S gxiwa | allie Ylgde 9 Julas asal e DaneshResan.com wusln 4 allite (gl WORD Jld dag waga
Suiliae 9390 wabw rpl )3 S ld Allie Houlue ¥ )l Hina

4 Qlicasls o 99 0 jlach agh Jluw p g 05 32 yo SUI0

Y. 3}$d_|l.§.a

W99y 4 ©g 5 b @5 )W ol )lew ;3 PMP22 45 5 Saws el sy (Jog0 (o)
MLPA 9 PCR-RFLP

c\d@ﬁﬁxr&@&wﬁd:iﬂc*‘él:iJid:\A‘(\jsﬁ‘sd-md:\&Lﬁuﬂ
5" ek g 8 g oul ) Suleo waas

Olpl el i 5 psle Als Dl ST ol&ils -
Ol 08 S50 S5 B3 ol (S 550
Ol 05 i g (S o sk o8l o il =Y
O 2 Ol 5« sk s 5 olKils ¥
Ol Ol 5 (85 5 555 50 5 S5 pdigs 5 o S 00

LXVCCY

L o Cusl (ugijard Flgyd 09,5 3 o Wl sael igi-gylo-g8 U5 glow 1) (HMSN) 51 (50 5 s Sl9y80

b S s 1 i weB (ygmned by (55 0 cpid g bawgio o (S b CUE] g Jliwwd CMAE Julodd «WUAE 8439 puiiy Liiad
bl bl ol o0 1) g bl ol Dgud o (i (o wSdd, sl gl alS g o5, ol 5> JWAT Blo gL S
(e Jlogjeil) ©ly95 (59NN (bl 2 g (55 Lxiali 93 511 (08 35 L (ogmeST cpabeo IUE Lo gy lomianls JSUud ) SIS ol52 59 S
Sl 5 cuigid ()lg3 (GoRIN (ol 2 oS (5 ylom (l 42 Wiao 3,3 PV 10,5 (Gt i (3195 (o0 (X &1 ilanaly 9 glhio Jlogos]
05 3 S sl 4l padkis gl i walE PMP22 15 55 (Sud disbiae Jg¥90 (owy 0 813 J59092 sy iSJI
g5 jg00 e a3 ¢yl ylows 51780 3905 J9SUg0 o9,y ! 53 Syl s Cuwl ;53 4 03 .aus PCR-RFLP i, ;PMP22
ol (o) 2 (8152 rdigad 51 (631an (! palis 03915 (sl 4 B (S chelde 4l )3 waa S iea 3929 widned 9 (392
BBl 8,5 )8 w390 Ml o BB g (Fuwd il (gl (oanduuls (o9 (ke o MLPA s 51 oalist b 5

W 8313 (4135 St oyl ylows 31 AYE (S helie (5l oty 3590 slow PV 31 68 Canl (o 51 ST

s Sbgyg ~ A Sl i @9 ole ©)lS le () 2
b lon cnl > w5000 Joli 1) (s (lare
e (spas plaw 3 (S) (e 5 S Slgy bl
DS g Y0 3T (Gl ool b (line il 55 ]

(1) ol 043

1. Jean Martin Charcot

2. Pierre Marie

3. Howard Henry Tooth

4. Median Nerve Conduction Velocity

YYva

.MLPA: PCR-RFLP¢ CMT1A¢ PMP22: su5 15514

Aol

OB by VS Jlo )3 )1 gl (Bl (Jame la Slg)s5

PhD «xious 9& S9Rmn0 #
N1y 70 S omwies sbo Dby 32 ¢ Sl 32 S Sy
STA-FFOAYAL il

< oob.ac s .
ac.ir ]
k= Ir: i

VR [FITD il 3 o b
WISV Sy b


www.SID.ir
http://daneshresan.com/

S gxiwa | allie Ylgde 9 Julas asal e DaneshResan.com wusln 4 allite (gl WORD Jld dag waga
Suiliae 9390 wabw rpl )3 S ld Allie Houlue ¥ )l Hina

oo 456 s b ol SguST (slacslmial X oy anly
Elpl )3 «)lgs 092w ol &S sl S5 4 oY g e
S ypo o M Jlagis] 90 4 W CMT Cilises
slok )3 5 olie Jlogisil ©jg0 4 &)l 0gos WIE CMTA 5
@ CMTX (yizen 5 2l oo i Jlogigil & g0 4 3)l50
S il sl oM nj Jgia (V)adloo iz & dtnly &9
obler Sl aoyd 9 (Jsse o0z gy )l 0956 (5

