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MAES

AT ALEL TR,
ZRELTOWLERZR S0,

Nize THTEXD,

A0 HENE. FRENSEICBLINERES 2 —O/F— OB T2 I NE TCOFRETIEHE
B TH o720, QEESERET TWEI1 707 L1EERNT Bt a—o/F—,
FEIZ Charcot-Marie-Tooth disease (CMT)5 & USRAHHERE 2 5 /NMNRFREIC BT, BE TR
ISBIETFEMDOL AT LEWMEGER L. TOREEZHESNITEI L TH D, Hx DHFE L DNA
F v TR DMLY, CMT SEFICEROBEREB LUFHAOBETFRENFRE SN/, CMT &
TFEWTF v I L 2B ETFRNNL. EROT—YHITLE, BRHUEO Ot As%EL. RED
25 FlZBA BT ED, ZROEFROBBLEOHENHRE TE /2.
RIFFH 2 —ONF—OFEE U T, BEREEREEMEARMER (CIDP) O IVIg BkiCHd 3 Kbt
BARERERZB T 707 VA BT E{T/ao /2. TORR.
HBEIZHT D responder FE T non-responder B & L. L0 B < OEEBEERETORELLIRD S
responder TIE K D BEORBEEFTIEEES L THWAWREMENIEZ /.

Fisher JEMEFEFS)IX. BAARREL - 538 - BERAT L% 3 EMEL., HLGQIb Nk G T AR E 2 —
ONF—TH DA, BREREZND FS OREHEEEOEQEEPHIFHICDNWTHLMI LU,

WAATEE
MPER  AEBEAEASRELRIER
Het

R TERLERRE  FNEL

A. HFREW
BRADBEFRU-BEEZ 2 —0/NF—28 DNA ¥
A 7AF7LAF v T2BNT, B2 —O/F
—DZW. DTEFOFE. BFBLUFHFRERE
HEFOFREEHET,

G 2 —O/NNF—OREZHASNIT S0,
RS TR, SRR, ARSI Y o—F
L. 2 BEREERTICOWTRETT 5.

B. Xt& - Stk

pOE

VR B KA AHENEL AT BERFMHENEL ZUERAT
MERHRENFHI BTG S . 2FlIBNT,
AT F—ALR A2 e,

1. Bizff=a—0/)NF— CMTI, CMT2, DSS
(Dejerine-Sottas CHN (congenital
hypomyelinating neuropathy). Giant axonal neuropathy
N RFRIE 7% & R IEIR 2 FF D B D(SCAN,

syndrome)

AOA1, AOA2), FAP
2. BAME— 2 —ONF— (FiHBAIC L S)
3. g — s —0/SF— (CIDP. FS)

Hik
DNA ChipiZ & 2t D feift. & 5%

t h DNA 2k E LT, PCRESIEL ., fERRL /-
CMT BnFlFy 7ERIGER. 1707 L1
AT LT 5. FIRAORKERTREITI.
BT, 7 A—0 T AREBOREERAD
TesHd NIRRT EIT D, Fiz. SEFICHE
20, BREMFENENAZ 7.

CIDP O IVIg DR FEHEDRE R T DIFE

IVIg responder (R) 4 #1& non-responder (NR) 3
ISR, BRASEAMNS RNA i, 1E5% cDNA &
RETVWY1 2707 L (Human Genome U133 Plus
2.0 Array, Affymetrix®) 12 CERTFHIR 2 BRI HE
#rlrz.
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CMT 27 L1 EBRIZBWT, PCR DATFv S
DOERLEITVY, 586 O PCR RG% 26 ADF 21—
TTHIET 2 Z EMRIREE AR D, BAEAIE ) TRIER
IR EN/7. Multiplex PCR 23 A USELL.
ERIIZIZ, 2 HT8 7 L1 £ THEITRIEEE /25T
nha,

BEETHS5H (a2 ho—I50 &858 7L
A EBHTON, CMT EBITIE. PRX, MFN2, MPZ,
GJBL, DNM2 72 &12. AOA2 #Tl3, SETX \ZiRAIR
EOHSRI Nz, FHEREETICHEENR DN
S>THY, FRERERTOREEZTRL, ERD
HERZTo TS, BEHEFIORINICED, BER
ZEDHEENHSMNII2> TE .

SETX RE D AOA2 1IZDWTIE., L WEEFERREE
iR S 37z,

CIDP ~DIEEER i T fold change>2 Of=TFEE
DYEREREMT (gene ontology analysis) ZHEfTL72& 2
5. responder F TIIFETHIEENE (p<0.05) %&FRY
HEE FIEIERAN XA, MRS BT 2%
EEERATE) YRSz, —7. non-responder
BTt B 2 DIBsEN RIIB S -
7.

