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(b) PCRE ©]&-3}o] FRAXA 4 #F2] Hl &&= H-E(portion) 2] BE CGG ¥HEE 2 7] CGG WA Fo 215t 8
Akl A A 9 GH S ¥9EtE AE DNA o] X-AZEEE upe} f1A] ek AAkS &k @A,

(0) & (b)e] T34 ikl dd-7t5 A =S F55k= &,

(d) () (CGQ) WHEAE £ () A7) 91 4k oA
G -7ter WA E 3} B33k (hybridization) 3 YA
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3T 6.

A18F WA A58 & o= & o]l oAl wA| (b)ol A A CGG AL 3o 2 A% 30 FEYQLE =S 3581
& xke] A7) 9 F WA S L35 DNA THA 3" AA AR A Sl XY= d g A Zelo|nE o] &1 Ao
=49, FF XAMA 23S JehE Seiwolo] A&,

AT 7

A6l olA, A7) A THS CGG WHEA < 919 3'0] a1, FRAXA F429] sl 58 ol 5 Hoj i Ay LR §
35l o] B9 HFXANA FETS YR E Sawol o HEuhy,

A+ 8.

A6l 9oy A, w7 (b)oll A o] &%, DNA 5] 9] ¢He] Al 7hete] 3' A A o] AR Aol £ = Zafol w7} 1 5' dito]

7 0] o1
774 W (anchoring moiety) & B o 5 Q1 AoF XSG AR FFEL el Bl e AEY,

AT 0.

A8&el doA, 7] gl 2 Zefo|m 7t L 5 dikel] &
B d i olA & o] F-7FE PCR QA E9] ote] Al
S YEl= Ed¥o) o] AW,

7% 10.
A9l A A, 7] g W vl e "olar, @A (e) B @A (D @A (D)ol o]olx 3w, 7] F-33te A4
)
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3T 12.

A 93kl 2lo} A, A (b)ell o]o] A, o

o)
AEs AAstA, Gd-7te 24 54

2o Aelsts] ol ol M AY ZetolWE AAG] A FEE 9 A
FEEHE o] 549, A XD NA FFTS e Edel

e
KeX
=

fo
N

dy
T
Z,

L

3T 13.

A6 WA A28 Yol A, A7) E= Tejo]ufd = SEQ ID NO:1o] E£8# 1, 47 2w 2 Zebo]mo] = SEQ ID
NO:27} L35 = Ao] EAS AZurd,
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A7 14.
() W& A5 DNAZ 5554 2,
(b) PCR, 2 T 9]= Zejo]v] @ 2wz wlo|m S o] §afo] LE CGG WAL B 8] 55 FRAXA §449] 217 53
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() W7 (D°] AAZEL A4 TR B S Faobt vhol 220l golo] Hatatelar, 47] vholLzol gfole] Hga e ¥,
A A4-1A 4 o] Yehl: 34 =2 Z4ske] o5 AFA ke F5oHE B, o

(h) =5 % DNAS] FRAXA #2312 W CGG vt D o] -5 A &38tA FZet7] 913 81719 522 o] &ato], 97 (2)¢]
Aapet Atz Al we] A3E vaskE A = :

| =
N =30+ (A-1.03)66.4, ©] Aol A} N& ¥HEA H ] J=0] 31 A= CGG ZRH.9} Bslel F 49 FI ) 214 el o g
B F-gahe 4 9] Flo] vj&oltt.
7% 15.

(a) A8 Al DNAE 53 @A,

(b) PCRE o] &3}o] B 33l SRTs 2 47| STRsoll Q1435 3Aake] AA 49 1y TS 38t A% DNA W9
ARRES wg YA dakS FE 5= W,
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() A (Dol 2435 27 gz A 89 A3l vjaste] =538 DNAS F3] 39 U]l STRse| /M4=E A &3l A 43}
E 9AS £33k, )9 ukE g3 A (STRP) Q] A&,

3T% 16.

A 158k 9JoJA, STRsell thek B33} 42 3 A 772 vk dS ghf-6kar, STR T2 H = 6 WA 20719] vHEA]
o 9@ A7) STR ¥4 9] o= 2ufof] Ttz DS gF3t Zo] 549, 4|ty vy Ao A&,

AT 17.

A58 Hi= A16F el 3ol A, G2l (b)ol A A STR 79 B Aok 30 7 LE =

= 3= Ak AF7] o1 A o
Jq o _LsLO]_L. DNAE‘—,’]A 3' 7;]7:”0ﬂ ;\}E_zqo] §l_/y\]—4 _Loqc =i E]]:H/\ 43}0]“1‘“‘ o]%_

_'QI_
aL, GHA (b)ell A o] &5 =

1= stehol i DNA 919 <1l 12 shetol 3 4700l o], 21 5 ol 0 Mg s, ol ool
B 15 ereol ool S8 mfiaha, o714 7] Al A 0] el 5 o] 4 e e, 4]
W7 QB ol F-715 PCR AR el REVALS Theh S ok Bl wal el vl (el A 5 Aol

S84, @ddntE el AU,

=1

3T 18.

(a) EF79 A% DNAZ ZZ3517] 93 T% "4 AT (PCRIONIA = Zetoln] H 2ji 2 Zetolm 2 A 7] 58
g ] DNA 873 el LHE(7]A, & 45 Zeto]n = FRAXA f-7He] Hlsl = §-9]9] 5'Q1 Ao A X-TA2 K
91 P2 Jhee] 3T A2 B A o] ool ofuls et FRAXA #074 E o] 9] 3' 1) 91209 4
wHolu], 47 L= Teholv] i o]e] 5 %ur fHoR A%E 1A WSS WASAL, 7] 2 s Tejelrl
5' 2ddo] AN O EE BE5tH, A7) 3 He Zofoln LY FIFHLEEE ZE CGGRFHEAM I 9 Y3 22 A
Qarg @ A4 A BAE TR Al DNAL) 902 ZEsr] Sol qolu,

() 47] CGG MEMD -9 9 7] Yy 2T 9AS AEH oz B2 s £49 &

Ak
k]
r
i
to
A

(c) ) PCR, (i) eFe] Al & 7}ere] B3], (i) DNA-DNA 533} 2 A H | (iv) 334338, 249 <17 EHE 74
o] &g, 2 (v) H A A& 3 3517] 93 S5 H(buffer) 2 a2,

(d) 7 A 4ol 7] A8 a2 el LEHE 24 & shel] FHEA 0 DNA 2285 28k 9= 219, 9] A4
& BArshs 1 o)de] vhejaRofge]; |

(e) 447] Pholzi ol ol o] w4 27hd R Tz Aol A v]e] S5 doel o] A o] §ato] CGG wEAA
o tlg AR saely] 98 BTE B, 3o XA FFE S JElE Bavl el PE 7 Ekio.

AT% 19.

}7] F-3hst A2 3 WA 7 CGG REEAE S $rstal, 7] CGG Z2H = 6 WA 20 vhEAd Bl
1 Aol 2ofel ki WA Q g e, o714 7] EA= R s sefel e A4 CGG
3 o)1, Aol 30 3 e LE =5 FHak W] 4] A AL e DNA 919 3 7
= steto]vjiz obE| il 7hebe] 31 Ao Au Aol x, 71 5 ko] W] Q¥ W fahe, 2] =
E}OML 4 5 %r:arw Aol B8 ek, 4] A el R EE 5 wr 9 QuE ews
Fo P 2T $9] A 0] Fol Ao % oF 10 AFH, o] F-7ket PCR YA ) o
21-7keke] PCR A ES S537] 9A5te] oyt elobalzl Al 55 Rlo] 5491, kX9
Aol 4 7|E.
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T3 20.

