PCR

SR TNZEYE 19 &
o o () =
FRAHe| JoIFHN X} ofAd

—Triplet repeat N & —
(Dentatorubral —Pallidoluysian Atrophy : DRPLA)

Triplet repeat AAZ2 ME2 BIO0IEC=Z, A=Al AlZn &2t 02EFS ZS0IM 2HED UL
Repeathl AR QL S 012 oAkl D0 AL, 2 'QOH OlR)ZFH METH 5= o A= A
OF LMULEL SLSt JHAEIE MUE HXIBN UL - SSsichs HASASA0| SSHC=Z E
g1, Ol &A1& repeatQ] =t MEOZ MHECE Sl AF repeatol SOINY FAZECL S8 HANM
O MZNIZAIZE0 CHSH EAE G0 2SI ZaE|T) QUCH

PME ZERAL woma}uﬁtﬂ PARS IEE 599 AFE
DNA AZq7I%0] BAgel et A7k} 22 Bas Axs w0 - AAE 1 DRPLAGRIFAAS] DNASH Al 7
A B SAA BHo| FselA 7, £ PCRMoE my 0 = a0 BHE B2 FR, 031 2o repeat 4173F
@RI 1§ £ Sl fagel 59 5 A A% A8l DRPLATA Q7S o123 I, Tripket repeat
SR B0 B AAHT Yok Wol B APz ov BARAA A 54 24N el W @
’\1 5'1}5“‘4401 %_]‘ﬂ'oﬂ 01%3}5_% tg ;b]_EHﬂ_ E]% OIEH 0]_ = o 3]'1’]'9’] primeri 3]]%_1'0] 7]”15‘3]']:]'. /1\_];5]' repeatﬂ 7];(] %}gﬂd
AR 2AY ARWE A 9 Apoh Aoy [CRESE DA AL L Ahe o5 DNAS 27 A
A7k AZe suk w108k A GARF ZASA L, A A2 % & 31o] SSCPLE $1492 AR5 A2 1 el o
MR 7)150] Wzl Q7k A= ok 30007 E o] F <k 1000 A 0] JJ°°*E} 88k ou|o A, triplet AAH(E3] CAG

1
Aol GAA7} Dakg Bao] . n repeat 2173H)& PCRYOE 2 o] 7h5d AEAlfda |

B tAb A .
[e] =z 1
A3 ol 239, Ao 15 5 TAde) 4 2119, PORES) A8 HAFE 7.
RS coning® 4 AR, AsHeHy o] dHz A3
S ). A3 o]
o & I8 2R gtk a4 qux} clomng4 N2 M L Triblet repeat A7 £
9l positional doning® 0] S43t%ith & 7HAo] A AjHEA o)L}, - INp pear % ==
TEA LARE A o) 5 AAGART EAEE G4 AG7HA trplet A4S Ae)FFHe] AstelA BAHIT ATk
Ao QR 7128t FYgS AN, HFHOE A (£ 1 #x). A9y ¥ 10 7143 F5 S AFE3Th Triplet
014 AANE A= Wo|g H2 o7t A% ZRAES) O repeat’} A ZAs = A= F 199 FRAXF(Xg28),
A8l ek DNA th markerd7} M]obH o2 Zrlslgle  FRAIGA(16p1311), FRAIIB(11g33)2E 2eiA glAw A3
m, 2 oM AEC] AZHFAAAEE A o] A & FubebA] genhtt w2 WEHoRE TN v
FAAe] By - Eo] Yo7 A&HOR 2713 A0 A 2 23 9s 7 Aee 22 FE Bk HZo SBMAY
9y FRAXAS| repeat A2 A9 & A7]o] Ao, 7)<
i O 2 La Spada’} WAS SBMA Ao Wz ¥-AES]
AR F A 7P B0l AFHE RokE triplet repeat T S
o] Ao Z RS WHol7l HARo], 7]Ee o207 Ao ool AzEE. SBMAE #AF Ha A7 Ase oM
T o e A (EE BAE) SBMA Baelet 991 #3749 andrgen
75 99 3857 (genetic anticipation), A E¢e] Aol = o .
s H9low, oF Tr wah S pelse] 2RO Ty receptor 2] AAE AAZ7] ofsieh o]l Hs|A FRAXA
jeTi MRS U EE RS FFEITNTIE SN ¢ addvh wa w4 ge a740 29102 aehad
= A AN HFE
Ak DNA Y maker® 80 ALE mavne®  pog agsia e we 27237 24510 repeat 413
huntington diseasel= triplet repeat®] Al7ol] ]t &Aglo) 7 - o )
. _ - < GA 1 okt A FRAXAS] repeat 4174¢] SBMAR
Fragile X Syndromelz F¥3l golojty™, . 3417
o WA =R R WEEop
Azbe el A ZEHged, dEME Bol Helg B A7l Al FAlel B 39 A T Sutherland 1450
Dentatorubral and Pallidoluysian Atrophy : DRPLA®Y 23 2 ) N2 2 repeat AL W3 T3 triplet repeat AFol| FFulba)
A A AN A S el mappingstel e E2 9 © 8% g 2858 A= FRAXA°1 -8
Aol TR FAAE A Ele] DRPLAV} triplet repeat®] A7+ o] A3, BE& ZXoX FRAXAE triplet repeat®] 213429 A 1
of 718l RS LASAY. dz B3 Yt

