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Abstract

Objective: To explore the clinical manifestations, electromyography and genetic characteristics of
charcot-marie-tooth syndrome. Methods: The clinical data, auxiliary examination and treatment
of a case of charcot-marie-tooth syndrome with limb numbness and walking instability as the first
symptom were retrospectively analyzed, and the relevant literature was combined to make a
summary analysis. Results: The patient’s limbs were numb, like acupuncture, aggravated after
walking and could be relieved after rest, light in the morning and heavy in the evening, poor hold-
ing of pen and writing and chopsticks. The symptoms were improved after the treatment of inte-
grated Chinese and Western medicine and rehabilitation training. Conclusion: CMT is a kinesthe-
sia neurological disease with a low clinical incidence and insufficient knowledge of CMT by clini-
cians. Therefore, detailed medical history and comprehensive consideration of clinical data should
be made to reduce misdiagnosis.
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1. 5|

JHEB WLZE4E1IF (Charcot-Marie-Tooth, CMT) X A& 14 58 - Sy R - FEM IGHE, 25 WM NS LR 2 —,
KIRFLIN 17~40/10000 [1]. HiykE #9522 5 Charcot F1 Marie A A 3¢ [E #2295 24 X Tooth T+ 1886 4F
R [2] [3]e CMT EZNFE RERI AT RIE, BUK B L, KRR 2, T R IA DU o
HATHENTE ) B4, TR “ALESRR 7 [4]; M idiTE, Bl 52 SRRALS]: FHE EULH
WES, TRTOET; BRI ESSE0E & DY B0 32400, 50 R 2 v B 2 v R PRz oy S i 12 2
I RIANFRE), BIFTE R T - FES A, WEHEEENAT ) B pEGSE[5] [6]. D 8URH I
BN, WS U 7GR SRR [6]. IUHRIE 1 IHEE ULZESGIE CMTL B )8, IR BERN R .

2. RGBT

B, B, 43%, A BT EAT 10 R4, INE 1 AT 2022407 H 20 HARL” - &
H 10 RAERTICH B IR BURA, REFRIFE, ESIEINE, IKETERE, REESE, kB2 UU%,
TMYhEss, BEEE RN E - ANRER” , SWRh “FAEMERE” , TERME. SCEEH%E
BT . 2018 4F 1 A B WE INE I HIXCF B AT EAFR 2 T “RYIT S — ARER” . 5%
LR E SR DS B e S IR 24, Bt R UIRe i, W BB L. A e
LIS e E AR AR YR AR s 2021 4 10 AR DH “SREAEVUBMAR” & RO BB ek
FLCT + MRI ARS8 JHERR: 2REARGEHE, REE) LEEaTYE, AbijsTE7R
M, BRI G B 1 T E TR RRACRER N, AT 3 3 R A £ Sk 2 Bk, ZE R KB 12
%, BT “JE B WNFRE . BEAE s BEA: @i s st 5 44k, I A sy 180/110 mmHg: X
TGS FORIRA RIAERIE IR AR, K2 30 2 K )s HAQMK @i st s b0 S 2 (W1 1); Kk
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PERTIL R . N B st AR L. DURERRAR, S4FRIRE, 17EWEsEmE, REE]
G, REBEEE, HESFRIERYRAE, LR EUUR. B, Irisel, TMERE, oeiRkE
1, &R, RULFEAFR, TROKH, COAER, LUOKEE, JTCRAME, iR, —(FiH.
VT R B T ) SRR . AR I (BP) 141/89 mmHg (1 mmHg = 0.133 kPa), LRH&GZE: 3R B ILOL
K 2). EREMLELELIE 3), AMENEK e, EMENEsk iEs, EARE XS I £
U 544, A bR 5%, A NG 4 K-, AR ROER -, A bR 52, A B 54,
Fi R 4 -, AN 4 -, SRS, W EMELAE(+), SERE . BUR BRI SR
BOURIE . RTCHFIR. T A4L() 2.85 § mmol/L (IE# 14 3.5~5.5 mmol/L), KEH M. KIgE=1i. &
LR % 16 0. e myk. MR 3T, BTF 3T, JREH. DR ILHE . MEd
AR BB ST, AHERMZ 40 mis, ZCREEAPLE 40 mis, ZENRAHEE 46 mis, A5 MR
244 mis (14 4). BWMELT: SHERHE . ARG H . Bl DY Ji7 22 8 P X Bk P 40 55 (B

IBANL YRS AR, ST YENE, TIONE, BRMFNE): A AMHERR LT WS ek
MR, MRl SUREETAL. B ML, 28 —& Ta L. B =KL, A DU de s A L aT g i

MW E . L. TR R A SRR (ONE K X) % () 5)s 4. DU 2 RIRIEIZ3)

Figure 1. Horseshoe feet of patient, Gradmother

1 BEDINDHE

Figure 2. Bilateral Gastrocnemius muscle atrophy
2. BERMHRAANZE4S
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FT F

