNGEERNRASIYSES UETHF2E 5 MoaftrdE
AT G R B 5 0% 8 L F 3L

W GAPD M5, IR THEZFRIFS: SEQID NO: 1 M 2.
N B8R £ FF 583 SEQ. ID NO: 19 f /751 .

Bt 5 X Je otk 5 8 R % AH S 4R 99(Turner) B = X(Triple X)& IR 1M
THHMBEMAEE —&U L X REANFEZRRBEEMEN S, THNAERMR
15 5 | %) SR )% & Xp22 XA 158 bpPCR H B . X547 BF SEQ ID
NO: 3 1 4 {175 . N AHEE T EE SEQ. ID NO: 20 K751,

HIX 5 BHM LI LW 5 = FRRFFSGR-S AR — L5 IR 61, B a1 SEQ
ID NO: 5 F1 6 i 5|83 KHl &5 Y-Ge otk £ SRY ZEFE KK 148 bp PCR
FE. MNKEHTEE SEQ. ID NO: 21 K175,

MW =4k 13 SE1E, BI=4k 13, %3+ T @ SEQ ID NO: 7 #1 8 FizR
(5% k4l &5 ATPTB K AHIH 127 bp PCR FE. HNHEEATEE
SEQ ID NO: 22 FF5Y.

NiWT B EAEEEME, BI=1kM 18, %+t T SEQ ID NO: 9 1 10 Fi7rw
(15 | 5% 414 5 WDR7 2[RI #5551 154 bp PCR F B AH M B8R4 AT B4 SEQ
ID NO: 23 FF31.

HEWE RFAMEER=454E 21, &1t T W SEQ ID NO: 11 1 12 Fr7n iy 5
Wi%t 414 5 SOD 1 EEAEZH) 124 bp PCR A EL. AHN ¥R T4 SEQ ID
NO: 24 [#51.

TRV AT AR B AP RN R B LE T | P3RBT .

BBEMEAMETS, FIRAEETI YN, W SEQIDNO: 13 M 14 B

17
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Skt & B0 T EE B g Gtk 5 L B E B R AL U TAS2R1 E B R X 35 /Y 167
bp PCR A Bt . MM K4 AT A& SEQ. ID NO: 25 [F31.

HBES AT S, TRAEESI YN, 1 SEQ ID NO: 15 1 16 B
R G T H B Gk 7 B ZEBR R AL A M ELN EE X 138
bp PCR F Bt . HIMN M4 T84 SEQ. ID NO: 26 F71.

s FREaiEms, ATAAAES PN, @ SEQID NO: 17 Al 18 AT
TR R ) % BB 1) T B HE R B 5 4k 22 B PR BR R A AS ) DGCR2 £ B3 X K]
145 bp PCR K Bt. AN KR4 AT 24 SEQ. ID NO: 27 F#31.

BRI BB JLEIE MM R A5 4508 B B 4T B T4 R B & M
TR A R, HENRVHTHTEUER, BFKT BiitE =25
YYFIAR R FOBREE RIS WX L R B P 0 =R, JFRRAARMREAR T —&
GIIFEEHRE =1k 13 ZE&MESHE 13), B FGF9 #RH. 3HF R
DNA A HFREE, & ZASIWNEE. XTUES YRR =T T
FHMUL TFIMEFRK R : SRY. FGF9. WDR7 #1 SOD1. HHjftikiX
5| AR Sk 12 Wi A Y R

3t SRY T =: 3|44 SEQID NO: 28 1 29; # 4>k SEQ ID NO: 36.
XEE|M 4T 175 bp PCR F Bt

W FGFY M =: 5144 SEQID NO: 30 1 31; #R4t % SEQID NO: 37,
XS M4 T 139 bp PCR A B .

% WDR7 i =: 31490 SEQID NO: 32 1 33; #4%h 4 SEQ ID NO: 38,
XL M= T 172 bp BiE PCR A B, |

¥t SOD1 M= : 3|44 SEQID NO: 34 1 35; #4%4 SEQ ID NO: 39.
XLEE | R=4 T 129 bp PCR F Bt .