-IO O No.20
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L RlE

Pc R =TS 19 FEE

FEHO| RACIF AL GHA]

o
e
o,
o
)

o7 E3] 6
s )\3;] }\l
=38 79 Myoclonus Epﬂepsyg —r% %—’:JEE 3}
T}, DRPLA 42+ CAG repeaty AAHel9 73-?— 7~233]
Flol A WHEEm, JEQle A9 103] T H

of HFAAE 7HA Aol b i Y 1), A= /A
A7} 49~758] AL R ARs T JrHIE 2). Skxte] v
3} repeatste] A, FEZRE FHE 2 FAA repeat

W3E §l4ste] BIAENELS O
I8 33 o] 503] JERE AL e AR 604 e
A W8, 603 AR AR Qe SR 20~304 Ak

_ﬂ,
my
)
FU)"
ol

9(_5
¥

o,
v

AN WEsvl, 703 JEA AR 04714 BEehe A
2ol ARG BFAFS GHB WA Uk TP A
BT FAANA AR A5 83 A= o A

& FAAE PII 0 FE BFE BA QUL 33
o A ANAREd Aol Ao ARcki: A5 A

P% FE 7 R et 2lget rﬁ%‘%ﬁz}ﬂ

S5l 747 50%E T3t

o1, *JZJ'J WY FAAE AUA fHE A

7F 83 A ZUbtEE 2P 583] A= 41%e DRPLA

ARE 7HA AL 30~404] Ael] @S, I AR (A 1A oA
W &R s elA FASHE 643 & A7kl 100 ol A

WSttt DRPLA®] A3-F-7x7F BRloA 2ol A f2=

2
E AT AR A WS G, A5l mheb ol
09 S48 W I LA ERE A A8
A7k AYEE A9E SEI EE QPHORE 18F At
ER Ao|BE, A% Mol AFshelol Bk E 1o 1A
sAdle] FEACR BAYE EASAARS TIAS T
BARRY AolE YA BB BF o A4F triplet

ABCDEFGHIJKLMNOPQRSTUVWX

] O m-0 am oo ‘_‘(I)ﬂ o
& TETRT;

AR No.

