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2 Families of Charcot-Marie-Tooth Disease

Mun Sung Choi, M.D., Gyum Choi, M.D., Kyu Hyun Park, M.D.
Department of Neurology, Maryknoll Hospital

These are 2 cases report of the Characot-Marie-Tooth disease.

One patient s a 21 year-old female with gait ataxia, foot drop, muscular atrophy in the both feet, pes
cavus and equinovarus.

On family history, her older and younger brothers and young

‘which is rather milder.

On neurologic examination, there were atrophy, high arched feet, and steppage gait.

There d pain, ture and touch sensation, and abs of position and vibration,
and abscence of DTR in lower extremities.

On sensory nerve conduction velocity study, the amplitude of evoked action potential is very low.

On motor NCV, there are markedly i

conduction velocity.
On EMG study, there are denervated potentials at rest and reduced interference pattern at maximal
contraction.

‘The other patient is 62 year-old female with gait disturbance, foot drop, muscular atrophy in the both
feet, pes cavus and equinovarus.

On family history, her father, 2 younger brothers and her 3 nephews showed same degree or rather

mild degree of symptoms and signs.
The findings on physical, ic examination and EMG with NCV study ible with Charcot-
Marie-Tooth disease.
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Fig. 1. Atrophy of Tibialis musiles in the patient
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Fig 2. Xeray findings of the both feet.

AdE 2AAA yotm, 284 2 2vbe} 184) 54
£ A% F4E Rl WA 4L oebe PHEATE

Cogh 6lE R ABARANA BAS A5 A=A

wgw 284 & ook Y9 Aol dFFm &5
e EE 2as PR EFANE 99 Y
24 2 Swbs 4 PR A QP E 44 B
Atk THE A4 B4 ATHAG FeelstE 2
oln #4454 B4 (poly phasicity do] FHlz
HFA AR Yol A E AL BAFo 284
& ot HF Y BN WS FHel @
A5z ZAY s FAZ S N BAFS 2t AN

€397 gsks A5 v EA HHA A
& Holm a5 EHA w24 Y
of &S 84 AL b FF 2FT Y AT
Azl A W4 3R s FAY RS vl
FAA A gelgz AR T2NA LHA A gl
W 54 o, AATEA BAPYel Za= sl
1A JFA39 €49 B GRE B
A4 WA xAB S YA waten YAAA

Table 1. Clinical summary of the families.

case 1

28M  23M

21L,F  18F

Gait disturbance

Abscent ankle jerks

Abscent knee jerks

‘Weakness of dorsiflexion effect
Feet muscle atrophy

Pes cavus.

Decreased superficial sensation
Decreased vibration sense
Autonomic dysfunction
“Tremor of hands
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* (a),(b),(c),(d) at ¢
lower extresities.

horizonta

(a), (b)) : lefc median rerve
(), (o) : loft ulrar reve
Calibracion :

right medisn nerve
right ulnar rerve

raory

=¢
t ulrar sersory

right ulrar sensory

(b}

(a) at rest in left tibialis anterior m.

* (b) minimal contraction
Calibracion :
vercical - 100 uV/idivision
horozon = 10 ssec/division

.

* Calibration
vertical -
horizontal

3. EMG findings of the
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Fig 4. EMG findingsd of 18 year-old younger sister.
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Fig 5. EMG findings of 23 year-old younger brother.
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Fig 6. EMG findings of 28 year-old older brother.

Table 2. Nerve Conduction Studies of the Families in Ulnar n., Median, n., Peroneal n. and Tibial n.

Ulnar nerve Median nerve

right left right left
DL. MCV SNAP DL. MCV SNAP DL. MCV SNAP DL. MCV SNAP

casel M28 92 195 0 94 197 0 100 190 75 80 225 86
M3 30 635 30 32 6.7 31 81 560 30 32 585 30
M2l 110 145 0 180 90 0 100 150 0 150 100 0
F18 115 124 0 1.0 130 0 1.0 140 0 100 140 0

case2 F62 36 464 31 58 45 34 36 50 31 46 428 36
M7 30 559 32 38 60 37 36 555 32 40 56 36
M23 40 54 34 40 53 36 30 50 34 34 53 35
M2l 38 563 36 34 579 30 34 563 36 32 579 32

Peroneal nerve ‘Tibial nerve
right left right left
DL. MCV SNAP DL. MCV SNAP DL. MCV SNAP DL. MCV SNAP

casel M28 166 169 0 150 195 0 200 185 0 192 193 0
M23 62 525 36 51 510 35 7.3 500 35 49 543 37

F21 0 0 0 0 0 0 0 0 0 0 0 0
F18 0 0 6 220 130 0 0 0 0 0 0 0
case2  F62 0 0 0 0 0 0 0 0 0 0 0 0
M27 54 47 34 50 41 36 48 39 36 0 0 86

M23 0 0 0 62 35 0 68 37 36 76 48 36
M21 118 48 41 58 394 41 56 3¢ 42 60 375 42

Motor conduction velocity (MCV) along thr forearm and lower extremities segement is measured in msec and distal latencies
(D.L.) in msec.
The latency of sensory nerve action potentizl (SNAP) is measured in msec.
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Fig 7. Atrophic changes in the patient (case 2)
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Fig 8. Patient’s nephews (case 2) (from left, 21M., 27M.,

23M)
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*(a),(b): left tibialis anterior m.

*(c): right tibialis anterior m.

*Calibration: vertical-100 uV/div.
horizontal-10 msec/div.

*(a),(b).(c): left peroneal nerve
*(d),(€)9): left tibial nerve
*Calibration: vertical-2 mV/div.

horizontal-5 msec/div.

Fig 9. EMG finding of the patient (case 2).

Fig 10. Pedigrees of the families.

(oase 2)

Severely affected by history, physical examination, EMG and NCV.
Moderately affected by history, physical examination, EMG and NCV.

+ Mildly af

cted by history, physical examination, EMG and NCV.

+ Not examined but may be affected by history.

+ No pathologic findings in history, physical examination, EMG and NCV.
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