A3l e Sl 3kl (oo s CMT Calisea glgil )

95 (5yle g8 )L (5 lowt e

eMas Mae s b CMT (g los «Sewdls’ s 4
S sl slod bl 4y poxie 4 39550 g9 (Sl pll Jliwsd
b olowr ool s e 4 23500 Olibow by Lo 2 S
Aol by Sy B9y
b (SOl sla oy 3l )b SMae (g5 5 cns JLid o,
Olimed Hlaw (gl Gl jd b wMac aSo] s 4 g 29 o0
High Arch (ol 5 63,5 iy g8 iul38l b S il ol (593

G55 5 5ko 098 )Lk (S o5 53

obolp SlS blsd 5l CMT (gylew VAAs Jlo ,5 )b ool
e Clacl (S laynd > (wae Jml Cop i
ool Ol 1y @bl o) FIMNCV) ws g il
(e S a)lxinl S8 ) JIa59)52 5089 ) slaaidly
ey oS wloly by ((ylxial 3 oyl 51 S5 b 9T
255 Sl (X 4 dily 5 oglie Jlogjgil e Jlogjosl)
i ab Al 5 (6 )baw scd pin w3l sl Jle o 4 3]
@S 64 e (ol Glizmen g Conl aliS Jol> (g )lows
ol 33 Gl 03,8 Lads aslS & b SO 5 Cpa 1y 255
#SMNCV L osigds ailios £ 42 olgie CMT glsil
&S g oo 0403 by (Blw Cudy cuas o)y yd &S YA mM/seC ;|
MNCV L gigusT p 3 izmen 5 Casl Bgyno CMTL o,
CMT3 565 0 35 CMT2 4 & a5 m/secYA | yuiw
9 5m a5 i 3 o8 ol 105 02 Ailiad gy
Aib e Yo m/sec MNCV Jlboy s cul S5 4 p5Y
|y s 5 suST glaie bl | S5 50 Lawlgas CMT
CMT 5 b b SsuST clog lomanls CMT4 1S sl

gyl CMT | O)lgs go5! 4.3;{;:5 o PU PN (w2 99, Gﬂsti -:;ng »

CMT1A |PMP22 duplication| PCR-RFLP & MLPA
CMTL1E PMP22 PCR-Sequencing

CMT1 AD ~% O~
CMT1B MPZ PCR-Sequencing
CMT1D EGR2 PCR-Sequencing

CMT2 AD CMT2A2 MFN2 PCR-Sequencing ~% Y.-¥-

CMT4 AR>>AD | CMT4A GDAP1 PCR-Sequencing »L

CMTX XLD CMTX1 GJB1 PCR-Sequencing ~% V.-V

5. Stork leg

A Olieusls i 99 0 jlanh agd Jlow p g 051 38 53 SB35 YA


www.SID.ir
http://daneshresan.com/

S gxiwa | allie Ylgde 9 Julas asal e DaneshResan.com wusln 4 allite (gl WORD Jld dag waga
Suiliae 9390 wabw rpl )3 S ld Allie Houlue ¥ )l Hina

leSAA}ElSDQm*\u.@L}ﬂ*uI@Sﬁ@WJFMI

S Oype a3)lse Sl sl 3 g 03 YL Jud 3 6,503
el 02 gy 3l e hlen 45 (845 oalie 5 (63590
oo o asgi plo 535 3 e SSelSl il
05 Gk Ol 4 jlew 2l G Nidp) S 4
)yl b sy, EDTA 0o 5 05 (gol> sladly 31 g 48,3
g Slyely 85 Cyso pide)lS L8 B9, 4 DNA
NCBI ol ;3 39590 1380 o5 51 oolitwl b gyl ol 3 elézel
il am g 8,8 8 Liulesl 5,90 Primer Blast cowd ,> 4
Sldsd IS loge 5 oSz ) oslizel b (slayeslyy g cono
ABC° b > K lise 4 4idy & ADC°) wis PCR L 540
g 43> YV e 4 4> ¥ YYCO 5 agds ) Y C° ag,dd)
Sl 4853 0 Coles 3 9 B S Glie 4 @B Ve WY CO