(a) ZA+72] 7l DNAS S53817] 913 T EL A3 (PCRAA £H = ol 8l 2jH = EE}OMEH s
g 28o] DNA 2]y 28| LB =24, 7] 3 g e] Zefoln ﬂureﬂﬂoﬂzt EE STRs ® Wit 24 2
B8l AR Y FHS FFehs Al DNAS 7915 T3t SolHo]iL, of 7|A E9jE Zejoln = 7] A=
R o] MelE $9)9] SHE A2 Ak £ 3 i el SEIE Aol Au Aol elu 2 3 ejolu 4] el Rgle] Al
7t 3 el R A olm, Y] X E Zepoln| = o] o] 5 't g o A 3 WS Hirska, 7]
B2 Zepol = 1 5 weko] Al AbwtE o] gl Aol 54 <1, 3 o] DNA =]y 28 . H =,

—E rf

(b) 7] STR 291 % 7] ¥ =7 9AS A¥H o FH0Z 34 BAY el uyZd s

(c) () PCR, (i) R¥E| W2 7] 8], (iii) DNA-DNA % 95} 5L A2, Gv) 7 95hel, HA% ol sy 3ol 2.8 = 37
o &g, R (v) ¥ AY AFS 3T = e g5 H(buffer) 2 a4,

(d) 2+ A3 o] 7] A8 eI LEE 24 T shrtel FE A4S DNA Z2 87 528 AQl, S A& B

Sk 1 o ge] vl R ol gho]; %

(e) 47 vhol ol ol o] vl A= 2A)g sk B Ph ARl H F5 ol 4] FolEl o] 5] STRsl Aol thit
AE FAa) A9 BTE Eelt, STRPE UEhl: Bdvole) 1% 7=,

7% 2L

20l oA, 7] aL
=ddele A& 7E.
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7]& ok
Ve Aty oz APA e b §3 Ashe did A FAY, B A o2 = T dH U (STRs)ol 2 3
s s A e Ao g B4, 1o g A g oz AL, Hlof 2 oulolel] QlojA FHF XAMA TS
A 7= FA 2 Agko] gk £ B3 Aot} STRPs9| o83 B4 E 3 a4 A v (PCR)9 o]o]A] mlo] =1
Zo]# ol 538 hybridization) ¥ #41-& o] &3t}

A A L] DNAE ©@7]d & ukE 148 A (short tandem repeat polymorphisms)(STRPs)o]gtal B8 & 9]¢ & g
gt Ao dEnkES ZRITh v gy A o = o7 29 ¥ = (dinucleotide), EB 7w QLEE 2 HEZ I LE =
Hhio] ¥3ET ER I E R HEHFEHSHE vHE2 3 9 47]9] wE | S H =9 ghiolth, EgwEE e
E]= STRs9] & t(expansion)ol] 1#H A= o] =7} S7lele Aoz &4 &3 [Trottier, Y. et al., Current
Biology 3:783-786(1993); Bates, G. et al., Bioassays 16:277-284(1994); Kawaguchi, Y. et al., Nature Genetics
8:221-227(1994)]). o]e]g AH oA, vk B0 A 7|7} dubd o2 s = o] 9lar, o] ofs) A7 2 w9
e A o] FAET oW AW v B 7] AFo] FUet rE o] Q=] o]k dof= AR E W, A gy
%3258 5 18 (spino-cerebella ataxia type 1), - 2 dAF- &5 45=, v7l=-Z 4 (Machado-Joseph)¥ % ¢l
E} £ 318 22k g] & F o] Al ¢H(dentatorubralpallidoluysian) 1% 3] ¢ E} 71e} AHE FoF XIMA AY, FH ok XA A
Ed 2 25045357 2 FA STREY 1008 Sof7bA] E3He == Q)

=

A3 Al (genome)ol] EA 8= w9 A Q] e == wHEA DNAS S35 2 A& 7] 23 543 1 4% 3L H

o8tA BA o] o A F3 [Craig et al., J. Forensic Sci., Vol. 33, pgs. 1111-1126(1988); Edwards et al.,
Genomics, Vol. 12, pgs. 241-253(1992); Boerwinkle et al., Proc. Natl. Acad. Sci., Vol. 86, pgs. 212-216(1989);
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Tautz, Nucleic Acids Research, Vol. 17, pgs. 6463-6471(1989)] 2 o] 9} §-A}8t L& o A Aots] o] g}, A3 4 o
2,05 G e DNAY B SFaEL A H3(PCR 3] TFH 1, 1 vhg WA Fejopa o= A 2
71950 o&) Ar|E R BEd),

o] H e HITHE A9 "Ar|dHWtE" = "STR"Z &8 = ¥4 DNAS ¥4 07 3=, ol 2 37 2 Als &
=3 mapping) =0l 53] Fa3}c} o) 83k FH(class)e] DNAO A ¥He 5= 9] o] Zo]= o] 5&
PCR T% % A7 54 &lo g3 1oz vte= dgx oz 2 x 6719 wZlLE=olth A& WO 94/

&

03638< 5% ¥ STRsE A7 = H7|9s4 o2 Featr] feir R EAlste= S% 8 STR DNAY zh7he] 45 S48
7] f1al A, EAlell 1 ol ArRFE-5o]4d STRs= T A 7= WS ZiA8kaL d=dls o] 2 A8e A= REFe
o]<=A] (aneuploidy)S S 3l=d o] gdt} n]=E3] &Y X1]2003/02243801 ol gl gt w2 Fe7] -9l (flanking
region)ell 483t Sl U L EH =T A% DNA AR BollA 3 a4 Afv-&(PCRIS 1% Zekol v (primer)
2 o] g4 & Quthi= A S 3 [Saiki, Science 239:484-491(1988) 1% OJ%O}O% Aletstar o}, o & 5o WAls &
PF=dE A9 DNAE SEAIZ ] e}, A B VMG REAE A ol A Bl D i, YA AR

(autoradiography) £+ 352 HAEHI 22 T Hed 23] ]ﬂi} = 4l ol g AdE TFA] Ao &
7120 ol s| dol7) ZFo] U= Y EFHAAR FAHER o] 5 At o2 25242 RFLP #2444 o] &5 & v}
2 F 9 W ESE(Sothern blotting)oll 28] AEH A &S & Ut FAE=Y HSE WO 94/03638% = Ao = 3709 7
SULHES T35 STRsE o] &3t ool A& 4 Advha 43t} o] S%%¥ DNATE d7|d 58 o= 474 =

By, ~2HEZdH o7 SdE 4 A G HEXE o] &35t At w7 SHHL)

—— =T

STRPs®| 7}e] azg] <]l E@Qt et o] 4 Z‘tﬂo] ATt ol gk Aol = L8NG E YL FH - CTG vHEAE:d
HEH 2 Jphy] 231585 - CAGWHEA G, 2 FHeF XEAA - CGG ‘%}%/\1 o] x3lHt}) AH HEE
(penetrance)= 7} XA M A - H(X-linked) $4 232, HeEXAMA =27+ A4 AAAA 9 714 &3
Z shyolt}. ol gl ek AEl= thEf BA 12609 T 17 2 oA 2000 T 1Ho] k=t el 3l s 2 A4 TE o] A
of o3l Tttty ], EdWole] XAMNA-A F7 wftol FAdNA Bk AZEtA dFS vk

I Aol gFshe vt o], HeF XAMA = X AREEF-AF Aot HeF XAMA TS X AREF ] Ut 7}
7hol o] AR} 22 q27.39 7FA] A ¢l & ZH(constriction) el 7L 5%1 o] glom A HjUdol o] A A o X A=
& Wdo] gk = o] vt AFAMES o] ¢ gk e o ?i%?l As F9E gddlar, H XANA S5+

(FRAXA 82l B DNA A o] n|2E3 #6,197,5005 0] A5 o] 9t} o] A3k §1F S wo]= Xq27.39)

¢ X8k FRAXAY] 5' v &= ¢ (untraslated region)el] CGG HFE-A “4 Z=Z S 23t} o] FH ek XA MA-CGG yH&
AL 419 Fe S zt=rth R EWIEAE Y 4= 6-40), EHEA Lo 4= 41- A=W o] (premutation) (FF2-A]

60),
do] 42 61-200), ¥ -4 S o] (H %’\1“4 T >230). TFAOE FHEXEMA nd Y S e &= Sl = it
Aoz AR dojdrt, 7] SAA A, A s AdEEo] A Ran, 28]y "H-Ed el EAEH, B
g o] A (permutation) 9] XA (carrier) = A4 A H S 712 4= ot 23y, EA o7} 1 Ao A H3H o] whe =
T U E BAA AN AN Do 4= At ST CGG wHEA E el =9 Ay = uAgA a5 WA HAA A 714] o} &

o A H(6 WA 40) o249 CGG MR E 9] = T30 A S Agsio

thaZh FH ok XA A S5aS st Aok W2 24 vkl glojA Az g 2 A $o AwS ok 7919
A2 A7 73 sk Aol Atk e gk HAPE ol glojA], AP oA = X AR EFo] gy S W37t
5 FAstE AP S T Aotk Alw oA CGG RHEA E8 AF &lste = PCR-7|9ke] W& 7detel = 2719
= = oA EP}(F3 [E.]. Kremer, "Mapping of DNA Instalbility at the Fragile X to a Trinucleotide
Repeat Sequence p(CGG)n", Science, vol. 252, Jun. 21, 1991, pp. 1711-1714] &=).

