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DNA +4% EDTA
DNA 4

PCR . .-20%

‘DNA
Miller et al. 7988 DNA

Chiurazzi

:RBC lysis buffer sl Gl <l Ja &)1 @

NH,CI 155 mM 829¢
KHCO, 20 mM 1.00 g
Na,EDTA 0.1 mM 0.034 ¢

pH 7.4 (HCI/NaOH) upto 11
:SE buffer (according to Maniatis, autoclaved) SE4i )2 o

NaCl 75 mM 439¢
Na,EDTA 25 mM 84l ¢g

pH 8.0 NaOH) upto 11

:TE buffer (according to Maniatis, autoclaved) TE &)1 o

Tris/HCI (pH 8.0) 10 mM
EDTA 1 mM

:(%20) (sodium dedocyl sulfate) SDS 42 o
A8 jall 5 ) s Aa ol 0w (autoclave suasall (8) shidl clall e Ja200 ade
A gLl in ol sl e pine e sle Ja100 Y SDSY (e $40 iy
piaall Dhiall elalls Ja200 (s paall oS
e plan 8 iy 4 X G Ja sil) (A Se aa g 1) Jolaall 1aa aadig Y
25% ) s Ay

:(%10) K Jusigdl e

Lainy amsall & abaally el U8 sl 8 Jefiel0 S slae sy
Ref: GEXPRKO00-6P <Lot:660737/42 Eurobio® 4S i (3e -20°C 3_) s 4 5 J slaall
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:(RBC lysis)
40 50 10 -1
. 30 15
.1500rpm 15 -2
-3
15-5 20 -4
.1500rpm 15 -5
-6
:(SE lysis)
SE 5 -1
(%10) K 40 -2
(%20) SDS 250 -3
.(37°%) -4
( SM)NaCl 3 SE 5 -1
) .plate shaker 20-10 5 -2
.2500rpm 30 -3
-4
.DNA .
DNA
( ) DNA -1
DNA
fishing -2
075 5 -3
Ependroff -4
TE 200-100 DNA -5
( )
~20°% -6
DNA
OD260/OD2s0 UV DNA
1 pg/ul 1.9-1.7
%1 Promega® 20yl

46
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(Polymerase Chain Reaction) PCR -2-4

DNA
oligonucleotide
. (primer ) 30-16
[62]
92°) . thermal cycler
single stranded double stranded DNA DNA (98°%
.denaturation temperature .DNA
annealing DNA
60°c ( )temperature
taq polymerase elongation temperature ( ) 72°%
DNA
(10 )
DNA 30
DNA
X
.65%  62° CG
[63]
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s (98°C) T 3
5 ¥
e
5 3
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ij'ln..’).ﬂll
(50 - 60°C)

(72°C)

:PCR
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.0X 138925 13833 CGG
[62].

-1-2-4

13712-13723
13992-13963

5-GCTCAGCTCCGTTTCGGTTTCACTTCCGGT-3 Fuetal
5-AGCCCCGCACTTCCACCACCAGCTCCTCCA-3

13796-13825
13923-13897

5-TGACGGAGGCGCCGCTGCCAGGGGGCGTGC-3 Wang et al
5-GAGAGGTGGGCTGCGGGCGCTCGAGGCCCA-3’

61

1

181

4

481

601

661

21

841

a0

961

1021

CTG CAG AAA TGG GCG TTC TGG CCC TCG CGA GGC AGT GCG ACC TGT CAC CGC CCT TCA GCC

TTC CCG CCC TCC ACC AAG CCC GCG CAC GCC CGG CCC GCG CGT CTG TCT TTC GAC CCG GCA

CCC CGG CCG GTT CCC AGC AGC GCG CAT GCG CGC GCT CCC AGG CCA CTT GAA GAG AGA GGG

CGG GGC CGA GGG GCT GAG CCC GCG GGG GGA GGG AAC AGC GTT GAT CAC GTG ACGTGG TTT

CAG TGT TTA CAC CCG CAG CGG GCC GGG GGT TCG GCC TCA GTC AGG CGC TCA GCT CCG TTT
primer ¢

CGGTTT CACTTC CGG TGG AGG GCC GCC TCT GAG CGG GCG GCG GGC CGA CGG CGA GCG CGG
Il 5" end of the FMR-1

GCG GCG GCG GTG ACG GAG GCG CCG CTG CCA GGG GGC GTG CGG CAG CGC GGC GGC GGC GGC

GGCGGCGGC GGC GGC GGC GGC GGC GGC GGC GGC GGC TGG GCC TCG AGC GCC CGC AGC CCA

CCT CTC GGG GGC GGG CTC CCG GCG CTA GCA GGG CTG AAG AGA AGATGG AGG AGC TGG TGG
llexonboundary  primer f

