BERERKFZR 2024 £55 49 5 5 #5 (Journal of Chongging Medical University 2024.Vol.49 No.5 )

— 621 —

oot 003 A 2 2 25870 %5 Wi (¥ 397

DOI:10.13406/j.cnki.cyxb.003499

A5k 1132 B h & A DR I BURE 1 i) 412 i

KO

SIS ST IR T AR p Y

(1 ZBERREE—M B ER M E R, AT 230022;2. 2280 P BE 25 KM 2R AU T 2 R, &8 230022)

Glycogen storage disease with restriction of mouth opening as the initial
manifestation: a case report

Qian Rui',Wei Ling',Zhang Juanjuan',Yu Xuen’,Tian Yanghua'

(1. Department of Neurology , The First Affiliated Hospital of Anhui Medical University ; 2. Department of Neurology,

The Institute of Neurology of Anhui University of Chinese Medicine )

[ E52ES]R746.9

ARSCHE 15 LK F 32 PR 1 3 B AW I AR
{51, 3 B AW IS RRUAE F) 2 9o 5 i B B BIL AL, LAAR il IR
[ AR 6 1 s RS IR AT o 3 o R A i PR 3 B 5 52 35 1Y
HARAG AL, 25 B E B v] R M UV BUAE o Wl It BUAE i —
A AR LA , el 5 DR S5t 5 | A B o g ) e = 8038 PR AR
M S EObl I QR A, 5 B S e AU o 2 B 5 |
PRI o AN (AL A IO ARUE BAT AN [ e i R AR B, A SO/
TEHE Wl 22 AR Az it — 2B RO U ARV , 712 WA 5
B

1 mEIER

BFA 328 RN ZBRAEAE A, R COLUERE 10 d7
ABE, B AERT T B N Ik B2 R RIS B
J& 2 Il fee KT AN 3 3 em ELBK 11 8% 77 5 REEAT oK g % |
T 7 W PR , AN I TR M S AN TS T IRk A 26
P 25 Jr R B B R D2 A o 838 A0 B B AL el o 7 )
R I, F 202345 1 A 28 H k2 T B R B B 1 i
Bl e M A A R A TS0, T LA 4ER i K BI
PR ik bR oA DL BH S 45 | 3% F 2023 4F 2 F 4 H PR 2 24
i 5 B 52 3 O WE RS B B 7« = I B i 3l i /b 4 B3 Lo

EFENE 4R 4L, Email : qianrui19990601@126.com;
S T7 161 A 2 A
BIS1EE : W74, Email : ayfytyh@126.com ,
ELWH:BEAAHAFELTIRA (45 :32071054),
158 H AR : https:/link.cnki.net/urlid/50.1046.R.20240516.1050.034
(2024-05-17)

[ Ef#REL]B

(W5 H #B )2023-12-27

AL B, AR BEvR YT A B 0 1R) 52 38 1 <o B s — Ak
% (carbon dioxide, CO,) W B , T LAME W HLEH Bl <, 29897
Ji A UL S A A A AR PR NI ERE RS . A B )
(] LA PR Pk 26 1 i 3 S R AR AT A DL ) b B 2 . i AT
BErfZe Rl BEAE D SO0 s R LS .

BWHSIRYT &t OABLE AR KA MG, 5 T,
i T2 PR IR G P A 1 T HRER 5 2 JC R f, WA 2 S 1E 3, 4K
JF 0 2l v A] R s b A b R UC SR S S R, DY
JHCHILPR TEMEC RN A, 5 3 v b ALY A 22 40 , DO SO ALK T TE
DU R 3 LA IV 9, st L FD V G D PR I S 0 55, TR
JEBE G 2 1E S R Hoffmann fiF B , R0 P G AF 57 14 .
RERKITH . QLR KA :20234F2 F 7 H AP IEHE
RN TE B 0.149 o/L, 4HEEIEH -5 x 10°/L; J&
2GRS K FRENLIC J1 3 THLARS BAPE . AARBES « 1M
AT Z AR CO, MG R - F AL B IR S TS 2 L 1% 7 A
S TC B W ALIE A5 AP AL ek W Sl Bl <, 3011 CO, 14 78 15
U TG U R IE R A (R 1) o SEBIEHEZERIR « G
W E 1 85 mmH,0, & F1%7 0.40 /L, 4HHIET 1 x 10°4/1, 1
UL 5 SEBPZUAR 13 U /R - 5T RO-S52 Gk B 5 L
RGN BT SS-A(52) Pk 55 B 5 2 FURRIA T A WL &
SEH S IE R A AR O WUBER | Lk i PR XU R AR T
REFE AR AR DLW 1 S . REAR A A - KBRALIY MRI:
N WL BUAN R R LR R T8 M 25 4 . Sk i STHE B MR
KL% . 8 AR CT 3R  IFIEAS ALkL , SUE AR
B BEYA , XU AR 8 Bk o AP ¥ LR M e mT i L Lol
B AR RBUKY ok SUMIBRHE X e A DA R . RS
O RN R B Al sl Ik s i o @Aty B G 2 < B 4 1 B