2 W

ru

Boh 2o Ad W& Bxlake) 7] %3 A (identification)< ©4317] ¢18l PCR 2 2 A 7|5 £ & o] &3}t
d & o] H(Bunn) &9 HZEF 5,213,961 A A2 WHE 9§ A2 PCRWHE /A6t 9=1), o 7]
HL DNA Zloﬂ Feke n X = w7 L 2 A (template) (A E T+ 2 2 25) & 2 izﬂ*r(CODy number)el|

Slol 4 Aol & 78 3}7] 5 AV o] =2l5l0] Slek A7) He ol ol Wil A Savlo)2 ARale) o1
S olths A= °d 5o} git}. W 2 th4i= DNA Zefo]n] @ 15 7hape] Zafoln] Ad H9o] Aol F2 0 EH=
S 37 4be] cheret u i se] mael S T glerk o] Al4ue PCRel SJd A W AR} BUT SR B
B T4 F0E 20T T ol ol wk A ek AT, ) e Aol Aok 5 A olaf
Zol WR" 5 Y, ol 2M BE D B0 A7) A5l oa) RelH T AdstE 5 Aws wAT T Eojopw d),

7N 2~7](Caskey)el Al 010431 ul=+E3 76,180,337 = AA 2 v]7ked s <lo] A FMR-1 f-A=F2] 23 (expression)
S 54 9 st WS 7lesta el o 7)ol A A JiAQel A et nlaste] 7HE slle Aol wE e o st thkd

_’7_
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S FF XAMA FFtol tigk AW E YERATE o] WPH b e Al DNA thAl E2H 3 mRNAS A @stel =
AEE St g, olE T T e AuS g gttt thx(Das)dll Al 3o ¥ v =53] A6,143,504 %= F oF XA
A TS BAshe S el fdEiA mE st -5olA P RS o] &gttt 1eju}, o] WH- A AR 200 o] <] vk
A 5 BAshe 93l EdRlolE J%é}b o ol vk xﬂﬁkﬂﬂ Atk A7F FHF XA WA FAA A (locus) S g
st AA 2 oe]¥ DNA 222 7)438ka 9=, v A =(Sutherland)ol| A 3] € 1]=+E3] 4]6,197,5005 = 7%
DNAE 54 317] 9138f o] &4, 35 A=l *hﬂﬁ 9l X 2 H (probe)¢} §-§H3}3te] CGG W d 2] PCR-SZ 4 A
AES &S AS wAska ok 28y, o] 53w 259 HA s 1ws @ str)o] ARl WA s A d 9
TE 5ol og AGuFsh= el dishe] uAlskaL O‘Xlt eFaL; A A dgh Odﬁﬂ(stringency) o}ow H) A A o)
Fgtale L2 85 AFEshe S Alotetar S olt), v =53] A5, 658 7643 2 #6,200,747% = dGTPS] F-AHAl
E o]&3% PCR Foll g4 o2 4 A7 5S o] &3k FoF XAMA S5 A& S MAIEa .

13 2 &7 CGG WM d e 8 546 K3 :
WA 02 CGG WA Do) #9158 SFohe PCRe te of 2ol 7I9letn); 5, fdas s 43 &= a3
g BE o= 7he sl dhr]d EEw e PCR A%

k]
o,
u
%
ol
]
e
av
tlo
2

utebA, STRPs efio] dH B Ag, 53] 3 oF XA A S5l theh 24 Holate A2 e qhet g okek S yo] A%

ahe] Aso] g},

=

oA, Al DNAo] &48l= STRs, oA FRAXA 5429 5'-8]a]% 319 W CGG ¥ F 9] E-A4(copy number)
E A&l A SA 713, w9 7173k 8 A (colorimetric) HES Olﬁé}b Hh o] 7HHLE]°*E} STRs ¥ ¢l A3l H-¢
L= WHo] PCRE ©]83)e] Al DNA Al 80A F5EE =5 STRs B WH 219 9adS st= oy 8¢ ==
SHroh= DNA 59171 d el o), 3 o XA A] S5t EHOV# WH 215 d53kstE DNA E97F X-3 252
Foll
A

CGG RS A §-919] 5' & 3' 5 ghtel YAt =S A8 ¥ a1, CGG WA E F-9 2 o] 3 Ul 1+ o
g g ol 52 A T EE Aotk A5 PCR 539 o]ojA, Gd-7te A &S +53517] A8l A4 o
A7 AT vk, A9 CGG 24 2 49 W F 32F 324 78 Aleskal, o2k A H 1A 2 2
PCR-53% A Eol| F&stgtt}. v]-F-gstd ng' S AASH] f8) AFH e &, PCR A E 834, 2HRshs 14
H &g EdEE 340 #5HM, o] 52 CGG ZEHE W i tjx7 iiﬂé B ) R S = A )
(microarray)ell @] £=x}4 ¢l K- 35}o] o] &) A %’Eﬂr/} olo] A, 18l gk v A] A& 2] CGG WHEA o] B4 CGG WHEA]
= EEHOHHJ AN e g W R g2 Z2E A AE e &S S46ta, 18 v S-S g gz
Al 5ol A vl 2] AbE=H gkt vlalste] B EetA Stk thE STRPsol| thgh fAReE 2412 W 224 o] &5 =
¥y avnE 4 A S H-s A deeta, oL @H U STR #9185 535 o 2y s,

o

=
.|_4

-

i

Fefo A, Bty o Hok XIMA FF TS s EQHo|E A& S xﬂ%é% A, o] 42 (a) Al
| DNAS #%oh @), (b) PCRE o] &3Fo] FRAXA A%} vla) % F-E(portion) 2] =& CGG ¥ %H@ 21
GG WA ol QI3 SAike] Ad A9 A dH S 23ete Als NA Ul 2] X—EEE%% e} 94| 5f= @l
Z3t= G, (o) @ (b9 SZ 49 it A dd-71g A ES = @A, (d) () (CGR) HHEA Y 2 (i)
iy A dHS g oR st Ao R TAH %alﬂv mﬂzg— Al ()] dd-7te A E I} F-3hs)
(hybridization)sl= &4, (e) ©A(c)2] 7] ©Gd-71g A ES A g Astsl= &A, () @A (d)e] 7] F-g3td
*M%Q— i “4 54y TFJAML 1 (g) A %A %é% Al (D] EElE A ElA 35t TA,
JuFEdE s 228 5 Ffele 559 A
48 Evo} Ukolﬂi(ﬂaﬂold} ‘ﬂ?ﬂ } =8 1, @) U}olﬂiﬂﬂoloﬂ F-3tshst 9, mlo] A2 oj o] Ao 54 x4 o
EAsE Fetsld, A 14 229 nAY FrE At olEel g ME AR #hS 53 9A 2 () A ()
o] A&, v °L1 AT WE A5 Ao} vlalste] 253 Alss DNAS FRAXA 34 U CGG vbEA e 5 A4
gshA A&t dAE g3

pul

i)
—\'qui

E
=
fsid
=

o>

@

l-')'
>,
N oo N

~
o OIN

.ﬂ

2 54 FEjol A, i IS FHoF XA F57S el &= Ed R0l & AEshe WS Alwskat, o] e
(a) ’\]%% Al DNAS % 3t @, (b) PCR, ¥ ¥ =(forward) Zeto]™ 2 gl A (reverse) ZElo]H & o] -&3}9]
2E CGG v A g &5 H FRAXA F32k9] Q15 F28 £ &8st Al DNA 9 X ARZEEE wet A ek 4t
S Tt GA(A A 37 LY = Zefol = o] 9] 5 Edof| 1A Wk (moiety) S EA43HHh), (o) ©HA (b)e] o] F 7}
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o2 A ES AA S G, (d) D7 oAl (exonuclease) 2 @A (0)9] o] F 71 AA & 9] ¢FE] Al ~(antisense) 7}
95 A A G (02 AP EANA Gl 7t AP ES 53 @, (e) @A (D)2 AP ES (CGG) THEAd 2
FRAXA 3 2Fe] 15 F-21ol it & 33-3%] QEJA 2~ 43} Fghslst= @, () 37] 9= Zgho] o] 5' ol A

=& Tl AT ARAIA 7] A (d)e] FebststE A EY R A &2 240 ARES EYA
7= @A, (g) A (D] A ES A3 2285 i3l vto]azZ o] golo] F§stslar, 47| nfo] a2 ofefjo]of F-
gtelet & EAsles FF-%A 14 4ol Y= 3 A& 5431 ol MEAHQ @S 58t 9, 2 (h)
5% DNA®] FRAXA 42k Ul CGG WhigAd e =5 A gstA J&Falr] $1 at7] 9] 3415 o] &35, @Al (g)9] 4
et &Rl g AR AyE vasteE GAE 2k

ot
I

N =30+ (A-1.03)66.4, ©] 24 N& HHEA G o] o] i1 A¥ CGG X2 B¢} B384 %
el F3hshe %49 Fle] W&ot