BFRT B—E5 I MREH R RGP EA 13 £ ATPTB ER AR H
FGF9 ZHIIE | MFEGEE . 18 204 10 ng DNA A H TR, HEZEG]
WFIERED), HP 3144 SEQ ID NO: 40 f1 41, #41>4 SEQID NO: 42 7w

HEFZRE, BETEEFLPATE LANRAE. o, RUSHREE
HRPRANE NS

18
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(2) TEY WM TLZh R EA DNA B3R & BeE =0 R N ] AR IE [ AR R
BlMIft % % DNA ERER, WitiXE5|9ki BB ARSI PR E
YAIOSE DNA KB, WX BEBERBEFIIET, F—X Ry 5 BER
B2 Extshi—&RES5H 5 RmEMAEER AT R RS,

(b) #4T(i) PCR, (ii) DNA cDNA Z&aZ fIykigs, M(ii) thEEE B
2% rh VR TN B

©) BH—NEH LB AMMBETI(hiE—KXBR M%), ReEd—
ANBE S EBE ML S BEERA DNA KERMY #5%H LMY DNA
fp5y;

(d) FIF PCR # H=YMigMEF] _E&3 A2 %A RBP4 M E G ER
BWIREARKEE, ZEETHAESEREA DNA MR £ EE.

MRS B £ AN FEEE DNA HEHIMBE S XERGE B ST 18
DNA f—&FRid 8 E 4. BARTHAAEDRIFRIFFET 4 DNA KIE7], &
FEE0 DNA MR H B E ST PR ER MR ER L B R, HiL
LAY, BlinEEER S 6,174,683 F144 A =4 TN AL "(Three
Dimensional Format Biochips)lIE/AAFEFR#HiE WO 02/059372 H TR A
B EXFMEERB T, HEAEE TR EERESRE A BT R,
T R it 5B A KRR M S EM A T =M. w05 0%
HE SEARES T, WA EBHFENBELRRF RN S FRE T ERNE
. SIRETHFANZHRRANEFTS, SR EERMARKEN
ik BRE £ A X 3D WA

BB R R EE 5 BASE, 16 R & 26 B R —H SRR & =R R AY)
5, EATEL AT A4E Bl VR AT PCR RAFERN—FomEAN. BRETH
BTBNE PCR 7 iE40 3 1 LR DI04 35 B 2% SCBRVEIR T iX &4 ft . 0 BB,
AR &R HEEE UL FEY A B 23 R B o H B R 5 BB A SR AL
BEE, BITURE UK ERE S NIRICHIEM R, AT LR 5 ER R 2
MIBER A, Bt 2 A 98 gkl i AT A Se YA M AR LS, BUR SR R A ik A
M EAFR R RRERAEE AR, ZRANETRETEENH

19
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%, TRZBRMMESIAFMNER; FRIXFEERE R SRR
BB B

YT TR R R S RN R T B S M R ERR R A KN %
RS ARBTEB T, HAERIDBRELERYA DNA. fiid DNA A3
BRGJLRES, ZRBE A T8 BEKNZEEZH DNA. 204 0.1 M
34 DNA fTICH 2% R, ATHAEX 10 ng(AxXM A ERFR). FTHH
AR A, FIIRE BRI RE gL DNA. dib/E, &SI ERERE
Mg, BRAEMRENEEEE, #1T£EPCR RMN.

ATZEARARZ) 50 B9 R B = S I\ ML AT 943 (¥ PCR REEHI1E L 5 1R
ARG AN REX ST —EHN 5, XK IEE T ERNEE
TR TR RR . X UET |0t BN S RSB R LR M2 ik
1R FUAE A AT A — B 3Rt . N A A N R B, AT X BB R
Wt A A S REFBEFROXBAHES R XEXBALE, NN HEXZR
bR B IR RIR A R R AE T IXF /N R . X F 5%t K% B vl B4,
FlinE = 100 XL E. 8T, EA—DNRARER—WS, BHEEFARM 5-25
SEI). BT EANBRXXBREERNIERTIEES N394, A h i
BT RERMIER S Y. FrEEnExd sIvEiFeSRadk L
B DNA FHy 8t B4, ik DNA F5I484 50-300 XS, BFES
100 bp-250 bp, BARIEZ 120 bp-200 bp. RET 2 1 M & EMAIR 314,
448, ML PCR RERFETHRA G ERNBRELERERY, 5ENE,
Bl Taq &8, REREHEIIMNREE, MEHR.

WEEX S —5%&, H S-BIRTAER —4%. EMENERETET, EM
319 5 BEERAL, REF|IYSAHRRRICEMAHE. BAM E30E XA &
AN, BNEeisid, BRERAZRC, flnks.