FS EEGHER 2 5% HAC RN L. REEEDH S
REF (H B E720WEBT (NS #) O 2 BHIZHT,
HRMGEREDE/INT A—F —IZTDNWTHE L=,
BEEISENEN - EEMR R ERTE - BAER - F
WERHCEEL T, M TEEZRD RNz, TD
—7 T, HEE MR QR RIS S B A(SNAP)IL H
THEIE LTV

D. % %

Fx OFETIE. 2ESKFARROBREARIOA
beEFE DS 5. B o —0/SF—0BFERIIN
10%% 5%, HRIWEENRE EHREDOHDBH LB,
F /2. Charcot-Marie-ToothJFEERNE DD Z DD
MROEBROBLEEZIT TS, INHDEREBOE
#. Fik EROHSMNRAEIIERTHD. 0
T3, TORFNEFIZEELRFEREREL. &5
Wizt #EZzESTHOT, BRO—XICHERT
5HDEEZHN5,

Bx D107 LA Fy T K SERTFHERL

BETFREEZFHND XL b R 2 RN E
', BEIBIHEZOORAI ) =2 FOERIIIEER
DOFETIE 150 FAMNEHD%E, #65 FHICE
TERTEZ. 7T—YDELEL., SEOENDE
ICKD., BRTHEHOEE SRBENSKESHRS
HOEELNS, a0V bHEEL. WHILE
O HREIZ 2> TE, T, FHFROBHERE
FIZDOWTH, 22 OB I AT AS
SOF o AERNROM-THED, 9%, HiR
O CMT DEROFESLNHHFE NS,

CIDP OHFE T, SEOERZTIIEIZT 2T
SRS RAEMI DB LT A 2 A TR, Dk
AT responder TV EEDRBEHFHES LT
5 EEZ 5. non-responder TIEZNLSNDHEFH
FERICBES L TV B HJREEAVRIE S 317z,

BEMREHENIL. BEETZ23E05 FS TF
BIETLTHY, BREMRGHAEHBEDE
EEERBLEBDEZEZ 515, D SNAP DIf
T3, SNAP DEIRFREMDREREN G, Ac FHEDOER
SRR S e B BT R & & S ek
U TWA afREMED HERI S 172,

E. #
1.Charcot-Marie-Tooth f§ D2k DNA Chip Fv 7/
i3, BRFEMICER TH o7, AROBETH
NS MR DDH S5,
2. CIDP O IVIg responder {2138 D Gy OB
ENVEESL. Sk TOREMANEETH
=
3. FS OBEHFETH LIS SNAP DT DA< &
H—Ed, BRMRORBEELStERBRL TS
u[REMEDIH B EE X STz,
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REFERANERME (EEEFRR

BFEER

DETFREREE

Charcot-Marie-Tooth WO~ 7107 L1 DNA Fv ST KX BBILTFLK

MRAEE AR 8

BRERFRFRIEEFR OV 8%

MiEEE

7T bEE S N/,

AWRO B, BERNSRICB LB 2 — O/ F— OB T2 NETOFETIEE
HNEETH oM, BEDESERT TSI 707 L1 HEilvERWT, BRED o —o/F—,
FIZ Charcot-Marie-Tooth disease (CMT)¥ L IR HFEREE
SCANDIZBNWT, mETHRENLBRTIMOI AT LAEEBE. BRAL, TOREZHESNCT
S5ZETHD. IHIZ. CMT DFHRELRMERZBHSMNIT S,

Bx ORFE L/ DNA Fv ST K BMFIZE D, CMT EFICEEOMEREB L OEFBEOERTR
WIFEEIN/z. CMT BIzFEWF Y NCX 5. BirFEENL. EBROT—FEITNE, ERYHE

DT AEREL, REVATLAELUTIETER LUz,
VA — 7 T AFEIEL, AAMEFATBNWTHSMNIEF TH 7%,
Wiz D, ZABOEFIDOBBLZTORENRER TEZ., —H, BinTF2loREFAHE <, TNSIE
BIORROBRIVREETHD, 510, REBETEBIFRERT ) L—7 TP —IC L5845