2
lo
=
=
r o
X
ue)
e
=2
=
2

F7HA 0 B4 FEo A, £ U2 vy dFukE o
DNAE 53} &4, (b) PCRE o]&3le] BE &
33l Al DNA o] 2 2E5S ulg} $2] 81+ 3
S 538 @A, (d) () STRs 2 (i) A7) 14 3
Al (09 7] G -7te A= FEsket e
(O GA ()] 47 F3ets YA ES TAE 54 249 AFEG EA71= @, (o) B4E 324 E4& @A (D
WA ENA 358k @A, (h) ol F, &l (g)9] 359, ¥4% H4 B4& oo FrA<l AH3 SuFrId Q=
ZRHE ek 5o A S BAske vhol AR o gold Fgstet= @A, (1) wol AR o g oldl F-335ksk 5, wlo]
Azl o] Jeo] 54 A - EAsHE B, u4H 24 B v A Frug SHstY o] 5ol s /E A Fhe
FEE A 2L G 9 ()] 2HE AW Ux A5 Anpe} Hlwste] 2538 Al DNAQ] Fa) 59 U STRs<] 7N
& Qg At GAE s

to
olN
I
QL
l
o)
=
D
aV)
S
KU oy 12

__)‘4_1?
o|\
b

e 54 FEolA, iy H o XGA & YHE= SRl & AE387] A 7| EkiE Ak, o

9] Al DNAE S %317] 98 S ash i3 (PCRYUIA XY= Zefo]m] B g 2~ Zelo] w2 A
7158 3 2] DNA 28] L5728 LE| =(0 74, £ = Zglo] = FRAXA -4 #12] vla) 5 F-9] 2] 5'¢] 9] ]| A X-
AREF] Qe A~ 7he o] 3' 2 H| QL E = A del R A o)L, gl 2~ ko] n = FRAXA 3 2F 1= o] 2] 3' U] 914
of Fr Ao, 7] L= xejo]m= o] 9] 5 Iy FHA 0 F Ay A WSS WAL, Y] g s Xetol =
75 et ZAHOES B, Y] o Ao Zitoln S FEYEEE EE CGG RHEAE 2 Y g2
A s e Ad A A S-S Frske Al DNAS -9 & S3ste=d SolFolth), (b) 7] CGG vHEA1E -9
D7 W g2 dES AR A0 R s A Y wE U SEHE, (o) () PCR, (i) FEJ A2~ 7heke] &
&, (iii) DNA-DNA ¥§3} 2 A, (iv) ¥-3t8td, A" SdawIFd e s 249 3], 2 (v) A4 43S 335
7] 913 SF N (buffer) X &4, (d) ZF A Ho] 7] FAE Y7 Fd Qe = 34 T 3lvfol 4H A0 DNA Z2HE
F-2hekal o, B ARAS BAshe 1 o]de nle]aRzoj#o]; H (e) 7] wlol AR ool o] uj A ~og F gz
Al 5ol A vlg] =53 Hlolg o] A7E o] &3t CGG RHEA 9] o gl Mk Fe317] 9l =45 L g
F7HA Q9 v 54 oA, B2 STRPE el & Ao E &S 71 ES Alwstsd, o] 71Ex (a) &
FrHo) Al DNAZS S%317] 93 S8 a4 A (PCRONA EYE Zefoln] & guj A Zelo| 2 758 3 4
o] DNA S uFEY Qe =2 A7) 3 4o Zaloly S| uFEd QE| =& & STRs @ - hx1 24 2H8-3h=
AAA A GHE e Al DNAS Auld B985 SZ3h=d So]4dola, of7|A L= Zeo|u = 7] A=
HEo] Aeg B9 et~ 7y F 3 wEE QLE = Al AR Ao, g2 Lefo|m = 4] dEE F9e] Al
7ter 3 kel R Aol Y] XY= LEto]mE o] 5 duty} Ao R A u WS BRsta, A7)
W2~ Zelolw = 11 5 dvko] A AwkEof 9= Aol 5491, g o] DNA &8]awZd e =, (b) 7] STR F9 2
A7l W 2Tt g S fE-g o 3407 sk X E Y agFU el =, (o) () PCR, (i) SHeE] Al 7}eho] 23,
(iii) DNA-DNA 5-3+s} 9 M4, (iv) 3§3td, 248 S 72 e= 149 dlg, & (v) u|Ad ds 3 -
A= M (buffer) E &4, (d) 24 Ao A7) FAH Y 1FFULEE £4 = d}ol] AR A< DNA T2 H 7} 2
ZHE AR, JHa] A HE HArdhe 1 o)de] nfo]laR ool R (e) 7] mfo]ARofgo] o] vl A A~ A} Bl oz
AZo| A 53 o] 9] Ho]E & o] &3} STRs| 7ol it Awkhe 317 913 =+5 gHfrete.

O

i

slgtal g TA o o] AT A

gof 5 opojo] Uja 51719 Aol oleh My EE A G APS nr) ol A FH = Slol,
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g3k hybridization)= &9 = A T shutell A 8 %= DNAS] GR.2 74 Alelol] o] & F+22] §/4d S HEh
7] Aol ARgE =, o714 270 9] Zhe § shubs anAl B s v EY X Aol ar Eof gl

o199 (Anmcaling & Eo) 4, X2 £ xeolst L LAY Atk o) i) YA el AT+ 9
= 24 sol, A3 4 o 2
e CEEE

l

1

A& (analyte) &

M

=2
N
t
r l r

HE: EAEE "H1(tag))= At A Ee] AE W/Ee AFS 7FsstA sk Ak A de F2E 4 e A

WET}, 1 ool = 92p, 39p, 1l 3059} ghe wiALg A F Y = z

(indicator); H| Q. €l 3} 7+o g 7b=; @ Ak L= 7| e} 238H2 Ao

EA 9 Bt} 5EA3 oo = A4 (xanthine) Céﬁ., 2} (rhodamine

1) A (pyrene), ot 89, Ao} d(Cyanine) 3 @ Alo}d 57} E&F T},

T e, o] W= ghe g, A E FEHLE =Y a4F vk
aat ) F3hs) = o d® gl o g £3to] %

> 2

r°" Jg mlm

0
N—
14

—

el AN 2 2 X o
o “,

i, i L
=]
N,

- rlr
RuA
oS
o
o
e
2
o

I

By
H y
T
mlm
AL
1
2o
oi

R AbE Aol 2 9 A 9=, DNAW A, G, C, T &715 gHrshs 4k el 91719 A

BA) B AR MEE 2-7tH(0]F) FE2E AT U E

rlr
r
=)
lo
>
e
ftlo
e
rt
O

¥ A ¥ X2 H(labeled probe)= oA, S FwEd L= A& ¥ 3
ol 23] AR A Mol 2 7153 1 o]e] AE 7t 34 B HI1E dfidle g1 w28 Qe =S ov) s

7] 918 AL ET)

X & X2 H(capture probe)T YA, F-&3} vh-So| A 1a] TA gl FHAH AMES 75}
)

d QB =2] X8 7He sk Sh, A el Wste] A dekd AfE(S, 744

ojnlatr] 3 AHgE

A, B MG, 4 Vb EE B4 IS LA, ol & S0 54 DNA 2B ete] Rgtsts F3f oL EA7F HE
=AY A S AFsh] A AbEE T 8o "wA A A"E ww 2 DNA 22 el A )it 22} == vy
(fragment)& ©P|8h= 349l vl 2, = FR A 47185 53] DNA Z2 8o A3t 4 4t fr2fo] 54 it

T49, B EW-TS(surface—tethered)= 2ol A, W42 2H-&7]19 DNA L2 H 9] & wrto| A 9] 2H&-7] Alo]d
A= T HAT B o)y e A T, oW g 3 A Dt 249E 2 uwE U LEE DNA 228
£ Au3t7] SaE AeE T

IAVG Fgste olF Fx9 FAd FAst 279 " 7Y F St A A XA el a1 sk e ol A 53
o= F§e vhsS o vtk

Z 27 (flanking) /| 9L A el DNA A Q @ 32w Fo] Wit 24 Q1 dsta/ ™A 1 2
o

A7) 91 ALg AT

L AFEYSEEE gt o7 dgd § 9=, AP F oz oF 100 FEY ol =R e HolE k= e DNA 7
< 9u) 3k

_10_
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FAAE £4 7159 G EA, @A S o33 Y, F-42F Wl A" 2l EE (8] 93 (noncoding)) A E, & #
AR} Ao 7] 5A <l Fr1A el AFo] EdET}
Am f71A == A 54 B E (entity) S sk, A, A (intergenic) A4 3 718} 7314 4 &2 A4