PCR S #I7E— BT 5 3 60 B EMER: HEEL 20-30 #E1E LI
EEMTFHITRAUNFEENS Y MZRFS. PCRY BTHGE, KA
ik, kg, BirEERE R /NA 100 AMTREXT L ER TR
HEred) . TR R ARG SR A B IX R ik .

20
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WAL, RIS % E BRSSO S 558,
SBEET PCR T HMEEFY. WG, FRXEWELHREMNLNE
&Y. BEBNBERMNES 95 CRIRE 5-10 8 LUERRINIBE K IE £
SRR ASYE , BEBIRIT R T AR, RIS A S
45 NTTRT AT B F— B 0 — XS BB ¥ 5 PRI T & B RO BE, 514 45
O A A B TV BV R 2504 10-20 ANRY, ARHEL) 14-16 M. 2958
B, Fa @S i T S S W, SRS R P WO R — 2
MBS R A, SR, B EARALT AR, RE W R
PO SR KR B B ATAR R, TR RS A E M U RS

AR B R TR (L B XUGE PCR P Sk, ROt & B
FIAARE, BURIREHR AR T B & 2 (8 Bl Sk ) B X B AT 4R 0
MEERE LEN A BRE. T4 T 55A5 W% B MR R R i
F. BEKE— RN 2524 60 MR, TATHF—RFEHNMAR
(microassay)/5, JEFA& BIFES L HREF MIFERIRAT, SRS MLV EVE A 20
BATLE.

¥ SRR L BARAE B 015 B IR, B T A EREN 038 A AL
(ERIEEE, WA A IS S BRI, FUREE TR BE K 12 £ GAPD
R SCENER B . BVTBH B A B T LU HRE 5 T4 O ShR v 5 LU
REOME, FRAE b,

RIS R — B B % B AR FIERAL B BIR0 I-be . B X R Y B
AT, R R 2 FE e X E R ZE AT 30%,
MRS IR TR RIS, BT — 5. 260U, MBEXN—EiE
Yot b SRR BR USSR IRA 10 LW BT 20%, B4R E#RET AR MR
— B BRI  GH SR HR B R T L) A 1| BT
P, RSB B

HRRA A TR R ATRE TR LS RIRR, BT LACMERN
DNA, /5 Fliktess Byl &5 DNA FRIMIERILE. flin, B4 12
IR BEAE S, ARJE BT 0 RE B (0% BRAT S50 P AT Vi B (R SO 4R

21
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GAPD EPFHME. REVWEX 12 MHERTFIERIIMNIER B DNA #
SR “EREE” (N-HAE). BT 555 12 47 B % 2 #) DNA.
D X LS R, FR X B EB B IEF &t DNA 89
N-H{E.

ETFT—SHSBG, BEMNTHIRE DNA 5 R RER S 25 TE
(- A8) 5 BB DA RSN B0 & F0 N-thE, BEMETFRAFE#RRE T (C-F
F). RAEFTEHESFREN C-HTF. BEE C-AFMNIXEL 1.25 M 0.75
Z 18], AR L TEE B C-BETHEN R E FMERE R 1T HEMES L
BEEH C-RTE, WEBRARABXBERNEE USIETRZE C-EF
HIEH B EIEY C-ETFCARRETE 0.75-1.25 Z @) — BB T —ARH K —
EHMEFINTY C-ETE, BANBANZYHRTY -ILERUZTY C-B
FNTTE B & (e R R LL (B (A- LR 1E) . BB R fT RAE R PEIEAT T
E, R 505 B A MK E py SR & 2 57 7T R S B B A R; L
SR AEE R B R BREEY 2-4%.

1 C-FRFRBHE N-IL B3] A-Lu{H)E, KA S —RNEH & 5HE,
BT 38 90 U044 5 TE 5 LA 25% R 0T 54T EL A MVE LRI 40 DNA M 7E %45 8
WX B iR, B, mBRRBUHEMSREAK 21 HERHNESE K
T 4 BB B B P P BRARAE R I LB 1.01, HELH ke B T AR T
C-FF:H 1.10, MiZ Atk 21 HeH MERHFERETE :1.01/1.10 55T 0.92(A-
WAH). REH A-LLEER, 0.92)5%FTRIMLN 0.68 HIEF BHFMAITRE
21 FEMEE 1 N-LLEAR L. ATEHZELIER LELNR 35%; Bk, %
R RS WT 0 =AM 21 NGB0 R, BE TR M =R 21 fEREL 9 1.02,
ZE AT ST TR 0.92 BRHELE.