S /NKKFAEAOAL.  AOA2,

KRB TFEMIBNnW T 707
425 HlZkEZ 5

A. BEEE®

BEEZ 2 —0/8F —(F¥IZ Charcot-Marie-  Tooth
disease; CMT) ., FRFEE TH2< &b 30 DERAZ
FRIEHINTED, TOBRETFEROZIICL
0, EMBLTEWEREL OB Z L3R
HTHo. Brd, BFERERESEZRITTNS
RAZAT7 LA —T TR0, —E
WEROBRTEBHL DD ATLEZRETSZ
EMMAREE R TE. I THRAI Li&'@"\
TOCMT DELFEEZZHL S 2B T2

W T EREL., BRTREI AT LD ZEITD,
o, FRICEROBE#BRETICOWTHEBRTFT
v TICHERL, FILWEREETORRZHIT,

B. X& - Hik

POFS

BeRESREMHENEL A BN AT
MERBRNBHIBW TR S Nz, 21BN T,
A2T4—LR a2ty bEFZ,

1. B2 —0/%F— CMTI., CMT2, DSS
(Dejerine-Sottas  syndrome) . CHN  (congenital
hypomyelinating neuropathy), Giant axonal neuropathy
RN S ST Ak 53 GUACT 2 Vs )
HD(SCAN1, AOA1, AOA2), FAP/RE,

2. D o —oONTF— (FiCHERIC L)

Hik

A7 4—LR-at FEEZ CMT B3 425
#l. 2> ho—)) 50 #l. CMTIA(PMP22 DEEH])
IOWTIMRBEZEDERE TH S PMP22 DEEF
€ FISH BZEZ1T, FOREFAIZBNTOR, &
BFF v T 2BEET o /. HICERTEER
BT 570w 200 iEFI % AV, FEREETH
BEIZDWTHHASMIL.

CMT DOZ¥IBFETNTNOHBERREIB LN
BREIC LD 2EN, BRESEIKETHERTO
BREERERUORERL D EE I N2BEERAE
H &I, CMT1, CMT2, CMT4, CMTX., Z0
B L7z, BRAEEFNB LB REELED
UTDLITHD, EPFHREEREICBWTEES
PRI EEEMCV)3S/BPEL T D 6 D 2 B HE R,
3BmAP L D BNHDEERE, EAPFERNT 38/
BEXE-NEMRERET A HOEZPHIBEL, Kbk
MZBNWTERBEELEOD D%E CMTL, HHHER
ERDOHD%E CMT4, BIREERE CMT2. X §
PR BEDNS HD%E CMTX S5 7. 81k
FRE. F—FRRNOERNIFRE DA% RRIZ



BEEZTO /. MBBEEHICBWT, BT
BT BRFEFICEEFAN T IIREFRBALD,
REEREICHEL Tk#EE LV EL TREEZR
868! CMT 1ZBE L Tid FISH i5 T PMP22 BIZTO
EEXIRESBNBEMRL. R - PR -
Z ORI B U TIERE 200 FESIIC CMT BIG T
Wi~ 707 L1 DNA Fv TR ERETL.
2006 FERFATHREINTW R 27 BERFELT
PMP22, myelin protein zero (MPZ), gap junction
protein beta 1 (GJBI) .
(EGR2) , periaxin (PRX) . lipopolysaccharide-induced
INF factor (LITAF) ,
(NEFL) . ganglioside-induced differentiation associated
protein 1 (GDAPI), myotubularin related protein 2
(MTMR2). SH3 domain and tetratricopeptide (SH3TC2),
SET binding factor 2 (SBF2).
regulated 1 (NDRGI),  mitofusin 2 (MFN2) .
rab-protein 7 (RAB7),  glycyl-tRNA synthetase (GARS).
heat shock 27kDa protein 1 (HSPB1), heat shock 22kDa
protein 8 (HSPB8), lamin A/C (LMNA),
(DNM2), tyrosyl-tRNA synthetase (YARS), aprataxin
(APTX) senataxin  (SETX) tyrosyl-DNA
phosphodiesterase 1 (TDP1),  desert hedgehog (DHH),
gigaxonin 1 (GANI), K-Cl cotransporter family 3
(KCC3) EFHRRRERTFREHEEEZ 5NDS 108K
FEEB L CMI-Y1 207 A DNA Fuv 7%
FHYA 2 Uiz, £T® DNA EFliZ NCBIGenBank
XDEIALE, 12707 LA DNA Fv /i
Affymetrix #£%! GeneChip® (100K array) 2/ L7z,
BEMEL DM L7z DNA I Fy FicE#EL 72
37 BIRTOEILY Y > 586 20D PCR THIEL 7=,
586 2D PCR 3 32 #}&IL QIAGEN® Multiplex PCR
Kit THEIEL 7. g /- DNA I3ER N Z L TR
B ebrFzE U724, DNase | THIR{L L7z, Fu 7/
CTFHA LB T O —T EHEET kA
DNA DT HIVEHERT BT EFF ALHA
MR TED U HRTI NV EMT, EAF—T
> T hybridization L7z, hybridization . 7’'0—7&
#Ba U7z DNA 2RE LG LIZER. Ty TE/HR
Fr F T TFINETRABRD AL AFY 2T
Ui T FIEHRIIERERLEY 7 kb GCOS