B A (complement)Z ¢ 7] 3t}

oﬁ'ﬁ
2
o
i
o
[N
oty
)
3

nlo] g 2o g o] T DNA H& A3 A A (format)oll A, Imm V| ¥Fe] SA-t-F4] 7tZ o =2 wjd = 7Y
A Ql DNA =28 o}o] B49] 23} gkg-of tigh A4l #4& 7Fs3l A sh, W el 4% 2H-74 DNA =
21820 224l Md S o et

sefolli o) 3-OH Behg WAohE Lol w29 08 =2, "5 A (template) 7FE"3} @7 SH= 471490] 2 2]
w, ol 24 F@asol ola A%E 4 ek o & Sof, DNA 2AlZ o d® ¥ $2l i 2 o] 9 E = o] v DNA 5§

E2E I NA@ESA T AN E 5-E LA 0| B9} I RA 43S 7hd 5= glon, o] AFrE PCR UFGo]A] "
s etoln] o) ~ 'l (primer extension)"©] T},

Sefolv] e d4F B W) hekel AR 24 Tekol W& o r) e,

PCR #H & FF a4 Afwr-goll os € T | dol(A Bl A (priming) 791 Abol o] 1HA o o & g4 ¥ =)

WA R A AL g Ao R, 2ol 5(D-NANOR o F S B A7)k 24 Sel A o] F
Ak B2be) 27) Fhebe] el (sle)E ol v gt

A e gk S @] gk A, 53] CGGCGGCGGA A< o gtk
S -/ T e R UL E = dSAlg| s ol o 2EH 23} 4] 8 o568 e wEULEES sk At

S-UR/ELE e 0B e B S A2 n s Aol o sE 23 HX e Ba-32 4t rEUerss
A9 e ojv gk,

i)
do
ol
ol
rir
12
2

CCD - A3} A3 A AF(charge coupled device).
CI - ¥4 7} %= (colorimetric intensity)

FI - &334 7= (fluorescence intensity)

PCR - 884 A9 (polymerase chain reation).

)
w0
O
|
=
M
o
u
>
m
&
o
m
o
Q
j)
(@R
ay
=
(@
wn
=N
5
@
Q
=
=
<
—_
ol
o
3
=
2
Lo
i
m
il
g
—_
Ul
3
=
>,
m
fl
w
>,
i
(m
]
o
i
o
ol
rir
o
12

STR - ©7] Y @4kE(short tandem repeat).

STRP - ©7] 4 & utE v} & A (short tandem repeat polymorphism).

# F90919] FE W PCRE o] §3ko] 2719 5 A% DNAY vlsho] 4& oz EA15hs 54 DNA A4S 24
71tk PCRE o] 83t 24, 57 DNA A <€ ] 1000008] o]/ =2 4= 2lof 7| A] DNAS tZH 0} 574 DNAS] H&&

A4,683,2023., A14,683,195%., A4,800,159%. 2 A|4,965,1885 = & trd
2 2 437 PCR W MEAY S AFdr}, PCRE, Wy Wak 2 713%1 7] o 2 o~
317] 9l 2al EA 29 E Z 37 (flanking) s A Goll AR AQ L) aFEH S EE Zgoln
T W2 DNA M E & S8 Aoy, a2 2 A, Seawd aﬂOFA Telol glojd

_11_
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(reannealing), @ =3 & 4w/ 21 & (extention)d] HHE¥ Alo] &8 o] &3}e], DNA A o] 43614 =411 v =242
T Ak YRkA OEPCROHL 7k ®A ] 27HA] oh &= Ja}oltﬂ = b Al 7heS WAehE 2 E Zeto|HE
Shube QtEl Al ZheS B AYShE B s ZEfol MR qighE G Qe S FEE HA Y o 5w E 3 dwhe] A g o
gk 2] 2o 9 ¥ T}

¥ wrol 4] PCR W & wHb4 8P, 950 DNA $49] AN G 02A 248 bsd ol ai3e Qe =g s
o] Letol v 2 o] G, o] S IU SN A QEE Tefol W= 22, A3 wA $FBE o), A w
v

N
Lo
«

ddol H]sle] &3 503 8] 3' OHY| & RA35ta, o] 24 (a) dSAE RS d e = 714, (b) DNA HAE @43
T e Ads g4 2 (o) Ads 2= 2 deke DHE Algohe o He EA) st A4t Zﬂ A ] F5st Fd < A
-9 =A 2835k, o] o] A d-e KA 7t AR A QI Ado|th PCRS WA o= Aefg Ik Ao Astst 271¢] =
oW E o] &l ol 42 FTEE o]F ¢H ] 2719 3 “L‘:} T AA T skl R Aot o] 52 dRkH o R
e W YW ol R BT, o] ol &2 Zglo] ] A (extension)S 838k T2 PCR Al ¢F, = 4714
Aol wEH QA E ER AT E(EE o] 59 A, Ade S as 2D AHs 3 A("dF A= pH E o] &
B AARsE AA, ¥E5Ax So] xqAHY A A3 oA A = a AT Tag =FELY 359 PCR
oA, ek le g, H}%}A &A= MgCl, 1.5-2 mM, 7} 728 QA= ET £ 250 E 15-200uM, 7} Ze}
ol 1uM 2 o) 50mM KCl, pH8.4°14 10mM Eg] 2 ¢h59 3 100ug/ml Aetd-& & <= 3tk PCR %5
&st7] gk 183 71 E= v % AR EE A A o 7 9% Flar)

zkzre] setolw = Adg T as 2 A7) Ak vpek 22 71E Al efe] EA) 3ol A% DNA A =9 3PS 7iA =
= Alsst7] fl8l Tatd] dojof st} A -k xefo]n 9] ZJ_O]L Zh el npe) o] B g Ao ket J}TQ—‘H] G|
Ao m ZYUe Wi A oA e, 15-30 FEULHE A7) & g3k Zefol w7t o] &2 Aot &2 Zefo]
H Bxl= dubd o 2 AlL A1 3HES-(chian extension reaction) S A A8l X #to| -2 A &5 (complexes)S A
2 fAs17] Y& T8 He 255 2735

o] &5 = Zetoln = FH 57| flste] dEE DS sHrete dAtel AdAom A FQrt =, thA] HalA,
rglolHE AEE ME(Ee 29 BADS dfiste ditba 43, & EslE ookt o) ol A E2 1 A ET) BA
o] A3l BAA e+ gl dE 59, v-ARAQA wEY LE = 9 & 7]E WEFo] Xglo]m o] 5 white| Kz}
2 g 9lom, o]e} FAlof Zto]m A Fo] IHFES A ik Ade ’z}EZ—*.O] ot deE ik A dol ek EtA A
HAQI sZejol 7t upgkAl st [ Aoz o] &,

Adntq oz it S met Foke dul A YA AAEEaL e Dok A E Y Adolg 7hge §3hst E 2 7] &
AFEdLH=E 43}0]“17]' Az F AEF, Ade o Zebo T3t 7o A77F F53] AAEHA 2 A = 3

o9 54 4 A Go] PCR WP OR S & ek, A4 0, wefolu] o] mA (LA A Zefo]n) & el & F,
hitel metolmz BE G 4G AR BL 08 Alo]Zo| A B4R dole] Astow de metou o] A4 919
A2A 98 & ot

t

STRPE A54317] 1% & W o] vl Pl , el Zefolol s} ol 340t} o] 2efols] 3 ajrf, 5 29
d220) 3 kel Q, SHSI/EAL o] Gk TP et A Do) Fu Aol
1iﬂﬂﬂﬁiﬂﬂ¢2ﬂﬂﬂ%d%%DN~%ﬁ43““%HH“4£ﬂﬂ&HiEX&iNVﬂ+12%

N
. o
)

I
2.:
)]
Z
>
1z
ES
Lo
=
o
N
>4

STRPO| th&k ojw & ZA R o] Alad A1) whe}, S%d el A2 RE o] ake] deolrk H 2= Agdrt. <13t
Alsg A stA AR A3t o)Al o] 23 STRPSA TH 7 & 4 oL, wheka] e e 5907 e A A
2 Ft e o] F, BE STR @& 28k 7 M9 5 =724 923 29 STR @9 3'
5'oll 1A 8k= T AE R QlojA] dete] o] ot HoF XA A S5l thatol=, vl F tjehA F-9<1 5'¢] o]
83 4 910}, STR #919] 3o Qshz A2 Helshis 20| shbasin, du 254 94 e 2ol *E-“f‘a}ﬂl
HE, BE STR 791 2 Ul g7 24 o] &2 due i dae] 3535 @43 449 %ﬂJ—‘!TEEﬂOE] =
v 2go] aohEtt. o] Eejoln gL 11 97t dEd Ik gy o] 54 Wkl <A, ZAlsta/sA o] & %‘%—%;
grak= Zhzke] dqk 7here) 31 F9jel] A o) ke 1ok Aot