— 622 — BREMAZZR 2024 £5 49 5% 5 #1 (Journal of Chongging Medical University 2024.Vol.49 No.5 )

S BAME . DU PR 28 4% 5 38U (nerve conduction velocity,
NCV)+JLHL & (electromyogram , EMG) 7 « | BB A6 B 58 1
28 38 Bl A 2 IR IR | A T TE R L5 XU I
ESNET U O 2SNl I & < o 0 N i i o | R
AR DL A L Bl 8 B iz Bl LA LAY (motor unit
potentials, MUP) 78 /N, 1t LTS24 s F AT W Ik o 4035
PSR E %, R DR o WAk 2. ©ZMIk
TR VUNLPA I R BER < HE B (0 8 7R LR/ N A4S
INEF Y B RIE T LA S5t VAT 2k D9 2 Y08 1005 JUL oA s 2 344
Az s PAS e (0 R B JRUE TR 22 0 S50 : BT DLJUIL PA) s B
FEEREIEIE BRI R B . DL 1. @PRTE o~ R BT
iff (acid alpha—glucosidase , GAA ) ¥ I 4t 7 i 718 i 136 14 JC 07
W5 o OREFRI - 28 5 K 58 F0 v 1) 2, AT RE PR 4 —
PR P, AAGE 324G 5 7 RGN L Pl PN A7 A v RE vl figp 8¢ 2 i ¢
TR B0 T8 70 5 5 G H A2 G A AGL M Vi L PN A A PHKAT JE A
I PR 8 SR WA 8 75, PHKA L PR 5 M J50 0 BULE 9D B A
K, X P AR AL . IRYT - A B ) L TE A e
W AILA D 38, 3 CO, U BR AR XHAE R 9T, 78 W A S A T
T RRE 5 5 R S8 R A2 i s R R s AR ik — 2
WIPIFT LB . 3 A SRV, 3% 5k 02 B RRTE T )
SR ELHT IR A N, B8 3 5 A AT 32, B TH H B B. PAS e ff,

AR e A T T 6V 2 6 W AR , 1 s B SRR e (200 x
%iﬁO

F1 BEANRRZRMSSH

TiH B 1K B2 53 54l EERE/N 61k BT
PH 7.413 7.341 7.363 7.431 7.412 7.433 7.332
Pa0,(mmHg) 69.7 97.0 1433 61.8 88.2 1283 80.4
PaCO,(mmHg) 50.3 1 91.61 90.6 1 7141 6431 5851 63.51
HCO, (mmol/L) 435 51.2 50.4 46.4 40.0 38.2 329

T PH: 1ML HOVR R (mmol/L) ) 57 X B0ME L 1E R 7.35~7.45; PaO, : B K I 5053, IE 5 {1524 80~100 mmHg; PaCO,: Zfik ifil — AL 43 e, 1E
HAE N 35~45 mmHg; HCO, ™ B K MUBK IR vk B , 1E 4 {H > 22~27 mmol/L