PTG BN B EERNE, o UMRATR TSR FIEHNEE, 52
AE—RKRRERP L ETFERBER. flin, 2z =FERme,
S MBEER FRE, YEREREEORABDGERR, FHEENRE
HA FEAE. HIESER BB R R IR A v, R B\ PR R AR
£ B DNA 317 TR, 24 HEMIEH K DNA FHF 48 EMEERHERHE

22
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()75 7] DNA ¥ BB AR E R ER T 100%M REEM 100%K45 7. A
SRE BT R T )\ E o, (ER U BRI — MUFES_EHEATIX
MR T R4 A /BN R B EL B R, SR 2T REAR USRI
TAZH(FR).

45 DT SR IR B AT S A A R B B SEHE T 3, P 77 R A T xd
£k 9 MARREENTHNEES Y, Hod 8 M5 XTEHERRK. A,
R EAR 45 H I S 52 MG ) R S U EE B B, AN BE A LMEAT 05 IR 1A R B B
e, AKBRTEESRAZAITRRBHRAERPIRE.

S 1
YEh B TR 5 )\ R R 40 47 X A FE A5 B SRR B B 4k
R T EMEF, BRHFEMRALT 10 ng EZEFSA DNA. 4itk/E, F
F% 1 FiREe 5 #4T 2 E PCR R V-
% 1. PCR &4 53 B4R

Aoy F&(cL)
AmpliTaq Gold PCR Master Mix 25
alifk K% B4 DNA 5
(UMB 1839-M, 2 ng/cL)
519REY) 5
DEPC 7K 15
BE 50

FIFEFRL 50 MAMRMNE . ¥5IPREWTHIEXFIYEN, SEQID
NO:1 %] SEQ ID NO: 18)¥¥+ il 827 Frise 3% A TR & F G (A (R B BB

BlMIRSWIIRE (10X)JEE R 1.25cM B 2.5 cM. T & PCR Master
Mix &G 5 EBENREREREEY. 4EMNEEI W TagME . EM
514 5-BEEe AL, RIEBIMEREIRICY, BIIEE (Cy-3)3iEZE. FH ABI
9700 HAGHR X T RIB AWK T BLST . PCR JEFF B (B ME B 40 F BT

95°C. 11, 96°C. 1', 94°C. 30", 55°C. 30"F170°C. 30", 10%2; 94

23
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‘C. 30", 55°C. 30"Ff170°C. 30", 13%; 60°C. 10

PCR ¥ #8525, FA QlAquick PCR 4tk iRFI& (Qiagen)di Ly
Y . TE 3T CHMZERSMIBE(1.5 cL, 5 #4L/cL, New England
BioLabs)H 1L BT #4449 5T 89 8% 30 2

KA MR CHREYREMR T EH 3 X SSCAH 0.1 % Triton X-100
R ERPIESATES. FENEREEREEMNEL ST IWAR
#R4H(BN SEQ ID NO: 19 & SEQ ID NO: 27)/ 3D M55 Z¢3T, 45CHEF 14
INEF. 7E 37CH4%E 1 XSSC 1 0.1%Triton X-100 HIPEEBBERR 15 7496
FRES G T)AR)E EIR A 10 mM MgCl, #1 5 mM Tris-HCI 22 # ¥ (pH
8.0)E Y% 15%. FIfE, REtH X (ScanArray Lite, Perkin Elmer)3k
1B &2 3D WFEFI(A M B)R R IE R .

MTF~, FRAANEESTER:

% 2. W 3D MBI R AESBRE
60 RIBUCREE
85 #3 PMT 3R15(1H)

HEH A B
GAPD 31,177 32,908
Xp22 6,642 7,177

SRY 5,286 5,334
SODI1 31,223 33,624

ATP7B 21,703 23,202
WDR7 9,119 9,325
ELN 10,201 10,498
TAS2R1 9,650 9,825
DGCR2 11,579 13,181

BhETELAEFENEESE GAPD I S E. R ILEK 3.
% 3. HES 5K WIFE S GAPD {5 S ¥ L EJ-HAE)

BEH A B
Xp22 0.21 0.22
SRY 0.17 0.16
SOD1 1.00 1.02

ATP7B 0.70 0.71

WDR7 0.29 0.28
ELN 0.33 0.32
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TAS2R1 0.31 0.30
DGCR2 0.37 0.40