(oo slod 44 VY Co slod ik,

PCR-RFLP JsSJg0 455, LCMTLA 4 Lo yauseiii ngo
G)S5 Al (lskS YIY 5 W lais] slg ol Tl alais
393 & (&ylow 2l 1y 25k 3)lge ZVAd4s 4S5 CMTLA
dylge ST a8 Y g4 ol Kl S Eb dlads dad o olaisl
SiglyS > dall g 4y @50 4l ol 53l b Sl S
Jlg Cunnnd )3 8 108 Bl ol SiplyS” JlosnI LY g5 )l
$ om PMP22.; caul 4,5 15 CMTLA )5 g
4 bMasl o5 485 )18 ciglio w4 )l &5 )5 JIgs
2255 CMTIA ()5 JIgs JlogaS 5 5 Sl (255 ]
A)
sl PCR-RFLP s ol > (JoSUse i)
yaly el o g L yely cds g &S
1552lS 5 &5 (BAGGAGCCCTCAATCAGTGGAAY)
asl 4 o olad! Jlal 4 e yelp v OH Sodp A
C railn i ol JoSo sailn g 00 S5 Jly Sl

5. Stork leg

6. High stepped gait
7. Hammer toes

8. Drop wrist

9. Claw hand

10. Duplication

11. Exon

12. Hot spot

13. Breakpoint

YA Ol ga o last g Jlou p guus o )l 74 53 SG85

sz 585 ol (S5 oS cnl JLid & 3,5 oo bl (998" )
il Salgs 1 el T Slutnl Gy 4 3,8 g A4S MBI s 55
s cino JLd 4 g Jlon sh 5 osd SRl L olyen
33,5 oo Sl TS il o gy sl Gkl > SagS
L g o3 Vb G 2y b pltSSl Slo Juao o] 51 5 &8
G )3 Casl (S e B9 51 g Gamids (g o o by
b Sen b (Bews) (SBgb plul Jliw

9 3L fosd Kin Cuwd (slos g My o (ol s oyl yo
5 3t Jro )b ysel plol )3 JST s yidey jlow 4o 5
2 S Shog onl 2 29 Wl g by dadeSy (13,5 Aty
252 ame Clasl (S sy buas (gilan adgl oy
2530 o o> S yud Sl pd 4 (glew Cpin b (g Bgd o0
W Aalgs

CMT1 8555 SoRanl
05ST 5 345 0 db] Cpalee BME 3 (g)lial 31 5 CMTL
Jlosisil i b ) ca gi cslo S 3L 018 slosl 15 0 5
B ol L e () )l oad A1 e
PVOMD asl " Sus diclas CMT s)lge plos p 75+
asb ) 55 Ve dga 4 S1.(VoF) aib 0 17p11.2-p12 asls
b Gile (6Ssn 0F b Jy 3l sgxy 17p11.2-p12
5555 o s3b CMTIA (gl 51, o i (PMPYY)
) 5 5k VY (i o 4l e s ST¥ (5o PMP22
sobr w3 oo SIS ) (s pian (lee 2O BT &5 S 0 oS
A0 )3 (5F ol S oo W5 Ty (Bg 0 cml Ol (sledobes odes
Db oo ol Jaore was piuaw Ao (ol pud don 03 pid
N 3 yShos 5l Lo 0 (b pf Cage 0 ol 38 3L
y s Jolog g chns glilan s opl )3 45 33,5 0 (ke
slaoie Sl g o (0) WS o wpd g Ll
ol Iy CMTIA (g lgs o 35 PMP22 5 5> (sldlais

(FaV) Sl

P9y 93190
2550 3,8 Kbgyw 3> 4 W) CMTIA 4 $Sie 5,6 5V


www.SID.ir
http://daneshresan.com/

o clp 58T U5 gy 1y edel Cands SV game ool
Sglito ¢80 (95 31 9 03,0 (1Y 9 7A) aeel ST U5 o9y s
Y=V IS 5 & gl . ab pludl oy 5,8 pads 4
o3l i jlax Wl 3,5 WIPCR Jguamo 3 395 o0 osalite
PCR Jgameys Js (b iz VW) S5 g0 ooy
by ogMe J5 50 5038 5wl Vg5 5l CMTIA gl
wan ol gil s WAL 6 )Y sl (o)l cas VA
(VJS3) 290 023 (025