1do

2

QA o 2, el v of 15 U)X 30 2 SE = o], v A st Al oF 18 Ul 27 3 F el 2. = Aolel o]tk of
S whgra s, sk 9614 QoluAl | P arE Avjskaly] A4 A% e #U% DNA A Dol gt o
=% Qe

_12_
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2" FA Y AREES e} YA e ko] ol B2 o3k BAjo] AlgiE Z19] ol mpE Z oo 9lojA o] thek

o] EAlsk= A o] STR F-919] dojd o] A4 Flolt). dntyo=r dlil Zol= /o] QI7F AR EF Ulof A

°F 350 wEHLHE WA 2000 wEHLHET HEs AEE i, Bop upgbA ek A= ¢F 500 28 S = %] 1000

TFEHLE =] Al do| 7t el ET,

S GolskA 7] AEA, B 2t B 23 7 EV AT E T o E o] A XA TS YER &

=Wl E A& A 7 EE L7 Aw DNA% SEZA7]7] 1% AL AN (PCR)OIA EY= Lol
3

A

§E A o] 917§ FRAXA f-a4ke) ]3] = 32-9)2] 591 $) o RE0] QLE A2 Fheke] 3 R 2 E S A Y
of Fraoelar, gr s Zejoln = FRAXA‘IT AR el $14], = vk A 591 0] 3o Fr Aot Y= ol =,
g2 Zetolmrl 2 5 il IAFHO|EE VAL Q1S A4, EY = Zefolu o] 5 ddte] T 0w AdE g v
& ZhA ofrt Gt g o2l jh Wi E 2 ' A E o qlvk 2R o] Sy S L E == whebA 2= CGG
R D B g xF 2 gakst AFF o dH S 355 Al DNA 92 S35 EolF ot} CGG wHEA
dF R U T FeE e 54 0% o= 34E eI d L= () PCR, (D) QFEj Al 7hee] &
&l], (iii) DNA-DNA #-3ts} 2 A%, (iv) ‘ﬂﬂﬁ} B4 S awE e HE 549 el 2 (v) v A AZE 6]
A% Wy B2 g4 A AT ET o] 7| E= ﬁTA A e BAdhs vhol Aol ol & £4 A, o] AL 47}
FAE SYAFEULEE X4 F efvhol 4R A DNA 2187t 2w i) T7W o7 270, dE S0 vl
Azolgole] v A 27 o] AatE o] &8kl CGG WA A el ol et S et = 7F The =], A2
gz Al mell A g AEE diolEE 7|22 g

o}
= 5
2 YW 2 Zgolm R AJETt 19l & 4o DNA S8]awEd LE =& Z3s)of o, of 7|4 9= Z ol = CGG
of] A 2
=]

o o [ O
z |
=

ZlEaollol A 2 dE vk} o], kst A Y B o] o] &H = Q=) dE , IA XA A &2 ofHAF
o] @ Alo] el 2~ (Amersham Bioscience), H}o] 2 2=(BioRad), ¥ A ZLv}(Sigma)°ll A “ﬁ Ao Ay 7pssk Ay 7
UAREA 0 2 o] &5 = FHLS B2 F doo] AHoA AeE 4= 9t} o] &= YA}, Ed ol Eplate), WME-Z 2, A &

FAbe) Gz EAY S glar, ol WAL g Lo, ophR 2 W Ebead), FAE-LE Fe), FYA vE, A
T, T 2}7] Bl = (magnetic beads)® A %9 4 9t} 131 sk 217] v =9] o] &-o] z}7] 7ol HulE(straightforward)
Sl ofslf ofell =utal= A he] FelE SolshAl st = A] vl =TE vpek A strh, Rk A7) v B, A& 50
‘é(Dynal) Hl = ol A gl s = A7) Bl = s ol mfl A s v IU g Aol A drfE = A7) v B AE e AR e

% PCR #4914 56 DNA 9 A1of 9] a6 A% elabioe] o84 4 3l o2l 599 S4o] 29,
kel U @A ol A A el el o £ 5 sleh W= Geze] Aok A4 2

i

a}wwumgxlauz 716t 4P QA B Bado] AE Aoz o g8 Utk AYH O A bed 1T 1

MEE AN o R ek A1 BHS Folaty] A3l A7) FOE mYH T, o] F g mYo R mYH 2P v

5 oluh olH @ BAS g8 FUHOE Y5 b AV IS B PE 0w YA e BF 5 48R
AR FES AAE 7Y B, A4 FFA T el EE Fol, oF Lm ~ 100m 439 ZYE H=E

oémiOHiéHEnHUEJZiEFIFE_EoQ

s rlo J
v

fz
N

dola, M= A= 14 W 2 A A (coupling agent) 7} Z18] 3F AL A A X Aol T

St(linkage) ©. &2 A O]&QE} 2o ekt A3t Aol Bal vlewtokel & <A o AHEsHA o] &2 4
& 3A el A AgE 917%‘/} Hoh A 0 2 = 31A| /ol ol RkE AH AR A

Q) o}, vpEA & A3t A| ~Ele O}H]ﬂ(awdm) = /\EE‘“E}H]Q(Streptavidm) 2 H] @ ®l(biotin) & o] &3} A& &
01 2EREH| P2 A4 XA A, i) 2H7] vl A FfA o2 Aty o] 9lal, Ak 2 8] e g d e
(biotinylated) DNA®} 743t Al Agkgtct, A1 ] didQl S0 A3het 18 gh v =& thre] I3 A2 5 Y do= 9
T 7Fsetth v =9 ;e ~ESER|d o] AjtE o] QlaL, oF I A A +F A7|E Zhe vl Ee A Yo A o
E|H ZE|Z 28 Z = (Active Motif Carlsbad)AFoll A w3t o} 2 Ak, oAt A -3d 2 o] 59 FAMA =
e o=z F3F Aty 22 Ao o] &d = vt 18 F ¥ Bl = A7) (i)W A A e bpe) o] A& &
foletA stz F A} A 7| EY A8 A FFo2A FHE 5 3

(= oy
i

I

4 BN X
oZijQHU
%

2
=2
N,
%)
I
" ot
3
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7| E9] shel el s Hie] R EORA FHEE 716 ool item) = 999 PCR 7| Ee] BE 024 4YH 02 ¢
setn Qurdow wekEt A el FEoITh o5 AFE 2 2eH PCR Wl A4 AW AFet 4719 v
= FuT@old A AYH ek,

bol®l e, CGG ¥HEA F.9] L i3 7 2A Aee 2918 Esow 50 Sus uchy,
e e E ot o] §5 1 EAE, B4 GE, $AHY 8% (radionuclide), T, &2 % o]
Lo EAE 98 YN R Q% 5T PUAT BN HEE, GO R o] g5 ofo
otk v A A, EAE A EAA 1, wk nhg sl HF 2o B E A% 3 o
3 74e] E20] E, 354 = (peroxide), B-22HEA] chobA] (] B - Z2HE A ot Al) L Fel(hapten), 3
S} QY WFE3) e ofe] @k ohU e} T F A (digoxin) % T A4 ¥ (digoxygenin) 3t & ofol W o] g 5+ gltk.
Fal 714 Fofol & el vhsh o] HAJL HA Y RFEE YA RES F FAlinker)7} o188 5 ok, o
Moz BAE B4 44 AAeh MG AT w1 AF EAAE Cy-3 FF GRolth,

vEO

o
ol

2709 e, BAE g a U e = 34 5, ] 42 STR 19 (section)ol]l F-3H3} 5 =5 319k% o] ). o]
Y3 S aFIE U SEE=E oF 3 WA 7 ETEU(triplet) E vFEA S A= oF 4 WA 6 EREY S g oft k=],
=, °%F 12 WA 18 srE ol =9 Aolofof gttt Aot Wi thxTtol thate] TAH 14 =42 21 A 54 w24
o] =9] Zo], upgr A stAI= ¢F 30 WA] 45 w2 LB =] dojolth, W F- txFof tiste] A E 24 EEE de)
A Aed o, G dl58 FRAXA F-321e] el A7 sk ko] Al 7hdol AR Aol s A