Figure 3. Patient, extensor pollicis brevis muscleatrophy
E 3. BETBEMAESR

iBEE S HAL XV BiRmV) | BRER | FEE(mm) | HEms)

1 Vi Rirg I EA B 7.7 9.2 2.4 110 46
JEATF 53 93 2.4 160 67

2 H N i 8.2 93 25 110 44
iy 57 9.1 3.0 183 61

3 | HEEZha ER-FE AT 12.4 0.8 72 290 40
JHE R UL- B 55 14.0 0.8 1.6 65 41

4 H HEE 2 B AL 12.9 0.7 73 290 40
JHE P JUL- Ml 5 14.6 0.8 1.7 70 41

TE: NCV Al KM 247 BT AR CMAP i 9.3, I b - IS N ¥ NCV44, A5 RAMEAT B b ) CMAP
Pl 9.2, Jif b - R AT NCVAG; WUHE A2 % NCV SR IEAIC, BRATERIE K .

Figure 4. Electmyography, EMG
4. ANEBE

i RIRE R UL
P JUL e ] — -

iEAH | A | Ak i R (ms) EIE(uV) SR
1 ARz - + JASIS - 20.8 1 FAIRAR

2 77 FHE R - - - - 312 1 F155
3 HAERTAL - - - - 19.6 1 IR AR
4 LA - . . - 17.4 1 R
5 72 g A AL - - - - 152 1 FIRAH
6 IR A - - - - 20.4 1 TRGHH
7 s Sk AL - - - - 14.5 1 TRAEAH

VT EMG R A HERULER SOIRAS TN BALIE K, WILF4EEi+, EAH++; PR 20.8 ms, JilE 3599 uV;
£ EMG 7R R WL ] WASPEAH 2 B 5

Figure 5. Needle electromyography
5. $HRANERE
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PN, DU, BIRIE N 2021 4F 12 A EFEN(EHER FR AT IS R BEARN BE
2 BEZEE, BEZIR, RIBIHHBURER TR, H2 Ak H GRCh37/hgl9 4E 2 EUk AL
Fto AMEF(Exon) CNV (copynumber variation) i illl 45 4 . HEES% ¢.302 + 130G >A chrl-65349777, HALSE
€.210 + 42G >A chrl-6535480, F:%k c.1A > Gchr2-27545384PMI?, A2 BESE R s (5 Bt Rl s B TR HE
HIMZESESE C BY(AR), HIKFEFIEE/R: MRBMHEE NIZESE 2EE BU(AR). 2022 4 7 F @il
JpBE RS QA V) Rt e 1) ARG RR B O HLBUW MRS 78 70 LRI AR 57 2) BE[R: AIFMI %
AR E: chrX:129299753 #EsEAHME; NM-004208; -IZHFBREIERL c,-123G>C(-), HIm/RMGlfE 7
)s HEEWIZELGIE, XOEP L, AR /NI R T CMTX4 (XLR).

3. #ig

A AR fae, #Roe, REHRNKEEENE, ZRmBERAaRE. Fekit,
Batk Jo X808, W TR WALE b [ rp 32 B 2 e o AR B IR AR [7] 0 AR S Z R AR R A PR AT AN
Fas VURBRRA . 2EHRIRE, 17 EESNEINE, IKEEEME, REKE, RFEST IR RAE, 1T
AR, SR SUUR. B, Wrdol, AERENFBEMWEREL, HEFEEE, NIEEIRUEZ
KRR IS PREI T, LAz Bl 24055 8 3 o % S LR P IR ik RIS AR A tH CMIT L i DL 350 i A
HIGE AT H AN oA 6 B0 56 DR (ALFML) o B2 55T 127 B8 3 1A 5 e St RN P 2 284 % JUL e PR 1 K v B A A T
N CMTL B et ik BV, 8 Re R o, W =y, mTaFrER, &FRiE—P
SR

H kel 80 AFARLISK, BEARNY “HTBERIBAR” , JEId # 2 A  R BE ARG K B CMT S HEAT 4
WA, F/DAG 51 AU R B X 8 SR B E SL T [R5 CMT [8]: H AT CMT E AR 43 24 (8 By
B{[9], E &I 100 ZA AR RAE S CMT BIRAEAF[7] [8] [9] [10], FHrp sk 2 %51 #oms 2[RI 41 & 7E 2009
AR AN F AR R R R . £4, #id 900%[H CMT B iEid LR A 7 8URIER, SR
CMT & A 13 BB B R Wy, RUEZE R IRl , A AR 2 CMT B8 R RBAS Hh
FOREE . THA CMT BiHIEURER, MUF BT & CMT BE Mk thE, AT CMT JiRAL
B, BRI CMT & REUCE R, A i T i it[11].