®2 BENBELERLE

JULEA g WA S IEB ORE JEE R I B ZANAL SRR
JEE R % ERW ) (-) (=) (=) B B (=) et
J L % ER ) (=) (=) (=) iEH B (=) RIS
JBe L fi ER ) (-) (=) (=) EH B (=) ISR
HENEIL % ER ) (-) (=) (=) WRIMREAT (¥ S E2 RIHSEE
HEIEIL i ER ) (-) (=) (=) FeEAG B 2 RIS
JHEAZ3 JUL A 0 Sk % ERW ) (=) (=) (=) 1EH 1EH (=) A
/MERENL % ER ) (=) (=) (=) 1EH 1EH (=) A
M= % ERH ) (=) (=) (=) FeEAG e (=) HRIRSEE
= % ERW ) (=) (=) (=) RN R (=) RIS

TE WU RS (8 R R R U AR DB S 1 2 HLYE 3l SR M AL MUP 28 /), 2 L35 £



BERERKFZR 2024 £55 49 5 5 #5 (Journal of Chongging Medical University 2024.Vol.49 No.5 )

— 623 —

2 Wit

Rl D R 2 — 21 e DR B I 5 O ol il = o 3% 1k
W ARG, 10 5 S A S A B, (B D 4 2 rp i Z2 D0
1L A 5 TR AE UL LS rp O AR AT LUBR A W D AR A L
T o B I AR RT3 S 20 Al AL, 53550 S AR 4l B = 5
&, T S LAt nT R A B A E A R HAR TR Y
i PR e R R BLAS 5 . ZRBUN AT 57 LR LT )
JUUPA P 25 i PRARFALE s 32 5 i PR 5k o 5 8O A 35 A e
i, DT e 0 5 A HE FRULET A 25 A IR, SR B W LT ) 5
JUVZE 4 5 [ Ik R D 0] P e, S B S ek A LI i 4 e 4L g
i, T AR W R R B AN 97 B, AR S B G £
A B FAZSG S W - LIRS T e 5 ARG LR 45
AR AEURE S AN 5 5 JULEL T T LA o o e ) B ot 28 D5
PG LIRS T i AR A7 4 JUIL L PR 22487 S LD
AT LD G DA 5 Bl LI 5 DR A 1 g 2032 iy 5,
HE 5 (8 0 7 LEF 4 A 1 B R B 2 YO AR AL PR B IRBE 5 PAS it
AT UL AL LT A 52 FH A stk BE 1 (5 22 B0 A2 JILER 4t vl fig
PR Ak B i RUA Y s G B P B3 )5 ok — 20
FRAE (4 7 750 8 308 5 e K il 2H U = e (5 55 6 IR 0 B 4 g
e

Bl PR RUAE B2 W45 22 ML AT HELE TR A R
SiE SC RN g TR LG SR L FERELG T |
2% O R EE A R S P HEAT S, X T 2% R 12 I
JULPA ZH 405 B A A I B AT B BN R LA PR s LR
PERLE , J5 SE 35 LA 2L 20 BRAT S B IR B i . L,
FOEJILTC T 02—l 8 B e MEpons , 2808 A L BEAR
TR AP BE T , B2 PRI e i R LA IR
TRASIE 57 BLAR , ELH i Ay B S 6 22 0 B 5 A B 5 8 ol
P L R 2 R HAE JILTE ) 3 A R
AR SR HIE , 25 S WURL I, AT DAHEBR FAENLIE J1 0 75 2%
TRERE NN — TP AR BOME BB P 2 A ph 22 280, Bk
TS, JE v A PUIRAAR P 53, LK ) sl
Tl J5 S %y 53 T 2K DU TR UL P PRI 7 A o 2 A2 5 3 T ek
R, F U H I G T 20 Mo AT L8 9 2 20 7 e
AR 2 R AR A LA B M ME o N Z R AN 5 2
HERG AR UL R R B, T HERRIZ B . I, R IR IR 2
W FEH B UAE

WEAE 238 1 SOk P e R R 2 L5 57 ILC T, D3
DA P WK RT3 I A 9 300y 5 1 0 Je ) IR A 9 T, i
W BUER S5 EAR IR st ]t IR TE ) 5 R PRI . AR
SCHP R E T ARER AR 2 IR, BT R . TR R
CO, MM , 835 M A A Jm A %5 M IO BURE . e