\__l
78 91011121314 151617 18192021223 24 2526 32 34

CAG repeat 4=
8 1 M =201 &EO| DRPLA ST AF CAG repeat=2l
EEG)
-|2 o No.20

Life Science & Biotechnology

2! 2 DRPLA SHAIO| 20| THEISTAN RJAUACI CAG
repeat HI&P
UOISTX} CAG repeats EETH 22IE PCR o2 FE504, g7I
MYAZHEUAM O|Z2Z|= gel electrophoresis2 &A16HALCE
0F B .
o
@ a
O
mo 401 O
- o
o J
o
Klo em g ®E
30 ¢
20+
°
n mEme o
o ® o
® opm | |
1 1 . 1 u
50 60 70
CAG repeat &=
& 3 StAIC| DRPLA SMAIC] CAG repeat=Qf ZE01
(LIoDotol ofarar
0= S, O MR, ZHMe GRIozEH ASKMA}
£ NP2 =X % * ATME DROCZLEH HSRNAE ML
2 2} Bt A2 MiMeIX 22Y




pamy |y

P c R =YL 19 FEE

FEHO| RACIFHAL oiA]

H1 Triplet repeat@l AXOI 2C10| H= RMHH
- SRt gt A EX |/d - ZAIXE mRNA Repeat2] Transgenic FL
& & o , ~ B2 =7E - ., S8IDIs _
= ax Mg @+ zx 24 = S auy (o) sEmuer TS jase s
Dentatorubral
i i DRPLA - . MIA translation region DRPLAprotein
pallidoluysian atrophy CAG 7~23 49~75 M BR& g = 4.5 . T 6-12
s olyglutamine  EAESIt
(DRPLA) 12p13.13 polyg
long repeat
Huntington chorea  HD o o - translation region Huntingtin >3
AG 11~34 37~ =) & RAs  CEE 1 2
(HD) 4p16.3 CAG o~ T4 = } 0 Polyglutamine  EXIZZJt  knock out
>essential
Spinocerebellar ataxia 1 SCA1 N ~ oM B translation region Ataxin-1 long repeat
(SCAD) ppy NG B~ 481 S T " Poygutamine BRI >maey 2
Spinal and bulbar ) '
muscular atrophy QR1 19-qi CAG 17~26 40~52 <M 3.6 trigflat||3:ar§ilgn Tir;glqen long repeat 17
(SBMA) qil.=q Y9 B
Machado joseph MJD1 _ _ oA translation region
disease (MJD) 14024.3-32 CAG 18~36 68~79 =3 8 polyglutamine 2
FRAXA - - o 5'-non-translation FMR-1 RNA  knock out
Fragile site mental Xq27.3 CGG 6~54 >130 2o Z2& JUS Chol 4.4 MethlBIEZ ZABICiN Al > B ALY ~5
retardation
(FRAX) FRAXE ~ N 1A non-translation
Xq28 GCC 6~25 200 €4 MethiSHE ] 13
Dystrophia DM _ on ozl oo MASS 3.0 ) ) TN A )
myotonica(DM) 19913.3 CTG 5~27 >50 <4 2z U= iEH2 ~33 non-translation Kinase 36-38
Triple repeat®] AIFO| HPRI0| &= 8579 KA. Z4249| repeatST S HIWMFLCH
Il. Triplet repeat &3 EF s olgaaAzke e ek Triplet repeat A% 9]
2]0] 8 % = ZAko] Ao A J Lo 63/\4% o) 77
AR AL e repeate CAG, CTG, CCG 3 Jivdzlrepeatb g8 QO]L?I;OL AHE}o g ]E 12,
L 2L 7o 5 37 =) o
FROIT. oIS BE ONGHL it /@ Adel wamy DS TE AN WA 9 WA Sk . 4
o =] = A% =7}35
NI, 0G7h 5 FE0] ATk AT7h F5-2 triplet repeat af LZ}L] S o= TZ PASHER SIS repeat}
A S o ~ = Sl= 1 HtalZ = o
© AR gAY, A8 Aol glol @A FAE Lo AT 2dEVIS WAR She mioosatdiie 1
A0 5 AT =913 r
29tk DNAZL F71eHle 7Hebehdl, CAG repeatst CTG o= Helv 100 3 P BE7 ST repeatS 7
_ o] ok o) ?}"7 Asty FH=H T ¢ ororo
repeat= DNAXOIA $Hd3] SUFaL, T CCG repeat= CCG, o] dHA A}\j] ]a } Jj;io of EE%Z]%]N . o=z
5 o} A 5 = ol&l o]l= )
CGC, GCC, CGG, GGCY GCG repeat@ %2 4= 9t} ol#3t triplet r;peat‘_ELE}E\:}‘_ "—L}; }Cj 125 4. T; bl;’
- - 1= = = n A A A =]
Eeg 7)57] 989 Sutheriandis AFEE repeatS LG ;}01 e 71 GHE ST BRAAE 1003 o) 8
3 [e} = AH % A .
02 RBE1 CAG, CTG repeats AGC repeat®, WA= CCG 7k °ﬂ7}§w o ‘%} i Y‘;;Z” gkl S14l
= = =z A= o A
repeat® $FY Atk A7 A ©Eh CAG repeati= °} DYZIe ARAc A GAT, 34 kA7 e vt
w Ao “ © 1003] o]} WHEE= AR dEA AP,
translation region®ll £A)3t3, CAGE GnS IHEE 7|57
o] #AHEL FAEte] CAG, CTG, CCG 3wo.® EFaiat
. B. ESIZX
Triplet repeat A17ZHol= %837 E A (genetic anticipation) ©]
FelA ek F 2L e S BAE ge) gt o
Il. 1 repeat TF A% e AR N I
23, AdE AXHA S5 Aido] WA F/de] Azt
ALHE A Aolth ®HEH 0| 7MY o ¥ 28-S DRPLAYITE
2~49715 G R atE VR DS microsatelites} &4, PCR DRPLAE B84 Aze] AT o|§0 &, A¥AFs, Ay
He ALE HGA AT & Aok =3 IFAEY AEF o] dAR sigste AY, HHAHJA AHFeE FOIAE
g EAsH I giREe axe] tEAS veld DNA 3 THOE & AAME] WA ZAT 154 wolo|rh,
Ao A F23F marker® AFEE T dth ©he (polymorphism) < A A ZE extrapyramidal signs®l &9 2% (Athetosisth
A AEE B 1 Ao gE §44 AHo] FEE} Chorea) S YeERW $xto] wiet WA |7} Fol BA t=2E2,
= AoZ AT F oy §AH A M (FES] ¢ Agko] Zgkek A7 gtk Iy Aoz mdFHAY
No.20
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IV. CAG repeat 27942 E™
CAG repeat7} A1 73l= A3
d4 93, BE AR}