Jyao ol man 1Y 9 CMTIA hlay ()2 sl
ode 45 (3 s V5+¥) D 5 Baly, cas 5l Jols PCR
> oo by |) 45U (nl)> (oS 5 adlaie (JlouS g 4L 5
w5 99 bwgi ol i 5l Jols a5 cuil (663 .0 oolil
S 3,8 P jd oS conl Sygeo s il 0 ACCY g NsiY
slasl) 315 dgmg ACCY w3l sy plolis oSl S Lasd
s 3,8 WPCR Jsasms )3 Js (85 oo 3wl |, \YOA 5 VTS
el 3l a5 23l oo 9290 a3l ) (sl 50 Oelx 90 52
NSIL o3l Jos Jools aS VY 5 Y50 (clasil AV YOA 5Ly 0gMe
(V) S S o odnlie 351, 23k o

cle 4 ghlow cpl 4 Mo o8l 7Y dgas hgy cpl g
Sl &S Mo 3N piomen 5 4l (pl 3w GlagnS g
Rz b9y cnl b Ol e 1y 2illie So%jgen (golow ()]
MLPA yymon JoSo paseis o g, il 35190 ol y3 0
5 23,8 Jloyl 598 5l )6 4 ladiges Giulel ol plosl (ol0)
MRC Holland (SALSA S 15 MPLA ¢S buwg s
53,5 8 Loy 0,90 MLPA KIT P033-B2 CMT1)

& e g o3 LS |, CMT glgl JS 70+ by ,a CMTL
o D90 sl PV g8 oo (bee B (slags il sl
caclas oy jlew V2 3 s PCR-RFLP g, jl ool b
&Sl S5 4 pY b b jaswis PMP22 5 s (Sas
Oppe g (Sab cielas 4ol war clanS e b @
FEIV T paseis (g cnl adllas 3590 53] (139 95 jgen
JoSo (pais gy jledile (Bl AV sl g 039 (Ll
Jo)) 5528 Jl )8 4 Waiges ool ol ploil 1) MLPA
LY oslitwl 590 PCR-RFLP 39, .45 oslizel (13,5

G55 5 5ko 098 )Lk (S o5 53

o b . (ACAAGAGTTCAAGTAACTTGC)
b prsan 3 o I S5 5 S a5 sl

Ay o ibe 1)V g5 slew 38 Ml S g
)y Sl Y gg &S edlatwl djse yely > cas
Pboa plp jl WS plls 1) lew ol 2
(5’ACAGATGGAATAGTAGAGCTCACTC 3’) B
oAb wolaidl ayie ] Y OH & Kodp ol 5L 5 oS

ol JeSe yeulyy 935800 JloneS gy 4l yarl
asl D (TGCTTCGTTGAGAGAAACAG) youlys

sow 38 M (oS 59 anl uimen g9 il 38 Yl JlepuS'y
Jey 3,8 031> juad slyy 9y ol 53 dmd 0 by 35 1Y £
o) PCR &V game 9y » 5¥1 dgame clags 3l 151 lows ]

(A) Cowm oy Gl o poulyy i

L5 39,5801 700 5,51 (g9, 1y PCR 5l ossl cavts &Y giao
V¥ (D 5B ol ) ks ¥ g3 sl ol 5l g 9
Gl b A8 ) o diges (5L cas VAAS) CoA (clp o) 5L
(D 3B slayenly; 5l Jols PCR Jgammo 1) (o3l 2

a5 odll 5 ygiawd o
10 ul PCR Product + 1ul Nsil + 2ul buffer Nsil +
7ul H20 =20 pl

25 2903 b C 9 A oyl j| Jols PCR Jsanms 4l
10 pl PCR Product + 1pl Nsil + 2ul buffer Nsil +
1ul Accl + 2ul buffer Accl + 4ul H20 = 20 pl

man gly plojer il 93 5l a5 Ldgy )3 &S ol oo 4SS
odlitnl 390 ey 3l 5 8L 93 Wb Lais 3¢ o odliul _ou il
Olojer w3l 93 yo oS J> s Ngd (gl B S5 K )
e dy OY gase Cpl G AGS Jos o970 180 90 50 Algn
A 435Sl as D VY lod o el VY

