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Analysis of clinical phenotype and genetic mutation on one case of hereditary
neuropathy with liability to pressure palsies presenting brachial plexus injury as the
first manifestation

LIU Qing, CHEN Hai, LEI Lin, ZHU Wen-jia, DI Li, LU Yan, WANG Min, WANG Suo-bin, DA Yu-wei
Department of Neurology, Xuanwu Hospital, Capital Medical University, Beijing 100053, China

Corresponding author: CHEN Hai (Email: chenhail 94@sina.com)

[Abstract] Objective To summarize the features of clinical phenotype and genetic mutation of
hereditary neuropathy with liability to pressure palsies (HNPP) presenting brachial plexus injury as the first
manifestation. Methods and Results A 46-year-old male patient showed acute onset. He mainly suffered
from left shoulder discomfort with left upper limb weakness for 2 months. The results of laboratory and
imaging examination were normal, and neuroelectrophysiology showed peripheral nerve injury of limbs,
mainly the upper trunk injury of left brachial plexus. Gene detection showed loss of heterozygosity of
PM P22 gene, therefore the patient was clearly diagnosed as HNPP. He was treated by improving
circulation and nutrition support, and the left upper extremity muscle strength was recovered to normal after
2 months of follow-up. Conclusions HNPP with brachial plexus injury as the first manifestation is rare,
and should be differentiated from hereditary neuralgic amyotrophy (HNA) and inflammatory demyelinating
polyradiculoneuropathy (IDP).
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Figure 2 PMP22 gene detection showed that repeated mutation of PMP22 gene resulted in CMT, and the loss of heterozygosity

of PMP22 gene resulted in HNPP.
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Figure 1 Cervical MRI findings
Sagittal T\WI showed cervical retrograde
degeneration (arrow indicates, Panel la).
Axial T,WI showed left intervertebral

foramen stenosis of Cs; (arrow indicates,
Panel 1b).

17 18 19 20 21 22 23 24

N3RS S URRE A A R A R N BT R
A, VY R 2 S AR 5 S 5 3 RN S AR S A A 3 0
Bk 5 P H A AR R A AR DU R R b 2 A e
LRSI TE T s B Pl 22 BE I RN AR 5 0 5 BRI
K $2 7% PMP22 J [R 2% 45 e 2k 2 7%, B Aff 12 W7 O 3t

bk s gy T J] R ol 25
1ALk T T By S T L 28 0 i e A A

2930 %, IR R B4 T8, 55 Lo b R BOR T .
Meretoja 55 Y 47 95 2 W A AFF 95 R, 35 22 P
#B 435000 A FE 5t 1% 1 i T iy I8k Jw) BBl A 00 i
R R 16/10 J7 K T PM P22 3 [H 8 &2 5748 3 501
JHE B L 25 45 0 1A L (CMT1A %), af g 5 3844 1 TR
71 5 AL T [ b 22 95 8 R AR A2 HL AT B AT R R
Ao HE, B A M G T AL Ve By ek A
P25 R A T 95~ TR A

185 % PR TR 7 B R T L i 28 i IR S 24 3R B0
R Gy itk AR AL B R L TC IR B b 20 B 2 &
o MY AR E R A R, SRR, TRMUE

A2 hr i B AZ Bl R (B SRR R A R B A 1Y
ﬁﬂkrﬁo I by % B2 02 Dy ik R RS A 28, — T
Yh N 70 B8] 352 4% Pk e 7 B IRV TR TR A 22 18 T I
PRAF 5% 27N RS & A B 32 22 8 28 43 51 o HE #f 42
36%  RM 22 28% B N 42 209% (BEAT 22 13%
Sk A R A% A A T DL A7 B R 28 S L XL T T B
A JRuE B g, B B S AT OE H BRI Ok, OR ]
W52 BB WLZE 40 o i R RE AR 5 AR AE 22 T 3% Bl
BTN BATIRAE , 22 4505 [R) — il 22 AT RE 35t B 40
P TIRE B . 2 10% 1 35 15 1 TR T B vk TR R
P22 A8 A B R R UL 4 R AR L DR .
WA, 35t A M e 0 5 Sk ] L b 225 J8 A IR SR Bk

AN B RLRE AR, 4> B TC Ty ER AR 8 R RUp 2 AR
i B 45 A AE(CTS) 75 24 -l ZE A E (GBS) &
) R E S SRR, R AR PR R A A
A WL L) B RN B BRI, o R S
RWIE S A BATIRE {8 I B 1 i s sk R 50 5
KR s, 5 RS TR I SR B R



. 126 - o BEAC M S 24 7 2018 4E 2 JT 45 18 4845 2 1)

Chin J Contemp Neurol Neurosurg, February 2018, Vol. 18, No. 2

I

pRdody

v

=

I:l Normal male, 1F % 54 O Normal female, 1E % 2Pk
B Aciccted male, Bk E @ Aftected female, 41 %
/ Proband, JGilE &

B3 Lk IR ) Sy o T L 2 R R (A
Figure 3 Family diagram of HNPP.
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