REHEZEE(LEENFHLEMER L.
F 4 WA DM Z MK FHHENERB I

2355 SEHHE | A 3D WS
P ERBSH

Xp22 0.22 2
SRY 0.17 5
SOD1 1.01 2
ATP7B 0.70 1
WDR7 0.29 3
ELN 0.33 3
TAS2R1 0.30 4
DGCR2 0.39 8

iz, ERESEBRE T ETRRER.
%5 WHEKNBRETFRAAYY CHEHTFRAENKE

2K Tty | N-tf | C-BT | A-HE

Xp22 0.22 0.19 1.14 0.20

SRY 0.17 0.17 1.02 0.15
SOD1 1.01 0.68 0.92
ATP7B 0.70 0.59 1.20 0.63
WDRY7 0.29 0.26 1.13 0.26

ELN 0.33 0.35 0.96 0.30
TAS2RI1 0.30 0.25 1.18 0.27
DGCR2 0.39 0.35 1.10 0.35

EH C-HF 1.10

£ M RE B R, TR SOD1 BAAMT B Z H I A-LUE7E N-ELERZ 15% A,
B % R R P AR X S TR K . SOD B A-H{ER 0.92, T
N-HL{H 8 0.68 & 35%. ZERBASHNBEELRIEMKREZ =AM 21
LW S Mo, =M 21 MEBEL 0.93. BTN DNA M5
BRN 2K DNA B2 =4tk 21 2w, REGA RN ZRIESE THERA K
RAEMIEW T

LB 2
VB R —SEHEG, ST 2T i 1 R iR Tk, HPRA TR
[\ R RIYEARR B W AERE . 183 10 ng EZER4 DNA HERAH.

25
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aidh s, FIASSEHB 1 AERIFIEC T #4T % E PCR M.

FIAEIRY 50 MAMRNE . FHSZEG 1 BT AAHEBS YRS R
T M LERF R 9 Fh G o (R SE I BT 51 403

BB E MR ETEE L 1.25 cM B 2.5 cM. T8 PCR Master Mix &
HEERNBERBRERY . 4550 W TagMEME. EMZY 5-
BEt, RE3IYMERERIEY, BIIEE(Cy-3)HMmHEE.

I SEREB] 1 Brid #E4T PCR 373 . 4ifb (3 34 7= ) Ay L L 8 B R
Sk

BERMRICHREEY RERTEH 3 X SSC H 0.1 % Triton X-100
RPN TSN . FOFEMEL 5L 1 fridERMESE
AL BEEET 9 FARBE K 3D PSR, 45cC IR T 14 /P, 7E 37¢C
&% 1XSSC # 0.1%Triton X-100 FIPEHBBELR 15 DB LRGSR
(5F). TS, ROt (ScanArray Lite, Perkin Elmer)3k 18 & %%
i 3D HFEFI(A 1 BYM R AR K.

WMTHFR, FARANEESTERG:

& 6. BN 3D WMEFIN RN ESTRE

70 b HIBOLEEE
85 &L H) PMT $%B({H)
HEE A B
GAPD 45,888 45,918
XP22 15,407 16,675
SRY b= Ao =
SOD1 30,392 32,665
ATP7B 26,406 25,668
WDR?7 10,193 10,014
ELN 17,115 15,766
TAS2R1 9,938 10,210
DGCR2 9,248 10,244

HAWEEENNGESS GAPD RfESHIE. SR RE 7.

xR 7. ZBESES5RNEHREEST GAPD 55 ¥ G ELEJ-LE)
ZH A B
XP22 0.34 0.36

26



200580020530. 1 oo P E22/25m

SRY - -
SOD1 0.66 0.71
ATP7B 0.58 0.56
WDR7 0.22 0.22

ELN 0.37 0.34
TAS2R1 0.22 0.22
DGCR2 0.20 0.22

— /9 v

%8 WA D HMIZ AN TFHEMNERB O

RETESER(LEVENPYURENERFI L.