FE DU PRI S LT R B 38 B S AR TEAN T A2 1 Ol
FENG A LK 1152 B B AL & A 18 vk R LE 71 R
1 N B % I, i 083 s P R ) Rl 5 5 45 LR DR BB 1T
Y LR Ul it 8 A DLW 48 P8 (E AL F T B s LR P 45
A Sk U B s SRR BB . PR L 3%
BEIG RIS SRR RUE . 45 A FR kB2 e o
SRR AR AR IS I RAEAR , B AT A R IR RRE 112, 4R
T AT 98 25 BB A A T IR o0 Bl 0 M AR AGE I, 2%
A UL WA G T O S SR SR D R AT IR
FRITT | A 52 465 387 76 RS S Bl PN A7 7 T R P A A X i 2
TR (10 3 % 728 S LA A2 A 7 G 0 Y I PN A7 7 PHKALL
(¢.3304C>T) 1 A1 RS SCR B I 9872 , PHKA 1 B[R 548 5
IEBUAE 9D BUAR G, g X P (A AR B 38t 4% o AR DG Sk HE
EOE BB R T PHKATHIE GSD #5417 5 i R AR . H R
PHKA 1 & P AR SO 78 , 445 ¢.3334G>T c.3498+1G>
¢.c.896A>T . ¢.695delC ., c.831G>A  c.1394delT . c. 1293delT .
€.695delC, c.586G>A, c.3246T>A Fl c.2594delA %5 £ fili ¢
AR AR SCFE PHKA L (e.3304C>T) 46 H 11 PR 73 A B
B BE R S8 H AR H B T AH DGR R AE IR , AT RE TR % 626
BEH 2 ARt 25 & — A IS B IS I BURE AT 0 I . W DL
FEUIE 9D 7 Sy X e 0 (A B 5t 1% 1 5 g , (LI A A R PR i 4t
W7 S A A GRS 5 WA SR A 4R B A DG i, 75 0 —
R WAL B RERE AR, BE R AT AS T
[ A 35 Zhit 32 RE 7 o i, AR5 00 58 2 B A 7T g
B R BLIE TR AE R 7 LA AR, 7SR G AL S IR
eI, BE M R G0 5 HA R G0t B KL, ) AR 2R
FRLCEET N TR, S EUR & G R IR

LR TR, BB BAR CAA ARSI S 7R i 7 i 14 TG B
SH AT I T AR R RRRE T2 (R 8 I
PRI LER & LR 2 DL R L R Ay Hr a5 4, T DL TR A S
SRR BUE , AR R ARG . R TR R BUE Y
TRIT FBARSR 100 B, X488k 5 DL A I B 1T 28 0k
F, EULATRYE oM E 1 B B R IR T 24 B
RITRORAY R #E—2DWEE . Z5%RHE R 2 53 B E iR
A B0 [ i e R 1 2 3 O X DA KR S B A B
FRA RN .

& % x #

(1] emyak, A mm e . X O E I AU 11 B2 7 Koy 7 & R IO
f L], o R B 2B 2, 2014, 14(5) : 378-381 .

Guan HZ, Cui LY. Insight into “Consensus recommendations for diagno-
sis and treatment of glycogen storage disease type II ”[J]. Chin J Con-

temp Neurol Neurosurg,2014,14(5):378-381.



— 624 —

BERERKFZR 2024 £55 49 5 5 #5 (Journal of Chongging Medical University 2024.Vol.49 No.5 )

[2] Martinez M, Romero MG, Guereta LG, et al. Infantile—onset Pompe
disease with neonatal debut:a case report and literature review|[J]. Medi-
cine,2017,96(51):e9186.

(3] RtB, x| Ty, AR, A R R S AR 1 R R LY
YLV B2 K T A SRR AR AT (). b SRR R e A A
2021,21(6) :466-472.

Wu ST, Liu F, Shi WW, et al. Clinical, muscle pathology and molecular
biological features of late—onset glycogen storage disease type II [J].
Chin J Contemp Neurol Neurosurg,2021,21(6) :466-472.

[4] B T EENIE . ARG AR BT R )] b E A
ZPIRIRA 2014, 14(6) :468-470.

Zhao L, Cui LY. Research progress of electrophysiology for the diagno-
sis of metabolic myopathy[J]. Chin J Contemp Neurol Neurosurg, 2014,
14(6) :468-470.

