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Charcot-Marie-Tooth % (CMT) (&b - & bHHEDEVEIE
Moz —uXF—ThH, ZhFTIZ80 ULDFREEET
MAHEES N T2 V. MORC2 512 X % CMT2Z 1% 2016 4F
WO THE SN T25 2, RT3 RRVME ST
%3 KRIFTIE 2017 4F12 13 B case series DSHE S LT
Y FHANIZHTH L L S, KWIRRE S LA/
JAR SR BRI O A 010, FRETER 246 (spinal muscular
atrophy, PLT SMA & W&RE) FGE 72 & o#tinsd 5 297,
ARIFTIIW & 72 D MORC2 S87L 2 $1d CMT2Z OH T b EAE
Bt A L D EE b, FRICHEEN, MENICERREEEL? D
72 WA ICIE SMA L OERIAEEIC R L. AR
W2 SMA & Zl ST 7z MORC2 S87L 2858412 X 5 CMT2Z
FEG] % #XBR L 72D T T 5.

E Bl

FEBY 33 7k, HE

EFR BT

BEARIE - RIEHE - FRtFH 2 L. 3 AR OKRT T, B
BLOVEERL L. TOMOMFRIERER <, B
e\,

BURIEE © A IR o 7295, 8 o BIESIR I256E
DOENFIRFE SN, FHIETIC L D IEEESE O E Vb
FTThHosz. DBRNEMIIMRT, B SRerIC X
D, B RO R B TAR LT\ 5 ERICEIE T
SMA & #ZWi S 725, SMNI #nT132 a¥—LHESNT
W7z, SMNI B T-M/INERKREHRARIZL S SMA O
P EBEN, X Rty OFSGHE N T4R %2 B2
ZL7-.

ABERFEUE © &% 143 cm, 1K 39 kg, IfLE 111/77 mmHg,
k31 92/%7, 1A 36.9°C, SpO, 98%. —f% Er A 12 Fw %
RO odz, EEREHE, KB X OMRBICIEMER L. K
MR 2 L. S OMFRIMET L, M2 % 780,
FIEGEALE MMT3, 2 OO 1E MMT1~2 CTdh - 72, Uil
FLITEETH 505, BENER T TOHEIRTREZZ 7. MU
i ST e, IR BCRRETE 72 5 72 HEI 2 R E 1350
I, BB L ORI B BEKREE, TR, BB K
W, IS ERD R, WO RIKT %2580 %5572, Rydel-
Seiffer & XA 2 7AX A 720570 { SE— B REE A 2B EET 6,
JEBEI T 7, KOS MmE e, FiEB X ORI 8 TH o7z,
FHEB L ORI O BEI I Rz I Tz, BA R S 3R
Doz, MEHRAETIE, ME, FHERE Bise FIRE
BREICEE 2O Loz, KMAREERE (nerve
conduction study, LT NCS & W&i) Ti&, PUB O &G

*Corresponding author: FLIRERI K Mit#EANEL (T 060-8543 ALMRETTH JLIX R 1 474 16 T H)

D AL B R A A AR
D ALIREE R R A B AR R
RE AT PNE S R 2 P e SR R g

(Received September 5, 2020; Accepted December 5, 2020; Published online in J-STAGE on March 25, 2021)

doi: 10.5692/clinicalneurol.cn-001542



MORC2 S87L %4212 & % Charcot-Marie-Tooth ¥ 2Z %l 1 ] 61 : 263

Table 1

Motor nerve conduction study

Results of nerve conduction study.

Nerve DL (ms) CMAP amplitude (mV) CV (m/s)
Lt. median 3.6 0.4/0.3/0.3 47/53
Lt. ulnar 2.3 0.2/0.2/0.2/0.2 42/33/66
Lt. tibial NE

Rt. median 6.0 0.1/0.1 40
Rt. ulnar NE

Rt. tibial NE

Sensory nerve conduction study

Nerve DL (ms) SNAP amplitude (V) CV (m/s)
Lt. median NE

Lt. ulnar NE

Lt. sural NE

Rt. median NE

Rt. ulnar NE

Rt. sural NE

CMAP; compound muscle action potential, CV; conduction verocity, DL; distal latency,
NE; not evoked, SNAP; sensory nerve action potential

MORC2: NM_001303256: ¢.C260T: p.S87L

P
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Fig. 1
The sequence trace shows heterozygous c¢.260C>T, p.S87L
mutation in the MORC2 gene.