2= H ¥ HAE B 3D
HydroArray(Ff 51)
ZIEPERB DL
XP22 0.35 8
SRY - -
SOD1 0.69 7
ATP7B 0.57 3
WDR?7 0.22 2
ELN 0.36 9
TAS2R1 0.22 3
DGCR2 0.21 11

iR, TERFASHLERREAZNE.
#9. it ENENETRRETY C-ETFRENIE

E A FHWE | N-tE | CHAT | A-H{E
XP22 0.35 0.35 1.00 0.35
SRY - - - -
SOD1 0.69 0.65 1.06 0.70
ATP7B 0.57 0.56 1.02 0.57
WDR7 0.22 0.25 0.89 0.22
ELN 0.36 0.33 1.07 0.36
TAS2R1 0.22 0.25 0.88 0.22
DGCR2 0.21 0.32 0.22
F# C-HF 0.99 ‘

TESLRE G S, AEE SRY £E B RZNERLHEEARZ Y-REHE);
Kk DGCR2 AAMUFTE HAERK A-LUIETZE N-LLE L 12%LL P, X LB
i AR X B R BT AR RA . DGCR2 # A-HL{EE 0.2, bt N-tbfE
0.32 1% 31%. ZREHLUNBEERFHERERAZETFEE AR WN
o 3

BE J5 % 52 )BT IR A DNA FISE Rk B R R A MM L XN R

27



200580020530. 1 oo P 3E23/25m

BIZHAR, B IA %M RAE S T 68 P I A 4 0 W 5 U

AT RS 1 TR R AT, BE it §ig. HARHE
0.3 ng Hsciif 1 FFAMARN DNA H&H. R, ZRRRS, AXNEE
GAPD. XP22. SRY. FG9. WDR7 #1 SOD1 #4TiA%. 5|WREDHET
£ E5|4 £ SEQ ID NO: 1 #1 2; SEQ ID NO: 3 1 4; SEQ ID NO: 28
29; SEQ ID NO: 30 1 31; SEQ ID NO: 32 1 33; SEQ ID NO: 34 # 35.

KBNS EAEEMBNRTBRBETAWEH . BOEHEEAR
M EEEST 6 FARIEE ) 3D TP 5 2478 BT F 14841 2 SEQ ID NO:
19 #1 20 5 SEQ ID NO: 36-39. W L@ # 1T T, DR T REERER
AN TF). THBE, ALl 1 5T MBOEEHB AR & MR
BHILEE.

FAMRMEELLHES | AR ITSER. GREZNUFE
ER A-HLEZE N-EER 15% A BISMAIRE SOD1 B A-th{E. &R,
F 0.3 ng B F A DNA £ &l E B RS A — A B2 =4 2108 K5E
EAE) R .

BRAF-ERENVERFEHBTARY, XIVBTRERYRT ALY
ANBH AL R HNEETR, RN ZEMATIRAEEEARA
FEA B AT 1 B % b AR B ok v A o B 4 A SRR hn i AR 22 K P B i B A
RPEE. fli, BRMWEFERAZLSEFAFTREHFIINES, Bl
REBEHRAFHEREIRFINEER SR TRENFEEZEER
MBBEEXENNEETIAATIMEANSE.

FIIRER
SEQIDNO 1 M SEQIDNO 2 ZH F# 1 A\ GAPD EE ) 139 Mg %
X5
SEQ ID NO 3 1 SEQ ID NO 4 2 A T4 1 X-F A {Fr) 158 MiEX X

28



200580020530. 1 oo P E24/25m

BRI,

SEQ ID NO 5 1 SEQ ID NO 6 £ Fi F# 3 A SRY ZH Y 171 AN BREE T
X B 5149,

SEQ ID NO 7 #1 SEQ ID NO 8 £ i T3 ATP7B ZEF ) 127 M HlE: %3
XE WY,

SEQ ID NO 9 #1 SEQ ID NO 10 £ F¥ # A WDR7 ZEE 7 151 158
EXNRENGID.

SEQ ID NO 11 1 SEQ ID NO 12 £ i F¥ 1 SOD1 FE R i 124 /-t
SR B 514 .

SEQ ID NO 13 1 SEQ ID NO 14 2 fi F¥ # A\ TAS2R1 ZEE K 167 4
B EXT X BT . |

SEQ ID NO 15 1 SEQ ID NO 16 £ T ¥ 1 ELN EH#J 138 At
X B39, |

SEQ ID NO 17 #1 SEQ ID NO 18 £ F# 1 DGCR2 £ H Y 145 Mk
EWNRBEP5IY. |

SEQ ID NO 19 3| SEQ ID NO 27 £ 5 R % it b S5 LB R
%, 3 KRt ARE —&HLENET 1 PCR YR TNERTERD.

