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Hereditary Neuropathy with Liability to Pressure Palsy
Diagnosed by Molecular Genetic Analysis

Jae-Hwan Byun, M.D.,Won-Young Lee, M.D., Sung-Ick Park, M.D.,
Chang-Seok Ki, M.D.*, Sun-Young Kong, M.D.*
Jong-Won Kim, M.D.*, Sun-Hee Kim, M.D.*

Department of Rehabilitation Medicine, National Police Hospital
Department of Laboratory Medicine, Samsung Medical Center*

We report a patient with Hereditary Neuropathy with Liability to Pressure Palsy (HNPP), which was con-
firmed by PFGE-Southern Blot and FISH. A 24-year old man had been suffering from both upper and
lower extremities’ tingling sense, hypesthesia, pain and weakness during several months. No definite his-
tory of recurrent pressure palsy was taken. A nerve conduction study showed demyleninating sensorimo-
tor polyneuropathy. We analyzed patient’s blood by PFGE-Southern Blot and FISH, which revealed an
abnormal deletion of the PMP-22 gene in the chromosome 17p11.2.
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Table 1. Nerve Conduction Study of Patient

Nerve Stimulation Latency Amplitude Velocity
(msec) (motor:mV; sensory:uV) (m/s)
Motor
Right median wrist/elbow 1620/11.5 13.2/12.6 49.1
ulnar wrist/elbow T 4.00/9.10 10.3/13.9 54.8
Left median wrist/elbow 1630/11.2 11.5/9.30 53.1
ulnar wrist/elbow 1 4.60/9.00 13.2/12.3 634
Right Peroneal ankle/knee 16.80/16.3 10.5/9.30 380
Post.tibial ankle/knee T7.30/16.3 19.0/179 50.2
Left Peroneal ankle/knee 17.00/16.9 7.40/6.10 365
Post.tibial ankle/knee 19.90/18.5 14.3/18.0 523
Sensory
Right median wrist no response
ulnar wrist no response
Left median wrist no response
ulnar wrist no response
Right spf.1 peroneal foot no response
sural foot No response
Left spf.1 peroneal foot no response
sural foot no response

1. spf: superficial

Table 2. Nerve Conduction Study of Patient” s Sister

Nerve Stimulation Latency Amplitude Velocity
(msec) (motor:mV; sensory:uV) (m/s)
Motor
Right median wrist/elbow 16.80/12.1 9.10/9.20 435
ulnar wrist/elbow 3.90/9.10 12.5/13.4 480
Right Peroneal ankle/knee 113.1/249 2.20/2.10 | 28.1]
Post.tibial ankle/knee 18.90/18.8 8.80/9.50 414 |
Left Peroneal ankle/knee 110.1/21.0 2.30/2.40 | 313
Post.tibial ankle/knee 1720/174 12.1/13.3 390 ]
Sensory
Right median wrist 14.40 8.40 |
ulnar wrist T4.80 8.90 |
Right spf.1 peroneal foot 3.90 10.5
sural foot 3.80 18.5
Left spf.1 peroneal foot 340 22.1
sural foot 2.20 194

1. spf: superficial
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Fig.1. Analysis by PFGE-Southern Blot with cosH1 probe to
detect the deletion in HNPP. The patient (Pt) with HNPP shows
novel 300 and 350 Kbp deletion junction fragments in addition
to 200 and 250 Kbp bands. Control individual (Con) shows only
200 and 250 Kbp fragments.(Kbp : kilobase pairs)

1o g dAR 2 ANEE 1.5 Mb 29 F 719
CMTI1A-REP #41% 3hve PMP22 4428 23
i glon, wekx HNPP $ate] giiEe ) )¢
CMT1A-REP 79} 3t 7le] PMP22 #F4AE 714
Al Bt HNPP9 #2 f484 g ojg e o
] 71Ae] 2A8t utE vgd S ol&yH 1
Aot HEAQ A fH13kd Ao ZE highly
polymorphic locus(short tandem repeat marker)
£ Polymerase Chain Reaction(Z¥&E A0
o]t PCRZ 3oz FE3ld 3 Z ygaax
(allele)d] &4& #lshke "%, PFGE-Southern
blot< ©] &34 novel junction fragment® H&st
© Y, a8z AR & YoA FISHE o] &3}
o 24" FHE e Wy Fol k. o] F
PCRZ short tandem repeat(cldt STRZ <k
markerg FE3t] 3 sl diFFARE Fee
e M Egdm, e, Agsit a8y, g}

— 55—



Fig. 2. Analysis by FISH to test the deletion in HNPP. Representative cells for HNPP showing a deletion pattern in (A) interphase

and (B) metaphase cells, in which only one red signal at the PMP22 locus is observed. In contrast, typical cells for control individual

showing a normal pattern in (C) interphase and (ID) metaphase cells, in which two red signals at the PMP22 locus are noticed.
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