Sequence analysis of the patient.

B &7 (compound muscle action potential, LM CMAP & W%
Ft) OIRMEDOE LR T %520, EEMIIGENER (sensory
nerve action potential, PLF SNAP & B&iE) (HEHAFETH -
7z (Table 1). SMHTEMTIE, L2 =MAMHB L0 L=
GH 2 B SRR R AL 2 RO 7o, WA T, BHER
MRI T ORZEM & RBo 7205, HEOEFZLERRD b
Zirode. BRIREEHE, BRPTR B & OYNCS O R, 5 CMT
T E L TRRAIZ X > T MORC2 S87TL A H#12 X 5 CMT2Z
L L7z (Fig. 1).

z =B

CMT iZb o & b HEOBVEMRE=2 —a /8T —Th D
A, MORC2 755212 X A CMT2Z 13 2016 4F 2[5 S 7z i
HLWERTH S 2. MORC2 DHEREIZD W TIEIBEA ¥
LB, BAMBEOEEHIECBIZE Y, MigobE<e
BAEICHG 3 2% ArgBP2 OB | ¢ O fh, epigenetic
silencing |[ZBI5- L T3 0 LEZ 5NTwh. ZNF T
RT3 RROWMEDH N 2, K513 2017 412 13 Bl
case series 23t X4, HAAD CMT2 #II2 B 5 MORC2
BEOBEEL 2.7% L, MFN2 ZERIZOWTE o729, 13
Bl 5 11 FHIABIFRIREE M CMT Td D, de novo 2552
MHEHZ O TH D, RN HEREL LT 5
A5, FIUM L L CTld SMA BB, HEMREEBRE /NN I,
MR % AR 5 2 2 b D 99, ARBII/NEIHIC SMA
WS NIzAS, SMNI #f=T 12 a¥—fFAE L7z M2
S HRAEIRB X OB RT /L2 S 1R R EDH S 2 &1
S 2 %o 72H, Rydel-Seiffer X A3 713 EHT6 &, 4
W L TR T 27”0 L 72, NCS Tl ik i & B E Sk
Hoa—unXF—=Th ), NEEEDOHES S CMT % 5
VIR MAER TR E - 7

KBITH 572 MORC2 S8TL AL TN E TIZ23k, 3K
RTHE SN TWD 27 95, RIECTERTH L. BIREIT
TIND denovo BETH ), Hf%6~9 7 HIZHIIKT THRIAE
L, CMT2Z I2BVTd - & b EJER SMA BROEHM A & %
EEbNTWD YD, Sancho & L% BAHE D % \» S8TL &
R252W 2B\ T invitro THIFLOIEERE 2R L, X0 HIE
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A case of Charcot-Marie-Tooth disease type 2Z caused
by MORC2 S87L mutation mimicking spinal muscular atrophy

Daisuke Yamamoto, M.D., Ph.D.”, Ryosuke Oda, M.D.", Shin Hisahara, M.D., Ph.D.",
Aki Ishikawa, M.D., Ph.D.?, Tomoo Ogi, Ph.D.? and Shun Shimohama, M.D., Ph.D.”
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A 33-year-old man with an unremarkable family history has had limb muscle weakness, joint contracture and

skeleton deformation from early childhood. He was diagnosed with spinal muscular atrophy (SMA) by a pediatrician. He

needed assistance and used orthoses in his daily life. There was no subjective sensory disturbance. However, physical

examination showed slight sensory impairment, and nerve conduction study indicated sensory motor axonal neuropathy.
This finding suggested Charcot-Marie-Tooth disease (CMT). Gene analysis detected MORC2 S87L mutation, leading to
a diagnosis of CMT type 2Z. Patients with MORC2 S87L mutation are known to exhibit a severe phenotype, and may
mimic SMA. It is important to demonstrate subclinical sensory neuropathy in patients with MORC2 S87L mutation

mimicking SMA.
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