SEQ ID NO 28 1 SEQ ID NO 29 Z i F¥ # A SRY £EF ) 175 M2
St X BB 519 .

SEQ ID NO 30 1 SEQ ID NO 31 2 F¥ 1% FGF9 ERFE 1 139 M
% X B HIEI 40 |

SEQ ID NO 32 1 SEQ ID NO 33 2 H F# # A\ WDR7 ZERE#J 172 M
EX BT,

SEQ ID NO 34 1 SEQ ID NO 35 £ F§ F¥ 1% SOD £ F ) 129 Mg EXT
XEBMIIY.

SEQ ID NO 36 | SEQ ID NO 39 £ 5 K& it A SHMEIIR LRI <
%, 3 RIRRITAREE —&HHEREY 1 PCR YR HRH ERY

SEQ ID NO 40 #1 SEQ ID NO 41 2 T# 3 FGF9 BERREX &MY .

29



200580020530. 1 oo 1 3E25/256m

SEQ ID NO 42 & 5 R¥ Rt A 5MEFR EH B AAE, 3 X8Rt
Hee 5 —& WAL J5 1 FGF9 E£FE 1 PCR I X B AT MR ER D

30



200680020530. 1 r%

51

/105

<110>

<120>

<130>

<140>
<141>

<160>
<170>
<210>
211>
<212>
213>

<220>
223>

<400>

EYREBAH R AT (Biocept, Inc.)
bR AR e
81665/6776

10/840, 208
2004-05-05

42

PatentIn version 3.2
1

19

DNA

AL

5|9

1

tggtgaagca ggegtegga

<2107
<2115
<212>
<213>

<220>
<223>

<400>

2

22
DNA
AT

319

2

aagtggtcgt tgagggcaat gc

<210>
QC1e
<212>
213>

<220>
223>

<400>

3

22
DNA
AL

514

3

caggagggcg tttctcaagg at

<210>
211>
<212>
<213>

22
DNA
AT

31

19

22

22



200680020530. 1

F?

LIS

#2/1005¢

<220
<223> 3|

<400> 4

tccaagagga aatccccacc ct

<210>
211>
<212>
<213>

<2207
<223>

<400>

5
22
DNA
AL

519

5

cgcattcatc gigtggtcte gc

<210>
21
<212>
213>

<220>
<223>

<400>

6
22
DNA
AT

519

6

ctgtgectee tggaagaatg ge

<210>
<211>
<212>
<213>

<220>
<2235

<400>

7

22
DNA
AT

519

7

acatggtccc tgaggtcttc gg

<210>
211>
<212>
<213>

<220>
223>

<400>

8

22
DNA
AT

519

8

gctccattga aggcaaggtc cg

32

22

22

22

22

22



200680020530. 1

F?

LIS

H3/10m

<210>
<211
212>
<213

<220>
<223>

<400>

9

22
DNA
AT

319

9

ccgecacgaa ggttgagaac aa

<210>
211>
<212>
213>

<220>
<223>

<400>

10
22
DNA

AI

5149

10

tcaaacatcg tccaccccag gg

<210>
211>
212>
213>

<220>
223>

<400>

11
22
DNA
AL

Elk7

11

agcagatgac ttgggcaaag gt

<210>
211>
212>
213>

<220>
223>

{400>

12
22
DNA
AT

5149

12

gegcctcagac tacatccaag gg

<210>
2l
212>
213>

220>

13
24
DNA
AL

33

22

22

22

22



200680020530. 1

F?

LIS

%4/105

<223>

<400>

tgttgectgag ttctcagtge catt

<210>
21
<212>
213>

<220>
223>

<400>

tcaggaagga caggatagac agca

<210>
<211>
212>
213>

<220>
<223>

<400>

5149

13

14
24
DNA
AT

BRE

14

15
22
DNA
AT

314

15

cgttggtget actgettggt gg

<210>
211>
<212>
(213>

<220>
£223>

<400>

16
22
DNA
AL

319

16

cgcteccete ttgtttectt ge

<210>
<211>
<212>
<213>

220>
<223>

<400>

17
21
DNA
AT

314

17

cccgtgaagt tccatgtgee a

210>

18

34

24

24

22

22

21



200680020530. 1

F?