early growth response 2

neurofilament light polypeptide

N-myc downstream

dynamin 2

10

(GeneChip® Operating Software) THLEE L, BRMETY
7 b GSEQ (GeneChip® Sequence Analysis Software) T
T L7z, DNA F v T L DR E /-85 T
B3, BT Sanger k2 — U T AT KD D
FHEEHR LU, BRIN/ BT REEIITRERR
0 k& DR E %1577 1 T segregation % {1 L THE
& L7z,

(RENER) FHRIIERFL N/ LERZE
R B fMEERR TREBI I,

C. R

BEES 2 —ONF—2EFy IR SEETA
g)—=7

CMT 27 L1 ERICBNT, PCR DAT Y
DERELETVY. 586 O PCR % 26 ADQF 2.—
TTHIET A Z EAAIRES /2D, SRR TRIER
IZfE#E{b S 172, Multiplex PCR 238 A U HiE{k L
EBRMIZIE. 2 BT8 7 LA £ THfTAlREE 2> T
o,

BEXZT4S5H Q> ba—)LS0EEL) OT7 L
A EBMTHI. CMT SEFITIX. PRX. MFN2, MPZ,
GJBI, DNM2 /Z&12. AOA2 HITH SETX \ZIRtY
RENVHR I Nz FHRERERTICHEENED
o THY, FREREGRTFOREEZTNS, £R
OHRZIT->TWS, B THEZENTS-0E
%t 200 ERIE AV, ARG FHREICDWTHE
57z,

BIZTREDEKEOD H - 72 200 HlOHHENT, CMT1
7% 47 $l(23.5%). CMT2 A% 71 $1(35.5%). CMTX %%
17 B(8.5%). CMT4 7% 11 B(5.5%). ZDAAEF] 54
Bl(27%) ThH o7z, TOMAEFT. BERKEEFHH L
VIEEERANZ CMT 23 E TEIRWERNE 1.
B/ NINETEESCDIZ CMT 2 &6F L 725EH 7 #1.
BEMEREE— 2 —0/3F—HNPPYES 5 #.
FEEERIZRELIEALS)ERVVER 4 #1l, R@iEHitE
PBYESEE R BETE 2 TR SR A(CIDP)IES] 4 1. &
EHBEEM = 2 — 0/ SF—HSNYEF] 2 Fil. BEintk
EEEREN = 2 —0/8F—V BIHMSN-VEH] 2
#. Dejerine-Sottas AEBEEF(DSSYAEH 2 #il. congenital
hypomyelinating neuropathy (CHN) #E#1 1 #l, /XT3
F T EHHER | Hl. HEEREE 26 BITH o7z,
ALS 58\ 4 B3, EATEEI— o — O AERAEN R
RETHIREITBRR A E, BRI
ALS BBWTH D, BEMED 2 — /N F—OufREHEN



BE TEIah o I27207F DRERICE D7z,

KHEF 200 FiP 34 61 17% CTREELZTEFET
E/z. CMT LAV DERRIERE 2T 5 54 flE DTN
72 146 BliZHBNTIL, 28 B (19%) DIEFIZERT
EREMR LIz, CMTI Tid 47 FlF 9 Fl(19%) TE
HERD=, MPZ BEMN 6 HlERH%<. GBI,
NEFL, SETX OERZZITI 1 #1708 Dk,
CMT4 Tl 11 #9 3 $lQ27%) TERZ ROz, PRX
KR 24| SBF2 BR1HFITH o7,

CMT2 Tid 71 Fil5 10 Hil(14%)ICEREEBD, MFN2
TEN 8 FERBEN O, TOM, SETX ER 1
#l. GBI ZR 1 HINRD 5Nz, CMTX 1317 fil
6 FI(35%)WZ GJBI B FDRERKRUREKDEE %
RWiz. TOMIEFTIIFR/NMNEEIHEEZSBFL -
CMT JERINZ SETX R % 2 HilF88 72 . HMSN-V fEH
T MFEN2 BR% 1 BRIz, HBEAREESDHIC
SETX BR% 1 BlgsdT=. e RKEOEHEE
B9 2/NEH ALS ER, HERIETIYE CIDP R
BRAEHEOCBEN 2 BRMICMBDE S v >
2B MR TR D= DERRIIIC CMT 2%ebiz
SEB/S E TIIAREFETERN D /2,