TGG AAG TGC GGG GCT CCA ATG GCG CTT TCT ACA AGG TAC TTG GCT CTA GGG CAG GCC CCA

TCT TCG CCC TTC CTT CCC TCC CTT TTC TTC TTG GTG TCG GCG GGA GGC AGG CCC GGG GCC

CTC TTC CCG AGC ACC GCG CCT GGG TGC CAG GGC ACG CTC GGC GGG ATG TTG TTG GGA GGG

AAG GAC TGG ACT TGG GGC CTG TTG GAA GCC CCT CTC CGA CTC CGA GAG GCC CTA GCG CCT

ATC GAA ATG AGA GAC CAG CGA GGA GAG GGT TCT CTT TCG GCG CCG AGC CCC GCC GGG GTG

AGC TGG GGA TGG GCG AGG GCC GGC GGC AGG TAC TAG AGC CGG GCG GGA AGG GCC GAAATC

GGC GCT AAG TGA CGG CGA TGG CTT ATT CCC CCT TTC CTA AAC ATC ATC TCC CAG CGG GAT

CCG GGC CTG TCG TGT GGG TAG TTG TGG AGG AGC GGG GGG CGC TTC AGC CGG GCC GCC TCC

TGC AG Adapted from Fu et al 1991(Cell 67-:1047-1058)

:PCR 12

CGG 209bp

(41 . 16
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%10

[23 53]

(1x)

(deoxy Nucleotide Tri Phosphate)

[

1-
2-
3.
4-
5-
6-
7-
8-
9-
10-
11-

72°%

0.5 ¢

temperature 95
time 5 min
temperature 95
time 1 min
temperature 65
time 45 sec
temperature 75
time 3 min

8 ul

2.2uM

cycle to step 3 for 35 rounds

temperature 75
time 7 min

PCR

0.8ul
kit

57%

200puM  (di-methyl sulfoxide) DMSO

15ul

PCR

Fu et al (1991)

3uM  DNA

.10pl

5"™ccg ttt cgg ttt cac ttc cg :3F
5"™>ctt gta gaa agc gcc att gg 4R

DNA

95°c)

2 ul

Pfu polymerase

50

30

7-deaza-dGTP (deoxy Guanine Tri Phosphate)

~2-2-4

2 ul

%75 dNTP

Taq polymerase

.10mM

-3-2-4



-1-5

PCR
Lumix DMC LZ-2 Panasonic
(Uv filter)
.CCD uv

.EuroBio BioRad Promega
turbidity . DNA Promega
Auto-focus %2

uv

.EuroBio BioRad

BioRad %1 .Promega
DNA
EuroBio
.BioRad
:DNA -2-5
DNA/RNA calculator DNA
uv
DNA 2ul PCR .(Jasco)
50
6 .(2500rpm)
(%70)
DNA . 12 220°%
.120°%

51



.BOECO® Pharmacia
Pharmacia® HotStart
master mix
BioRad
DNA
PCR
CGG

DNA Pfu polymerase
10) DSMO Taq polymerase

-3-5

150

e

DNA
(39
Wang et al 1996
[44] 95°% Hotstart
5 95°%
54 pna
fu et al. 1991
Cpadiiianal) (e ydiall (8 55 Cp & e 15 52
Wang et al. Fu et al.
30+30 30+30
BioMol BioMol +
1 160 bp ( )
200 120
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i 60) 63

. (marker) DNA
PCR
.FRAXA

FRAXA 8

(14 7 ).
DNA
(prof. Chiurazzi) PCR
(22 21 ).