STR %A 9] &2 vpga A= U dl=+ 249 of ol o], vt A skA|= 1080 o], 71 v A kA &= 200) o]

ol

7| Ef Egh A EE DNA 287} 2hy 5429] nlo] 2 2~ JH(microspot) & HA-3H= wlo] A2 oj o] & Edta}i=

;o] R = RXE XA F ahube AR Aotk X4S 98 2 H I Z 9 7] A Ei= vlo] I 2 EE (microtiter) =&
Eof A A o2 Al 22k A S 25hste], A E DNA 45 918l 7l d 7545 ofdlo] & d<je] Zlo] o]
2 7 kil 3 A et dg o] WA o] "3ak e 9] vho] @ 3 (Three Dimensional Format Biochips)"$l 7] =53] #|
174,683% 2 27/1€ 54159 WO 02/05937235.¢f A ¥ 213} 322 32k vpo] @ & AlFst= A o] vzttt 1

=X

olgolol A, T2 HE ZHolE W] A(welD)e] 1A T £ Fe]&dlo]= B 7|Ef Zdo]Eof A4 o]
L}, o] &2 tlxldll T3ty sto]l =2 A(hydrogel) 9] wlo] A2 2~ Jko] K-2hx]of 3319 of lo]o] EA|8}A] H}.
e A 71 A} @] A] 73, T2 8 2] A A (presentation) ¥ TR T A 1} AdE S 9
EHA S AFso, v kA =, 283 H0] 3-D nlo] 2 23k FA o o] &5 7}7te] Aol A S 9
= ol A2 D (microwell) Ed | E2] 7} A o] A|-g ¥t}

S o O 0 M O oo O & O
‘l\]_@_“iﬁr# N
o e W
= jo T
ne
rlo
4
fu
z
i

+
b
)
K
o,
In
5

24 uESo], o F Al b A3 A AL Eefolno] FHH O AT, vFAT FA ol A, TRBE G
3 el A WA A2 here] ool ;o] 5 & nhol Az o] Felo] = i uhg g wjhe] glojA, vho] Ao e

of ZelolEe] Hatd stol =l Al AE s FreAl sttt ool A YAt o] 8 7 glow, v s
= C-6 opn i FATF AnbA o % F3) v okl e upe} o] o] g = glrh. STR ol e 2 H = 559
CGG B2, nhaA A= oF 6 WA 2070 9] Eof& 2l B 2o} upe 2 shAli= oF 8 WA 157]¢] B &8s ohfdhs
o abe el s Bl el EAske A Bk 2 H o] Aol of 2u) o] Ee]EYlo] EAfstelof gtk Ui B
T EY EAE Y 2T ZREE v R whs], A dojo] A 1 -9 fee) At Al
7here] ol o] AL vk A sl Aole 4 BANE dojof ), vhgk A sl - = 24 S ol djsto]
ol WrEbdl veh o] Bl el e HolE et

47) A ksl gol, 7| EE FHH W3S Foldh T A AR HFBAS TFAT Lol S wE AR P
of Wk Fol, AFHA & EAR EH BAL AANS A AH o] FAAL. FEF Zekol =i oo HAG Y
o2 e 5 Qd, 9 AR AFANS Aol FY AE71E o] Gatol BB 5 ek WA FA5] 913
Aue 54 mAe) Aol nek, ek 44w 7E7)7h B2 AuHow o] g1 5 vk o) %, A Ee] AFHE A0
Al E B 7)E Wo] vhol Az oldole] HI A Y e] AstE AFE] e ol FHM: T HES thx AR
o A el A& dlolE & 722 e

NAE ¢4 F5st=t; o & £°1, oF 10ngel

FRotha AZheT) olel g v K o] ARE 500 H9)E BAehs vk Aulel A PCRE S Th STR 79 % &4t
A& sakah A9E A gl tek = W eu 2 ebolvivk 247} of M A28 d S A el

BEFFAOAE /14, AT Ga D FFAL TR JYH 02 Y5 /H5# PR A28 AR I FrhEh

)
}_]
=
v
1o
i
i
o
i
_OL
N
do
o)
HE
>
i)
_>|1_',
o
2
fu
>

>«
ot
o
=)
R
1o

M
i
)
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ARk o & PCR HA] 2t 9] oF 5 WA oF 408 2] &% Alo] 2o e Elo] Aot o] T34, g A LS v

o] Wit} PCR T332 T8 Aloll, dh-g5 A ¢k Zefoln] 9 w3 Qe = 7]d 9 o] o] fAMA & A A f18 15 W

HS AMESEA, o] T -7 A Eo] AAlETH 1 st AA 7 E= YA o R 4 sk, &8 (elution)= A S 4

9] go] &4(DI water) & 3 Bt}

o] %, A€ DNAQ QFE] Al 2~ 7hehe %hﬂr o A aﬂ ow (NEB)9} & A dgt wEdoA = el et 123k 3] o]
Sof, Ea Ae ik Al 7hee] LfaEl < B3k v EdstE v 7he DNAZE 7HR-ght), o] o] A,
H| B dste %%1 7}k DNAE % STR %mﬂ e IH-‘% ﬂ%Z? GdHS 93 FAE 54 243 25 STR +90 o

slod o 200nM 2] A H ¥4 S uFFdl Qe = 2 U 2T ol o oF 10nM7F g8 o2 Q4 73 4
Ak AF N Al 2g 3 A AFE U o] E3HE S oF 1038 B9 oF 95T 2] WAkl 85 a1, o]ojA] A3k o]
Al 7F 5ok oA 2k 35T WA 40T Y] Lm0 A ¢ 2 R 5A]7F B¢k, A4 25 = Pr?%zi}e Z=7317] 9% A=

o]-§-3tof mj Fett.

]

H R
7] A B 3 1 M AT g ol M MFs o= 2
gk =) W] 9 E|Y 8k el DNA Abele] Agto] eha sz 18 AZE AEE Fol, n =t 58e] Rahehs A 2e 1A
TS B} AR R A e] 918 AR Qi e, MEH 0w BEE S b Aol

of, A% 34 0.1M NaOH 3= o] ¢} g8k A7 = A gl ste] A A A Aol Aehah= 7heoll A
bAoA v ket &2 Foll, A G AL 2] ol ol A st = v = A ZEET, A
A& FHpeks A &AL o] %, AR Adg nlo] AR ol o2 A g Hr]

12 oo

ok
)
2
=]
N
)
=3

ojA Rl ool o] Fgst= AAe 2%, oA 40T WA 50T Lol dwba o & Aol of 124]1ke] 7]
S| X 5 AT}, 55} ol %, mhol T 2ol 2ol M AT -3 S8 o] g3}
Ho] gtk AV R FHEAL 4, FLE A3 Rgety Jold 5 B
%—oaxw W 50 w7t 7| %E 0] o2 @ gk ol e, A A E i wle) o],
Zg Ao uad Y TF % v sl EA STR v ] Az el dolo A g A

> M
N
o
Rl ofy
12
o
o
Ho
ol
ol
2
r—{u: obo
Of

I e > =

ol A oW BAl= k= vkl i e R 3E 5 vk dlE 501, Bl &H
= RFEJ Al 7hero] Za = 7] dell, -4 2EF e 7
01 =l H7FE 7] ool 1A Aghd o gl e
L 7IA o] T-rtE AR ES S FAE R4, S5 F3F 1A
A= 7k waleh] fs) A=, o) f Efe e SESEHd-
¢ 715 DNA #4)0] S35+ DNA«] FERAJ IR -‘%%‘ﬂﬂ-‘%% }L st —r?‘§ } ol M %
7F AHE T, ol 5 %‘%FJ A AU EF Soom A
TE5HE 7892 S5 DNA A 5.9} 79131 Hu, oA 133 &2 ﬂﬂ# ﬁﬂri FrelE 274 9]
A AN A4 olgd = lom; 2y ntg sl -4 Tk

o ok
Z 1o
flr B

i

feoat

1

N
9 rlo R
E
r_a.,
T

T

N
me‘ém
as

&
0

B Q2 o NN FE

2o
rot T
o
jo\
},
m

=2
=

hl B ol e Ao o) A oA B
%woﬂ ! ol 144l vl AR E £5 7 A 5] A3

d 2117719 CGG RHEAE S Biste Aoz 4y
o 94 o]%w 01%4—5 M] 37 o] 3 weba], vho] 2z of eo] 4] bzt
% W AEEDIT. 5719 Aurt 45w ek

X
AN

2,

— X
X g
=
i
o|\

01|

=

(o]

A
o0® e
_lé L)
24 r
wm
N
=

o)
1o,
m

of,
=2

r BN
o
o
s
N
2

~ K

-0,

o,
UJN_,_I
o]