D. & %

BIBERI CMT O RZ AR CMT RREBELRTF &L
TRHZ PMP22 OEBEDRVWEFIIREE L 7z
B, KBIZERE(CMT2)AY 71 H(35.5%) & HZ
27z, Szigeti HIZX 5 EEFE CMT ORERELT
MFN2 EEBRBHEZNEINTHBD, XETH
MFN2 BEPR DL NWEIHR SN2, MFN2 B
FREIZ HMSN-V EEZ SNEFIZBNTHR
DHENTHY, £ OM2 ICBWTIEMFN2 ER
% RDTEFIDOFIEEENT 1RO 5 SRS S IBIA .
ABE%I CMT |3 PMP22 DEMEIZ L 5 CMTIA B AR
R CMT O 70%T. GJBI ZREHIHKI10%. MPZE
B s ERESINTNS, LHL. SEIOHL
DT TIIMPZER 6 BT GIBI ZEM 1 Fi| &
SN MPZERNEL . PMP22 BEUSIOBIEER!
CMT DOFERGERTFOBEIIAH LK E TIIER
D TWe, PRX IIHMBEEARD CMT4 IZBNWT,
2L B2 5RRD 2EFICA—DERERD, FF
T, ZONTOEEHERDILN - TOSAEEHEN

11

H 5. FEE CMT TIHEEREG & B0 G/BI BEN &
bH%<. TOMDEBELTEEZRIL TSN o7,
¥7-. GBI ZRIBKAEBENKOERLREAT
CMT1 % CMT2 LS Nz B TNEN 1 4
TOEFENTWED, RARAEOREORKENER
DND, WTRUILTH, BRBLUVEIEH S
B2 CMT1 H 2 WA CMT2 TREFREH EZE S 5
GO DN ET GBI BRIZK BEANEE
N5, SETX &G 2 — 0/ SF— /N2
&0F 3 % ataxia-ocular apraxia-2 (AOA2)% autosomal
dominant form of juvenile amyotrophic lateral sclerosis
(ALSHDFEREL T E L TASNTNAD, FifE
BEEEAHFT D201, BA D DNA Fv T
W7z, SETX £BRIT, BREHEPNRVEERER
T CMTI1 % CMT2 E BRI NBHFIC 1 HITD. &
BAREREIC 1 PR THD., INETHEERHAE
INTWz CMT EAOHITEENTNDAREEN
b,

BxOFHA L7z CMT Bin Tk~ r07
LA DNA Fv 7&EMTHET. E0HATHA
D CMT HBEMAZ ) —= > FhNalkedizoi- &%
25, VEBRIDAZ Y —Z2 7 \CET ZERIRE
T2H&ERS, MAT, A METIEHEE L7~ DNA
£T% Sanger ETI— VI ALEBREEHEL
TH25 57D 1 TH O BREMICERBIRERIA &
73577, multiple PCR AT LDBEAIZLD 586 4
DTFA<—tw MZXd % PCR DIEEICETS
HHLEFTE, K. 2k FHOLTIZBW
TAUw MIKkEWN, —F, BHINZERORHEN
BRIIOWTILEMORAVNNETH D, FHOE
BOBE. FIRED segregation 1IFITHETH D,

— AT SEO<A 717 LA DNAF v 73,
Wi b, HAZR, REZR, VE— NS, =
ZRIZBELTIIBENRETHS. L UERKR
ERREICEALTIE. FEEEERTHIUIRES S
DT FININHET 570, BRHTIETH S, FEBE
WAL 1FICBNT X REEETH 5 BIHES
T GJBI BITFDOREERDz, £z, BHL/-E
BEFUNTHHZE LNWERERTFRRA I NFT
TWBHL DNA Fv NI—EHIET 5 LB HITIET
YA DEBENTERN D, FiiCRRBRTEE



I 2GEEIITFY ST TR0 ELREL,
FZI TN EF v TEFNE UiziFiudin Sz,
¥z, BREFEHOBERIITH TR, FLWLER
HIWBETH 5. BAOTHA VURIZHHRER
TREREINTHD, SEOFEX D DNA Fv I T
RAEGICEL T, FRBRTF R ZRZOERZE
#HLU7ZH DNA Fv T OTHA 0, Ky ) A
= L2 ABRDBATL EDRMEANDEA HIFH
IHRETHAD.

WTHZLTH, AREIAT AL DERESN
TIEBIDRETEED H T ET, FHD CMT OBH
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