U:H __!?__o] ‘:]_7 6,17, 23~24)
s .

L:t:l
—
=
e
rir
L)
3‘4_1‘
ot
ol
of\
o
N
N
e

o
FYE T AAHOR WA

DRPLA, HD, SCAl, MID&= B33 ¢4 #4& HolFEo ©
& dAoE 74EHW SBMAE H Aoz wuE gl
th & 20 WhFAA 5, @l At slow

L .

o028 AFFAAE A WS o Hr} repeat7} 4174 E
™ repeat A1 1008 AJx9] vt Ak FASAe] G}
DNAo| thal] repeat 715 FAMS 7.—3_14. W =
T EPZ} o] A M E} v % o Rk AFSIERE A AAY
of A1A3t repeat’} = z
DRPLA SCAI, MJDﬂX}E 7y 0] ZZ oA repeat A71E A
B3t A3y BF AAEZ ] oY) A7) Aol Helw, £33
& o] 3o WA RSIAA M E B Fro] A o
olgfgt AANFHAE AY B ZHA BAT F ‘}lEP
CAG repeat+= translation regiondl] &=4)3}2, HIELS glutamine
o sigeitt, dAHOE A repeat® A717F AX ThilA
AHE-S DRPLA, SCAL HDOlA ZAEJou FAMsE & &
AR, Z repeat 2170 7= polyglutamineAl&Ee] 2

71 gl go] Aty AJZHEATh PolyglutamineAlE S 7H
g o] RS AARREIAR ol AFYAFAAMER
AAte] B Aoz 7oy, DRPLA, SCAL, HDE 7]
RHog Axgdd EAsEg AAREIAD 7ML A9