5 ollo 3,8 <S4l ojlsen Lo 3yge B3l ogMe b9yl )
o 225 ol e 5 ite S plgis & iy 4 e
ot 5l am b odliel NSIT o3l 5l Jlaws 4l o oS g

A Ll op gu 0 jlach agh Jlow p gew 0 1 34 yo SIG35 YYAY


www.SID.ir

Qb&a&,@g&i@u‘;w<@gﬂ*l‘3§x‘5w&&hﬁul

PCR product Ce Normal C- Ladder 100 bp

1000

EEEL LT E
3

0% g Ywwe, A am bength ged.
W TRE 5o 1 b

duplication 1789 gro7 iope
Nxi 1

distal CMT1A-REP 2 s

proximal CMT1A-REP no desired PCR product

o1 31 e 1 am Y £95 5 CMTIA o lows 5 oJloo JIPCR Jguaeo 56591 JSi

l PCR product l C--I Normal I C- | Ladder 100 bp

Bp NS00

RRL U

178 en” Mgwte 0y

O % g Ywee & Crn beraihy gl

WX THE, 5o, ' b o 16404
336 1268 :
duplic ation '_71:_\:.]
distal CMTIA-REP no desived PCR product
proxtmal CMTIA-REP “S:H&_ 1268 g 104
Acec i

ot 7 ajl an ¥ g5 5l CMT1A Gl low 5 pllw JIPCR Jguao (5581 - JS5

YIAY 4 (ol i 50 0 ek a5 Jlou i 9ou 0,158 4 5383


www.SID.ir

Eoud Jool> g ;3 CMT & Mo o))l ;5 17p11,2-p12
Solds ol (1) 2l Camar ol > Cslie Jlogisl gl oYY
el Jame 33 CMT slagy 150 0 bagiee @igh »
Slr0sdS So L g adhie S bpier @ig (eSS

Py 0 a3 4 (G908 Pl (J9ge s
o Ohlew ol > wsgs bld I CMTIA lilew )
Cond (Sed ) D9 gmile Slgre U (S5 5l silen g9y
oS8y il g« Jluays e Jloo ¢ Jluny cMae 0xig i
d Obli)l g9y p o Slllas (p e Bl ab oralis
2l (1+) cul 0sd plosl CMT & Moo il (5935 9
Ske @B Ll 5 M phlon (s oy il Jolb>
2 Ol & €85 ass Glgi e g )b Sleen sid o>
dielie oles > ke sl |y o oswisid 55 Sl lyles
o ¢ 5 a8 oig iy il angie e PMP22 S0
2 )lgs 3 gl g 0ad 55 ) el g gy Ul
2 S oo ol by I iy YU g bl g9y uildS P8
5 o5 3 it Cind by (3l (gl oMl 2 9590 oless
(2l 8 sy il by e uSIy (U b e (3,5 Cnl,
ety i 01> gy Slaae] i Sy g il oy, ol
cdls ) 3¢ yuiio VO-Ye M/S I Ll (NCV) uas colin

(ol 45l 2 yo FY (VL (ol
ol (Sab cslas I Ll gand dlols @l slaawp
Sy a5 4 48 13 o0l (sl yguS b dulie > cadllae

O g5 0950 a8 ola ] e leold slazleajl Slol,8 dgmg Sy
v b plejuze 55aS ) Wbl wolie Jlogjsil ©)90 &

References

1. Shy ME. Charcot-Marie-Tooth disease: an update.
CurrOpinNeurol 2004; 17: 579-585.

2. Harding AE, Thomas PK. The clinical features of
hereditary motor and sensory neuropathy types | and IL
Brain 1980; 103: 259-280.