CMT & Bk R fh, AL )70 28, Bl o R CMT SR RAEH 80 £, A 4 MK RAR
BRI, 432 51 CMTLA BU A1 BE R 8 (1 22 JE[RI(PM22). 512 CMT1B (86 & 1 Z 3L K (MPZ)
gl CMTX [IEEBLER R [ 32 JE M (x32) F1 5] 42 CMT2A IR AR &8 1 2 ZEK(MFN2), X PYFhE A
5 RAFFTE CMT 19 90% LA 1[12] [13] [14]. CMTL 28¢5 UL CMT 287, £ CMT (1 2/3 [12],
ok PR, AN AIAE X et iiistfl . e s A BRI A Bl b 246 S B FRAR (IE P A & 1 S0
£ < 38 mis). FHENEELCR AP E AL B ER RS R T 4R, AR PRk FEE . i CMTIA
5 CMTL () 67%, 5T 257 CMT K 36% [13], CMTI1A Bl o i, 28 15 MH £ 47, 30%
MBETE T I AT BE R A AR I, IR R e 2 . IR, s 2. Bk, mki
1%, CMTIB /& MPZ ZENRA 52K, 5 CMT [ 8.5%, CMTIB R EF @A HMEI.: —F
R, RIACE, FEP IR, M t FHEA ™ EES. 5 —Me R b, IRRRIME S,
Hop AL P B IR H [14]. CMTLB AU A KR 13U CMT (Wil REIAL, AT g2 S f FL AT
W R AE LI

CMTX & X FEBUSAL A SCE, 5 CMT &3 10% [15]. #& GIBL HE[H I 5 e H 4Rk F 4 A
#H, WWT CMT2 1 CMT4 B, E5% 2 NI RISHL 722, S AERRE . KRR, 23 B AL
Wio WAHZMEREI, BWE. WFEERG. U RS, BREERIRALZ R, HAHEDL
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R AL, ADHC R AR R AL Gl T MR R K NI s ek Sl EAE 25~45 mfs, ik
O IE &A% S FEAE 35 mis BA 1[16].

CMT2 2 etk i Mk 35 A% , L BRE R BRI, M 4% 3 RS B B 1R 3 o CMT2A
B L, 200 CMT2 1) 10%~30% [17], CMT2A & T MFN2 JEH A8 51 i iy, A FifiRi[18], —
Rl A, WHAE 10 B 200, SR E, XA 80%, AR AR, I ERIE 10~50 £, IEIK
RAVZBP R . FIIER Y MFN2 AT B 51 A 245, 5 AMZ A AT DU Skl MRI 53 B0 41
RFRI[19].

CMT 2R, Has Wi £ 2@ IR ARRIL . SO s S A B AT W00, FlE i JUL 5 A sl 2 DR A
2. ASCHIZEFHWERNT RGBS CMT & ILME0RER, HZEeaeH LT RRE: 1) THER0E
(12 BB AR B I 2K Z 00 DNA BEAR SRS A5 (g e L G L, 7B /N R S SZ PR 2) 5 8R40 oy
fIAEEER, HREFEELMETS, TR/ ENEEE T st e R, AN FELE &SN
B A F BT RS SE g N E T B2 R . 3) &R TIHARE B IR 5 AT Cn3E R, —LX
) SRR AN T RE 5 R SR B TR & CG HIIX S i T+ PCR Wi & R BN R [20], 4) WlRERZE—
ANRIE N & FRAZEE B R AL R A 5, AR P R AR k. 5) IRIKEFd—D
() 2T AL W

T, CMT BARITAET “HOLZS” , MERFRBORIT 2. CMT JRIT I FARGST . FENAIT. 24
YIRIT B RS GRAE G2 0 i3k e e iR T e . RSB 98 R B AL, RERIT B R 1RE. T
MR BXAERITSE. X T RIKNE I FHME L&, oTUUHE S IESR P&, 5 EA
PR AR 2 5 D 1) 2 AR T B, W T ARIGST . WA A RPN AT R LA IER S L[21]. A
FLR W 59%~96%(1) CMT & 2> tH M B & EyRR, Hoh R EERIAENE T H(70%), a5 (53%), #
KT(50%), FHIRE(46%), fEH(44%)FFH(7%). L3108 H SRR VEZIRARUR, X002 M 7408 o ML
29, =IRPUINAR S SR BUROIN 259097 RO, BRI T RE X IX SRR 2 [22]. BRI S TR
KERWFR EEEDE PMP22. GIBL. MP2 il MFN2 b, 447 BB S256 T LLIER .

BIR CMT HET & A TTARIE IR, (HEXPREIRST AT % CMT B A I E M ARIE, ZFh2ixt
CMT TEH RIS AR TT CMT S48 7 2 AR .

gr bATiE, WX AR GIRGE, AETIREZ NN, AEIKEARES . CMT £2—FF 11
WAL, NI RAS Ay, EAEFRME, AEE: X CMT 82, BN SR UL Tl e oA R
FEFEL);: 24 N1k, BTG MZWIRTT, B CMT 2GR S KI5k AT, AETEAR
AWK CMT B3 sk — MR HE K .
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