Ul X (all Ao e 5kl plalal) 8 i pall Lgdshag il ) SH 23 17 Jsan
Frequency repeats

—_

10
20
21
23
24
25
26
27
28
29
30
31
32
33
34
35
36

XV N[O [n|—|DN|—|w

J—,
[\S}

el el el Y IV

(Ui X (enal) Ao D 5 il cBlala ) il gral) i ) ST Jsba 08 Jsan
fragment length ( ) (No.)
38-28 24
32-26 29
34-29 30

53
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(2008- - - - )X

13

31

500 bp

5 ) geall jedai Lo gy dinadl il )al) S e (g (3352l Janza) PCR b sl 113 JS&d)
ke sley (P2) sl sosie Sl gy (P1, P3,P6) Osedu S8 AN
Gl g pde O Y BLaYL (Wt male) 1S5 31 53 ald S5 &l 5 ((ddW)alis

DNAJ ks J) skl

@b S

ity Il 3 ) seaall 030 (8 el ¢( bl 80y anlall e 3liie) PCR il Jsf ;14 JSA)
Alaall Adlida 3oy g Cpe phall Adliaall 50 5l (e 5 )2 aladinl aay =ali PCR Jelédl
Ll il e Jlidiaall s BOECO Jlea Gle Glie Gsne SN (ale Jolii e Al 32a )

.(Pharmacia J>) HotStart 4. alasiuly




(2008- - - - ) X R

14
HotStart . 5ul 0.5ul
HotStart
100bp smears
) ( )
35 27 (30bp
DNA .
100bp 1000bp  100bp
.100bp 100bp marker

P7 P8 P9 P10 P11 P12 P14 P15

P6 13

soseall il (bl 305y sl e 3laie) 4N 3 PCR @l Hsea Jsf 115 JSad)
delall i <3 =6 5 (P7, P8,P9,P10,P11,P12,P14,P15) (el S5 Al il
DNAJ akad U shls z 5500 ) ALYl (P6) 1))S3 30 52 ali S5 ziling o(P13) sic

.(100bp)

(P13) 15
(14 ) (Po)

100bp

Pfu polymerase

.standard Taq polymerase
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(2008- - - - ) X R

P17 P18 P19 P20

dnpn il 3 geall el (opball 30k calall e slia) LK 3 PCR 5l 116 JSa)
Laavie Jeldll mady ol 0 S3 &G 5 (P16, P17,P18,P19,P20,P21,P23) (el 580
DNA o J1 skl 7 500 ) ALYl ((P6) 1185 30 53 wls S5 =85 5 «(P13,P22)

.(100bp)
P13 16
X
( 50-45) X 17
.(360-375bp)
contrast Sharpen ) P25
.(PhotoShop
( )
MS Excel
DNA
60bp :221bp ) DNA
( DNA 161bp
3
31 314bp 16 P20
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(2008- - - - )X

500 bp

Loka ) didaidl)

—_

0583 Ay il 3 seall edai(cpladl) 33b i nlal) e sl S 8 PCR gl 317 JSad)
«(P6) LS5 30 53 s 83 il 5 (P24) Aedle il @l 5 (P25, P26,P27,P28) Cieilu
23 Caan Apale ) dilaidll J) e el (100bp) DNAS ahd Jishkl 7550 ) ddlayl
s ¥) 5 ih O Lo s o W glas ) clband) O s (A dprgd Leliud aa 5 3 cililiasl)
Ay Hlall 38 aladiul die cililac of ALK 5 jalall Vs s Y o(JSE 1a

500 bp

Blanc

a9 RS0 BES1 P32 P34 P3§
D3 P36 P6

Al il 3 geall edai (Cubl) sabi sl e 3liia) 4N 8 PCR 6l $18 JSAd)
Wi S5 & 5 (P29,P30) by e gl i 5 (P31, P32,P34,P35) (el )83
() 5 33 all (5 5ol Janall Hlada ¢le) (Blank) dagiill ¢ 5l Jis 5 «(P6) 1) S5 30 2

.(100bp) DNAJ e J1 skl & 5 500 ) ALl
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(2008- - - - ) X R

CCD 18
UV

G 3 peall o2 jedad W (Gl 33l 5 canlal) e 3laie) 440N 3 PCR il 119 JS&d)
ol S Al daging (P37, P38,P39,P40) Crasbs 583 dny i il 3 ) saall (8 |yl e
ki skl = 50 ) ALYl (P6) TSI 30 3 aald S5 il g (P4]) sdie Jelidll oy

L 3,5 e @l dad 235 (100bp) DNA-

19
65 40 )
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(2008- - - - )X

20
PCR 21 .DNA

(1 ) DNA

‘)JSJLL}L\P(M DNA BJJ..A” )«_Ia;"' .Lq‘,J‘éA: ).\AAS \uAQ\A:\&J‘ 3)&3@3&3 20 M‘
DNA a3 ¥ s R ) Bl 6 e e 5