3. Wise CA, Garcia CA, Davis SN, Heju Z, Pentao L, Patel
PJ, Lupski JR. Molecular analyses of unrelated Charcot-
Marie-Tooth (CMT) disease patients suggests a high
frequency of the CMT1A Duplication. Am J Hum Genet

G55 5 5ko 098 )Lk (S o5 53

4 il glenl =V @ pasds =Y (g ol =) 5 gen
A5 oolatwl calllas 3y50 3,8 edlgils > 5 (i o481 65
ciclae 3)lge pasuild lp oad ALl by (nye 09U
A5b e MLPA g, S5 sladdls 5 Sui

&S (olydl 5l dgaxe dlaws MLPA 59, YU ause JJu
adllas (gl Wdg s )35 ae PCR-RFLP g, (4ly
4 ddlllas 550 313l Dlusws 51505 ol B youlS 218 A i
PMP22 5 ), Sas caclas ZA- by,as MLPA s,
Sl 3lye Ve 33 5 () e gl 4 jla A y3) ol L
>l wl low ol 09 Giee SN e sea oo
silge bl o (gl dbi Liaer S o) Goyal 9 955
PMP22¢ yan) CMTIA & Moo olow aliio ossistd
PCR-Sequencing s, b I, xS slwl (EGR2 4 MPZ
2l Hl48 addllas 550

ey
oBows p ojeye e S (CMT) ey )l wos)ls
Gl a5le il o VYD fod b olusl oo uac
» CMT p» Jsge pasets (S sl j S0
Sl S CMTIA il gilow pls glgl 4 aygus 5]
S« HNPP (¢)les 4 17p11.2-p12 Sus Ciclas
453939 b 33,5 o dgde g e dbul 17p11.2-p12 Lais
Yoo hlost 53 1TPLL2-P12  Sus Gisliae lgls (Sibeo
50l Slolys sl 05 035 e 7 Y+IV Lyl > CMTL
glite So3h )3 ZEAYg g ;> YYD L Lokl ,> ZYE/Y

S Sab celas ol Jlghd & dwye i 4 Bl

2003; 53: 853-863.

4. Raeymaekers P, Timmerman V, Nelis E, De Jonghe P.
Hoogendijk JE, Baas F, Barker DF, Martin JJ, De Visser
M, Bolhuis PA. Duplication in chromosome VIpl 1.2
in Charcot-Marie-Tooth neuropathy type la (CMT1a).
NeuromuscDisord 2002; 1: 93-97.

5. Lupski JR, Montes de Oca-Luna R, Slaugenhaupt S.
Pentao L, Guzzetta V. Trask BJ, Saucado-Cardenas 0, Barker
DF, Killian JM, Garcia CA. DNA duplication associated
with Charcot-Marie-Tooth disease type 1A. Cell 1991; 66:

YYAY


www.SID.ir

QIJlSAA‘gnglSﬁQm*mlejJig:ul“,S#@wJ:‘sml

2 19-232.

6.Roa BR, Garcia CA, Suter U, Kulpa DA, Wise CA,
Mueller J, Weleher AA, Snipes GJ, Shooter EM, Patel PJ.
Charcot-Marie-Tooth disease type 1A.Association with
aspontaneous point mutation in the PMP22 gene. N Engl J
Med 1993; 329: 96-101.

7. Kochahski A, Kabzinska D. Two de novo Ser72Leu
mutations In the peripheral Myelin Protein 22 gene in two
Polish patients. ActaBiochimPol 2004; 51:1047-1050.

8. Chang JG, Jong YJ, Wang WP, Wang JC, Hu CJ, Lo
MC, Chang CP. Rapid detection of a recombinant hotspot
associated with Charcot-Marie-Tooth disease type IA
duplication by a PCR-based DNA test. Clin Chem 1998;

YYAD 8+ Ol pgu o jlass g Jlo p guas 0 58 53 1855

44:270-4.

9. Holmberg BH, Holmgren G, Nelis B, Van Broeckhoven
C, Westerberg B. ChareotMarie-Tooth disease in northern
Sweden: Pedigree analysis and the presence of the
duplication within chromosome Ylpl 1.2. J Med Genet
2004; 31: 435-441.

10. Boerkoel CF, Takashrnia H, Garcia CA, Olney RK,
Johnson J, Berry K, Russo P. Kennedy 5, Teebi AS, Scavina
M, Williams LU, Mancias P. Butler 1J, Krajewski K, Shy
M, Uupski JR. Charcot-Marie-TOoth disease and related
neuropathies: mutation distribution and genotype-phenotype
correlation. Ann Neurol 2002; 51: 190-201.


www.SID.ir