2 L3
ofd

2 A X
r9 o Mt oF =i

N
do
N
ox
N
N

G

.

o
e

rlo
—11—' =
—11—'

OJ

:l:ﬂ
L

@)

)
(:)
_>L

2
>
4
ot M
i
=
2
L
N
)

o =

B

oo o
BN
>

fo

CGG = &1 9] Fl= 17,598
YR oz 2B e Fl= 17,008

(CGGe] FD/(HH- thx=+-¢] FI) = 1.03
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2. 117708 v L S BHd 2102 o tix A8
CGG Z&H ] FI=11,005

Wi i+ T2 H9] FI=4,708

(CGGS] FD/(HH- tiz=-2] FD = 2.34

olef 3t th& A ROIM $58 Az mdHolar, o] E& ol 3 Aol A FEH WAL o] §3te] ole] v AR
A HEAde] 8 SAse o] 88 4 At S0 AFdrh nek S, ole@ 2719 vz ARN F5
AR}, VA AR 2R UEel £58 FLEE 75 48ahs n A8 £28 ol gahe] el v Alzol A wEA Ao
Mg ARSHE A beahl shs daelFE o] il ol 89 4 drhs Zo] WAt

A (FRAXA) f+7d#4Foll A STRsell Bk Al g Hl ol Bl & 7[Whe = 7

a7 melEol 54 fA4, dA Aok XY
5 2% 54 STRP] ta] =5 Ak

X
Aem, o 7)o A eeste WA A o] o 5

N=K+(A-B)xQ
{C-B)

N =30+ (A -1.03)66.4.

ol g EM 9 FradS AAstr] A, vA o] AlRTF AT 2R ujA] Al 5o] E4 9 AAIRE A2 o] sk -
H A ol A A E AN o] 52 o T A}l Aoln, HE-H Fe] el deojd By R 2w o) fFE Adsks Aol

ofdo] 312 ¥|ojof G},
AN

Al DNA 10ng % FRAXA 32k A o] f32F A42] vjel] X-A 2 RFo] Melg siik e of gjgh 2hzbo] Zjo|n &
1ut FHF3k= F 59 50p0ol A PCRE = gt A8 gy 1A CGG kA4 o 2 o]of 1% 3' Ul =
T o] Ak A (Roche)oll Al AlZH GC-F 4 PCR Al =8-S 0] 8-t} o] & ¥ FRAXA X9 = 9 gp 2~ =
golv= U LE = 97|49 SEQID NOS: 1 % 2(GE #2)E Hfrdhe 22]alr 2 e LB =90k 29 = ool =
21 w2 QE = Aolglar, g Zejoln = 27 U QB = dolqlt) o5 " X-ARRF Aok 254 7 E
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TNE3 10-2007-0011354

A E| = doldd F F3A TS AA A3 Yozttt XY= PCR Z ko] H = 5' ¥ Qe S ar, W 2 Zefo]n =
5' ZAZ Y3 gt} o] 838 PCR 2% Alo] & 2718 95T oA 287k o]o] A 95T A 1.587F 56TollA 157 2
72T A 187F, 25 Aol Zo| At} HE AL 72Tl A 7527 =83}

%% DNAZ QIAquick PCR 4 4] 71 (7 o}4l(Qiagen) D= A A3, o]o] 4 504t Zol &5 2 82 At ol F, 44
DNA®| QFE| Al2s 7hehe gt o) 4 ir 22 op Al (NEB) 2 %3 3,

Z

et v QEl Y3t e b -7Fe DNAS 27] 9] Aol 5'-Cy3-%F A9 4 L8] u7Z8 L =:(CGGng EHst=
Biocept #3584 (SEQ ID NO: 3) 2 Al &l¥ 3' FRAXA W3 thZo 414 <l Biocept #3595(SEQ ID NO: 4)of 5-33
b, B33t 1x B&W g8 (5mM E 2] ~-HCI, pH 8, 0.5 mM EDTA, 1M NaCDel A <=8 gl A8+ 95Tl A 10
B2 WA g om o]o] A 4|o] A (shaker)ol| Al 37Coll A 3A|17F ¢k v % T},

o] %, H-gtsly ¥4 EAL Ao]A oA, Ao 1587 1x B&W 5ol A mjFsto 2z v QEld 3} ¥ Al 7}
Y& 2ESEH| Y B E(HE] B BE|E )0 AFFste] g8ttt DNA/HIE 5325 1x B&WR 33| AlHglon o5
0.1 M NaOHZ H7}slar Ao A 587 wjdsle] A H 4 S 7FU e =S 2%d dd-71e DNAO A 2
ot HEE, 319 14 A7 EULEEE ke AN 1 ¢ Sk

vk, A 24 S A E e HEE 719 2719 2B E et HydroArray mhol A2 o g o] o 313} gl
t}: B1ocept #3594(SEQ ID NO: 5) ¥ Biocept #3686(SEQ ID NO: 6). o] 33} L2 B = FRAXA W tixE7 9 CGG vt
BAA(E F200) ek £AF EA0) thalh, 247k A0 o] rh, vho] Az o] dolol 4 EEHE 3x SSC 2 0.1% Triton
X-1005 &f-3= S0 A, 45Tl A 14A13F <t =T} o] o o] & 2x SSC E 0.1% Triton X-100= &H/-3t=
B Mo A, 717} 37Tl A 15%7F 33] A AT}, of 714, v A A 12 = 33 1A o™, wrebA] 33 o|n| A& #o] A ~
9 (ScanArray®Lite, ¥ 7] A (Perkin Elmer)) 2 5 3t}.

[3%]

Bocopt | QAR | MHA [ MM 2R | S fFOC

un FRAXA | 129074 | 1370B gleapooget cageleegt{ (SEQID NO: 1) b2

0| FRAKA | L8074 | 13067 | cleotoealo lcfcag cotiget (SEQIDNG:2) IAH0IE

386 FRAXA | L9074 11383 o0pcaantae g00abg00g geatcanoqe {SEQ IO NG: 6) C-6 0l A
3584 FRAXA | L2%074 13393 £300googes geee {SEQ IDNG:3) CY-3

3504 FRAXA | 26074 | 18832 | geloooooeg clagosgoge gasgegaag alg (SEQIDNO:5) C-6 0l S
595 FRAXA | L9074 | 13964 catcliciot beagoceige tagcunegog age (SEQIDNO: 4) CY-3

H R 2T 2 S & FRAXA X 2 B (#3594) 00 4 1] A

o] A= A F-Fvt. TEH #3568 L #3594 3% %Et F53 st
FIZ W& 2= 223 9] FIZ Uir 0] &2 1.78¢ Ao = ua At 1.7

o] ol &k 7] 9] Agbo] vt

S _IH:l

o3 7&E(FD w3l PCRY &
.FI=, =& STR =2 H 9]
Ay 5 HJ?MOH sl STRs

o o
U ox, ON

A d o] 74 = 30 + (1.78 =1.03)66.4 = 80
upebA, A3k vA AlBol A CGG vHEA o] 74l thsto] 809 ghol AlMteth= Aol it

9< #8557 91504, PCRE A 242, GG WA D A58 47 5
80 7] 8591 A 0.2 WalAuk. webd AY B 98] JaA AOE o

= g o] Wy zte] g S ashy] 913l oMol = W Afe Al Xl TH A GHE A8k 2R ukEA gk A
of o] #e3te] 7] JAARE, Lol HFH o] Aol A e U o] HFE gloldo] glo] thdg Wst 3§ o]
ol % Quks 2lo] ol of ofuk gk,

NG

<110> Hahn, Soonkap
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<120> DETECTION OF STRP, SUCH AS FRAGILE X SYNDROME
<130> 81671

<140> 10/791,209
<141> 2004-03-01

<160> 6

<170> KopatentIn 1.71

<210> 1

<211> 21

<212> DNA

<213> Homo sapiens

<400> 1

gtcaggcgct cagctccgtt t 21
<210> 2

<211> 27

<212> DNA

<213> Homo sapiens

<400> 2

ctcctccatce ttctcecttcag ccctgcet 27
<210> 3

<211> 15

<212> DNA

<213> Homo sapiens

<400> 3

cgccgccgcc gccgc 15
<210> 4

<211> 33

<212> DNA

<213> Homo sapiens

<400> 4

catcttctct tcagccctgce tagcgccggg agc 33
<210> 5

<211> 33

<212> DNA

<213> Homo sapiens

_18_
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<400> 5

gctcccggcg ctagcagggc tgaagagaag atg 33
<210> 6

<211> 30

<212> DNA

<213> Homo sapiens

<400> 6

¢ggcggceggce ggcggcggcg gcggcggcegg 30
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