P13, ) U583 clie G DNA 3 sall jelii ey (4 saall & PCR @lo 121 Jsad)
(B) DNA (555 ¥ Al de ) ALYl ((P45) 5,8 due 5 (P22, P41, P45, P56
T ooy kil il Jlas e die 5 Hhiall elall (e (e 5 (Wt) LS DNA ) ALYl
DNAJ adai ) shly
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X -1-6

.incidence prevalence

%8 X

Apallal i) (b Ll ¢y gmal o () X (gl fa Joa LA i (i A1tBa 29 Jsin

%8.46 331 - - Hussein et al
199814
%6.5 322 42 280 Diego et al ( )
20028
%6.7 248 85 163 Elbaz et al
[65]
%0 1998
%6 242 - - Froster-Iskenius
et al 19830
%5.4 111 - - Kahonen et al
19871
%8 155 - - Neri et al 1988
%16 354 - - Fryns et al
19841
%7 100 - - Primrose et al
1986
%3 267 - - Hagerman etal | ( )
1988t!
%14 44 - - Paika et al 1984 ( )
%2 201 - - Butler&Singh ( )
19931
%8.6 243 91 152 Arinam%g}t al
%0 1994
%3 201 - - Mazurczak et al
19961
%13.7 51 - 51 Christofolini et
al 2006/
%92 %0 X
PCR
DNA . PCR
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-2-6

X
R= FLmax'FLmin
R=36-10=26
X = _ani =30.56
_y)2
oo |20
n
)
30 (15 5 14

38 2

SRl (i CGG &), 2
n=60

10 11 12 13 14 15 16 17 18 19 20 21 22 23 24 25 26 27 28 29 30 31 32 33 34 35 36

sl aae

114
(15 5 ) . .30
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—mmee I

a5

15 45

Repast site

0]

()5

Number of alleles

60

50

40

30

10

OIOIZ 131620212223262728

2930 31323335363839404243

Number of CGG repeats

R )

62

L L L —
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-3-6

-1-3-6
UNICEF /
[68] _ 134.740 1998
(%0.83)
%4.3 %21
(981 (9434 v
Down %31.5 . %19 " )
[68] %1.2 -( )
%1.2 " " v
%2.5
[68] !
%3.2 %8
[68] %133
1000
-2-3-6
[69].

Cliby aen (550 Jsa3 (Al COSEAN o iy A8le D ale (Bdie Jlian) asgda i 55 axe )"
A osSiagddn JSy il gll jaladll e m,;eu)‘w%gusg} Boallall oda e dauia
A s ALY s Al gl aalaal) slaielys odla 4l e 5 Al 5 AY) asaliall aa Leala)
Cn sl Ol sa 25 (s 2 g hal 5 10000 JS b Aldaiall J 50 A clileY) jLasl A o ol
Ll Aghiall Jga 8 AV (6 sl 138 Jad g ulandi g il g Glae (g0 S ALY e g s
O B Al ulS G el LG Jla ) (3010000 S 165 10 G ) S Al 8 Jsall 8L
JETR

e b leli )l SV culSs el Ge Ylaa) J8 Clile Yl s Cela cludl) dpa o
Dzl A Hiall (e g g OVl 38 2255 O anay g cCpdandd s a5 A jal) Gl Y
Gl clileY) e dme SV Ce $Y) e Cuihal sl alaa) e o il asll
"_3\7}5\.«3;\
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199110000 IS ¢ 28) Ao el bl (iany & < sl pandl caen elasill g Jla H)) G Ble ) il 45 lie 110 9%

60+ 59-15 14-0
253 10.2 29.0 213 342 10.9 6.3 4.6
254 23.0 149.7 76.7 24.1 213 12.2 10.7
245 23.0 70.6 48.0 24.5 12.6 12.2 9.7
12.2 8.6 35.5 25.9 11.8 8.3 10.8 7.0
14.3 9.9 36.0 23.6 13.1 8.8 12.3 10.0
10.3 6.4 21.9 16.9 12.2 6.7 6.8 53
13.0 19.3 53.0 59.0 83 5.0 10.0 9.0
5.6 52 25.4 35.6 7.6 5.9 1.6 1.2

(910000 JS 02 2_58) G pall aldl) omamy 6 el s Jla 1y Allinl) Bl ) Ll 45 Hlia 311580

( ) ( )
1995 31.5 20.8
1996 17.5 15.3
1994 12.0 12.2
1996 22.0 28.3
1994 234 26.0
1993 14.8 15.6
1997 15.0 14.5
1998 30.2 204
1996 25.0 15.3
1993 17.9 13.4
1995 22.4 19.1
1994 13.8 23.7
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