(5] Korlimarla A, Spiridigliozzi GA, Crisp K, et al. Novel approaches
to quantify CNS involvement in children with Pompe disease[J]. Neurol-
0gy,2020,95(6) :e718-732.

[6] Liong HF, Abdul Wahab SA, Yakob Y, et al. Late—onset glycogen
storage disease type Il (pompe’s disease) with a novel mutation: a Ma-
laysian experience[J]. Case Rep Neurol Med,2014,2014:926510.

[7] Hahn A, Schiinzer A. Long—term outcome and unmet needs in
infantile—onset Pompe disease[]J]. Ann Transl Med,2019,7(13):283.
[8] Foiadelli T, Gastaldi M, Scaranzin S, et al. Seizures and myelin oli-
godendrocyte glycoprotein (MOG) antibodies: two paradigmatic cases
and a review of the literature[J]. Mult Scler Relat Disord, 2020, 41:
102011.

o] # M,8 S, EE. W AR EUC AR 1AL 1 ). 28k
PR27,2021,42(9) : 1074-1075.

Huang C, Dong B, Huang XS. Late—onset glycogen storage disease type
II :a case report[J]. Anhui Med J,2021,42(9):1074-1075.

[10] [ S e o ph 2 e oy 22 . T B AL WITC J1i2 Wi R 7 45
T (2020 R [J1. i 1 422 6 8 25 I 4o 22 00 27 2 G5, 2021, 28 (1)
1-12.

Neuroimmunology Branch of the Chinese Society for Immunology. China

guidelines for diagnosis and treatment of myasthenia gravis (2020 edi-

tion)[J]. Chin J Neuroimmunol Neurol,2021,28(1):1-12.
[11] Huang X, Li YK, Feng HY , et al. Clinical characteristics of juve-
nile myasthenia gravis in southern ChinalJ]. Front Neurol ,2018,9:77.
[12] Pt Wk ANMS , St b, 45 . 3 22 - B ER B RS HE R[], vk
22, 2017,33(12) : 1899-1901, 1906 .
Bai YM, Yao JP, Guo YM, et al. Research progress of Guillain—Barre
syndromel[J]. Chin J Immunol,2017,33(12):1899-1901, 1906 .
[13] Shahrizaila N, Lehmann HC, Kuwabara S. Guillain-Barré syn-
dromel[J]. Lancet,2021,397(10280) : 1214-1228.
[14] Bisciglia M, Froissart R, Bedat—-Millet AL, et al. A novel PHKA1
mutation associating myopathy and cognitive impairment : expanding the
spectrum of phosphorylase kinase b (PhK) deficiency[J]. J Neurol Sci,
2021,424:117391.
[15] Mori-Yoshimura M, Aizawa K, Oya Y, et al. A 78-year—old Japa-
nese male with late—onset PHKA I-associated distal myopathy : case re-
port and literature review[J]. Neuromuscul Disord , 2022 ,32(9) : 769-
773.
[16] Wang CC,Yang B, Liu Y, et al. Novel PHKA1 mutation in glyco-
gen storage disease type IXD with typical myotonic discharges[J]. CNS
Neurosci Ther,2022,28(11):1895-1897.
[17]  Wuyts W, Reyniers E, Ceuterick C, et al. Myopathy and phos-
phorylase kinase deficiency caused by a mutation in the PHKAI genelJ].
Am ] Med Genet A,2005,133A(1) :82-84.
[18] Anderson LJ, Henley W, Wyatt KM, et al. Effectiveness of en-
zyme replacement therapy in adults with late-onset Pompe disease: re-
sults from the NCS=LSD cohort study[J]. J Inherit Metab Dis, 2014, 37
(6):945-952.
[19] Papadopoulos C, Orlikowski D, Prigent H, et al. Effect of enzyme
replacement therapy with alglucosidase Alfa (Myozyme®) in 12 pa-
tients with advanced late—onset Pompe disease[J]. Mol Genet Metab,
2017,122(1/2) :80-85.
[20]  Yang CF, Yang CC, Liao HC, et al. Very early treatment for
infantile—onset pompe disease contributes to better outcomes[J]. J Pedi-
atr,2016,169:174-180.

(WiE% 4.8 %)