LIS

#5/10051

211>
<212>
<213>

<220>
223>

<400>

22
DNA

AT
519

18

agattaagcg ggttctgtge ga

<210>
211>
<212>
<213>

<2200
223>

<400>

19
45
DNA
AT

et

19

ctacactgag caccaggtgg tctcctctga cttcaacage gacac

<210>
211>
212>
213>

220>
<223>

<400>

20
45
DNA
AT

BHet

20

ctcaaggata agagcgacac ggcctgacag tcactagtat tcatt

<210>
Q211>
212>
<213>

<220>
<223>

<400>

21
45
DNA
AT

et

21

tctagagaat cccagaatgc gaaactcaga gatcagcaag cagct

<210>
211>
212>
213>

<220>
223>

22
45
DNA
AL

BREt

35

22

45

45

45



200680020530. 1

F?

LIS

#6/10051

<400>

22

ctgataagtg atgacggect cttggttget gagtgagact ttgac

<210>
211>
<212>
<2135

<2205
<223>

<400>

23
45
DNA
AT

378

23

acgtattccg tctgcacagg caaccaagge cagtagaaag ctatg

<210>
211>
212>
<213>

<220>
223>

<400>

24
45
DNA
AT

e

24

caaaggtgea aatgaagaaa gtacaaagac aggaaacgct ggaag

<210>
<211>
212>
<213>

<220>
<223>

<400>

25
44

DNA

AL

HEF

25

getettgatt ttctctctgg ggaggecacac ccggcaaatg agaa

<210>
211>
<212>
213>

<220>
<223>

<400>

26
44
DNA
AL

et

26

gaatgtaaac cctttgtaac cccatcccat geccctecga ctee

<210> 27
<211> 46
<212> DNA

36

45

45

45

44

44



200680020530. 1

F?

LIS

H1/105

213>

<220>
<223>

<400>

AT

et

27

cagagacaca aacatacaaa ggaaagatcc agacaticaa cgtaga

210>
<21
212>
{213>

<2205
<223>

<400>

28
22
DNA
AL

5140

28

tggetitcgt acagtcatce ct

<210>
<21
212>
<213>

<220>
{223>

<400>

29
24
DNA
AT

519

29

cacagaaatt acaggccatg caca

<210>
211>
{212>
213>

<220>
{2235

<400>

30
34
DNA
AT

k7]

30

ctcatcaaac ctatataagc acgtggacac tgga

<210>
21L
212>
<213>

{220>
<2235

<400>

31
35
DNA
AL

5149

31

gggtccactg gtctaggtaa aaaatgtgtg aattt

37

46

22

24

34

35



200680020530. 1

F?

LIS

#8/10051

<2105
<211>
<212>
<213>

<220>
<223>

<400>

32
24
DNA
AT

Elk7]

32

tgectcagtt tctagtcage caat

<210>
211>
<212>
213>

<220>
<223>

<400>

33
24

- DNA

AL

519

33

aggtctttac cccaggcatt caca

<210>
<211
<212>
<213>

<400>

34
34
DNA
514

34

tttgggtatt gttgggagga ggtagtgatt actt

210>
<2115
<212>
213>

<220>
223>

<400>

35
35
DNA
AT

514

35

tectgtettt gtactttett catttccace tttge

<210>
<2115
<212>
213>

<220>
<223>

36
45
DNA
AT

BE

38

24

24

34

35



200680020530. 1

F?

LIS

59/105

<400>

36

tcttegeett ccgacgaggt cgatacttat aattcgggta tttct

<210>
211>
212>
<213>

<220>
<223>

<400>

37
45
DNA
AL

BRE

37

gatactatgt tgcattaaat aaagatggga ccccgagaga aggga

<210>
<2115
<212>
213>

<2202
<223>

<400>

38
45
DNA
AT

wE

38

cagcccaaag ttatcttctt aaatttttta caggtccatg aaaaa

210>
211>
<2125
<213>

<2205
<223>

<400>

39
45
DNA
AT

BREr

39

cagcccaaag ttatcttctt aaatttttta caggtccatg aaaaa

<210>
211>
<212>
<213>

<220>
223>

<400>

40
24
DNA
AT

519

40

gattctcatg ggttggccag gata

<210> 41
211> 24
<212> DNA

39

45

45

45

45

24



200580020530. 1 FoAl & FH10/100

213> AI

<220>
<223> 3|9

400> 41
actccagagc tcaaagtaac ccac 24

210> 42
211> 44
<212> DNA
Q13> AT
(220>

<223> H4

400> 42
acatcttctg tctattgaaa ggcaacttac ggctgggegt ggtg 44

40