_1

sich
Polyglutamine Al&©] A174% o] daldo] EAjstH, 44 &
Wz o] Zao|x Bt A X7 APEdtE E mRNAZ X

RE zZo| A wd3le], polyglutamine AFEo] A4 Tl A E
I Mol EAEAY, DRPLAS FA4 9 27 (extrapyramidal
system) E, HDE |8 & SA 02 AAM LY Ao 3 (M X
Abdo] dojus 2A5ol4E BH)E ZARBHE elth A7
/H]—L/K].Eﬂ,] ZAEO|JL, 7} thul A Eo] Adsl= Ay thlE
FoA DRPLAE arginin
BEH7t 22d EA
SpliceosomeE %4 é}h RS )AL arginin} serineo] -
MEE, o] REE/ 9d 4EAE] F23T E serine

719 dakst ((+) X*o}g} (—)ds7r wheehel <fs) =4
)

Ir

ly <2 Huntington(HD &
R L
2 polyglutamineAkEel] 71913 BHa T,

V.CCG ™ CTG repeat 27952 E7
CCG7F A% stE 15 daA el ok9le ey
43S FutslA] AT FH R E YER = repeat’=s CCG—E—
TZ S Ut A% repeats Bl FE-Hlol EAIEL, A%
HH g d ol methyldl7b FH50], FFHAHFRAXAS)]
A% FMR-1)9 @do] A= wxe AFdxoz
FRAXAE repeate] AT ofyg} FMR-1 fdxe] 24
o geiME e WIS veidoy gEHA AW S
repeat= AGSIAT WLt FAEHA] ¢ o7t HAFHG O,
o] A% AXN nEYE YedgY. welA repeat A3}
HEsl Alold & e FAA7E golshs AoE A FAY

pamy |y

Pc R =YL 19 FEE

FEHO| RACIFHAL oiA]

et F7HA B A repeat7t O ERE HAEET repeat
7} s "JXJE]D% FRAXAE ] ggo® dEA Stk HA
HonF 9o Fatzet o

=
2] &} A ut, Ayof@ FRAXA repeat 7}{ AAE 7P FA3E

A CCG repeat ﬁzmg < z]-tﬂa]zﬂoil: Bl ZA o)) 3]
AR repeat7} AAFNS w] AefAO T G RIS §
Aete FxE %Uﬂ@,]‘o]-E]—

Dystrophia Myotonica(DM) ol M= CTG repeat7t A1%3ke] Hlw
o 29o] AT, FAAIEL kinaseBAH L 7T,
Repeat7t 21438l AR B mRNAS] eHgAel Y& n|3l
U7 BT HojgAuk child Aabgke|s 9eks F=x) Qr=rh
wEbA triplet repeat AW F DM of® E27]AoA] W
sheAlE ATl Vo JE Attt

FRAZ DMoll A A% repeatt= ol 97 22, W2+ 1003]
o]/ WHEx|m, o ﬂZ}O] A A Zulth theat Qo)2 AT
% AT o) F MARITA M B Hrks HS A
AFSEAL SlTk

VI, TSN 230N
37819 repeat BHE 1—‘-:—9]
AgppE A wheg A3ty = AL onei, B
Qs A AR HAY Ho 2hdE FR9 of
Z g gfAdze 28 s 5 A werh £33 23
oA A1 HHE = Bobgelal, i AdldM e 3
3} repeat”} Hth
AL dods gE 8o
=, triplet repeat AF210] DNAS]| 2 E DNA$HA o
Axbe Fes] dodat, G2 P4 Aol EMAsA He
de, I3S ﬁ—?ﬂo}j e od 29le 2
E N

22 Yenjed ojze

oX Hdo o

| dsu7 e AEe A

w o

i)
pRUNCENN)

il

i) lo‘
L‘iHU;z
sy
[e3

Moo T A
L H ot o do

3
&
R
o,
o
ko
ro,
o
Ak
ra
ol
'E

° Itk
P 27 repeatd] PA|oAM 23] mapo] 7153817
th %FoF repeat ©]9]¢] THE(WO)FHATE #ol Frhd, ofW
e THE FATE 0§H A Bl Holk, o H]EHOH

> o
1o
g‘é iy, o

&

Az GANTF AGHE FES A 100%7F oFUBRE Eokd
Aol gole A3 repeat»} repeate]l - 2 F7M Lol
AT AZtste Zle] ergatth

7)
Repeat ¥ DNA tdS ARSI, 21438 repeat 19
haploidtypes 314} sto], 1stdA ol A repeat7} o1H Al MsHE S
EXE 4 & Utk DRPLAS 2% thal A3 BA", Repeat
of 38, 27k 2ty A A AEE 25/ oS 2
Asy, thd A9 thd Bty WwWslith A2-BolE 108 A
L9 HF FS repeat’} 2™ o] haploidtypes o} ]7}0)
ANAAM o] FFE = duk Al-B2olE 158 X9 repeat7}
Ao o] haploidtype FH|lelA o] WAHTE Al-Blol&
173] A=9] vl E 7 repeat’} 4HFE 3, ©] haploidtypes ©}
AlORQIGAIA] Eo] WAFLE s YEQE AT S
repeat @ F7HA| repeaty EE A2-B2 haploidtypes ZH3
AL, T AFE EAGE FHY A< 73% A2-B2
haploidtype $28F8l3 itk 950l # 9 AlsS, A2-B29l

NOZOO ]3
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L RlE

Pc R =TS 19 FEE

FEHO| RACIF AL GHA]

e

o.ﬁ 2 ot

gt} o] DRPLA repeat’t 19 4ol Hi wvhg} 7o) %)
S& Aske, g dEdoly el daglel repeat
9 719E FFCAA B YE BAET ol d FAA
&= DRPLA:= DMoA &3] & < glom" ™ & HD
ok FRAXAANE E7]doldA ZAak daAe] EAE ¢

e Hamldtype 42 repeat A1 A Fa s}
Toshte] 2Q0A B EE S, repeatd] B
73 repeat AN S AEAA, FHG AN EFA N Frel

AAQA 3] o

[

Xy
o o

.|_,_4

A2-B2-(CAG)10

A1-B2-(CAG)ss

Al-B1-(CAG)1y

8 4 XSHUAO QI8 DRPLA repeat A& DN

Vi, BEF=

A repeat?] B WS 7 E S E] fleke, thekst
transgenic mouse”} A1 ZHE] o] QAT WHEA] o dE At o}

SE AL oItk CAG repeat A1

repeatE 7H FAAE FHHCE =g -ﬁg A 2rat i,
SBMAUY HDS ©o o
W A E JeriA 943, E‘QQ ’\]ﬂ repeatT‘:— oA

&of] AdEH Ak 249 F9 EYFH A repeat FH AAA
27} WA S 2 A, F9h ARl repeat S0l
th27] wj&olth, HD2) knock out mouser &5 XAMIS UEL
AT, HD] B471% siHel o]&8 4 ok, SCA1] 4l
A repeats WL mouse, A1 repeat7t A OE Aol
Agsoe] AW AelE vekdtte Barh gAY, AWIdE 7t
AAZ A repeatell 7]1218=7F sk 9]#o] 9tk FRAXAS
knock out mouse= ASAE 5 017k WHE=3 748 gHYPLS
o] Yokl e, T, A1 repeatE =Y e FRAX 9]
A vekd #e oFy AZHA gk

FAze A EAE triplet repeat A A EE EOFE TN
= ojt}, o, o a7l A] 2144 repeat
A E 3 Avtkele A AW B ANA @S
el sjM 9] F4lol & Aot AgAAFHAE
Bl shot slel ek, I XA AT $xpe] A 5Rol
HAY, AR5l 7HHEL% Y7k = Adget Aol7t Tk
2915 A

A7 A7E e SAjelA Eedsojor &

o
N

®x =
PEHI=E
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