e [ BRAC 25 2 7 2023 4E 9 H 5 23 455 9 )

Chin J Contemp Neurol Neurosurg, September 2023, Vol. 23, No. 9 . 821 -

- F 22 LA A - g 1 F R S -

UL e IR W i 0y Sy 7 5 2% R R 2R AR L — 19l

!

I A B KK RKFE LUK

[R@IA]  ZORAR L ;

VEURIIRE A A MR R,

o Bl 41 45

[Key words] Mitochondrial myopathies; Respiratory insufficiency; Genes; Pathology; Case reports

Mitochondrial myopathy presenting as acute respiratory failure: one case report
WANG Hui, YU Meng, LU He, ZHANG Wei, YUAN Yun, WANG Zhao-xia
Department of Neurology, Peking University First Hospital, Beijing 100034, China

Corresponding author: WANG Zhao-xia (Email: drwangzx@163.com)

Conflicts of interest: none declared

BE WE,63% . WAUTFRZ /1 1045 HE17
PEIME AW FRZ ) 448 TR EME2 A, T
20224E 7 H 24 H ABe. B 1041 (20124 10 )
JC T A7 D IR C AR B JS T = T, S AR T (2017 4F
6 H ) K & B0 (7] B B A P W2 B 457 (R 3 TC AP 0k
AN o

ShBEZWI SRIT 4 BREHRERUERE Z
W Y B= e RIS, 5250 2 G A I T LR 9
(CK) % 3 F 147 ~ 573 1U/L(24 ~ 195 TU/L) \ HLIR %
fifj [/ I /i (CK-MB) 19 ~ 108 TU/L(0 ~ 25 TU/L) , #8 /5
O3 MR KB E MRT ) 6 52 %, R T LA 2
W, TR] BT 1 P i 1 Q10 S 40 S Ak 25 4, i R AR L W ik
G, AMFEAT(20184F 11 H ) FEZ SEtRm e, %
IRy € Aol TR £ < M XU BT i, 2 9 o
53 B0 b R 6 TR M DA S B IR e LG s T
Fof S i AR 5 A, AN AT E 2 TR B 9 55, I
BE S ZEHERE 1~2K, ELMER®LZ, LK
F R A MW CK 292 TU/L %0 FE K I B 784 1] 4 B i 44
(NT-proBNP) 152 pg/ml(< 125 pg/ml) ;. F [&] 52 52 1
O Bl kT, A AR S AL B 5 0 Bl B A A I
I E(EF)56%(50% ~70%) , I3 . = I3 54 i 1R
Ui, 200 2 EF 5K D RE KR AR 5 UL FL P S0 LT PR 40 35
HEBCHE— 2D AT LA A 2035 A R S R, R AR
4, 2 IBOK R IR Ry A s A S LI i 5 B TR

doi:10.3969/j.issn.1672-6731.2023.09.008
P& B 100034 Jb 0 R~ 5 — R Be i 28 B
W IHAEH . E8E, Email : drwangzx@163.com

DI RERERF (EETTEE)” . THRE A% 1 g/ik
(3 /d) F B 52 RR e 8 1.20 /K (3 IR/d) B35 B )
At B DRI RIS mg/d I LR EIT 2 KIG H
BERE R R . 2AEET (20204 11 A ) 25 24T
Ji = 3 nEE AR B A e ol XU K i, 2
B BE 0 N RF B2, 5556 % K A LT NT-proBNP
89.50 pg/ml; i 75 0 8 B 22 0 E &7 sk R AN AR (LV)
52 mm (45 ~ 55 mm) | 720 %5 5 150 0 58% 5 il 3 ik
W45 Hs (PASP)49 mm Hg(1 mm Hg=0.133 kPa, 15 ~
30 mm Hg) , 5 5% 28 A B Bili ) Bk = & 5 Bl 3 ik CTA A
Jili ) e A 45 TG W 1 S5 5 ek IR 3h Tk i R o A2 i R
SCBEAE 30% ~ 40% , 12 W Ky e O it Bl kR s TR
W7 11 R v o Lk S oK MR D R A R DR 2 CELAR R
AT IRZG I BCT K i e W) b gle s, B0 B =
HEATVENTE . 14F FT (2021 4F 10 A ) 8 W ) 30 7% 7]
W R AN KL, BF A O W BT 457 K A 5 6 A I (2022 4F
1A RIS Kk 3H 308U AR e, 24 H B= ¢ 7] W7
B2 IE I Bk R (AR AN TE) 51 A A
(2022 4F 6 7 ) TG B 175 A i BOSCR JR K Jib in =, 3%
Bk €K (20 mg/d) FIFEHL ZEK (10 mg/d) 7 5, {H
SiE RAT) A WL G2 i 520 KT (2022487 7 3 H ) b =
B S I 25 K 4 Il 7 CK 202 TU/L. CK-MB 67 IU/L,
NT-proBNP 1802 pg/ml, i 75 .0» 3l [&] 1 7 72 0> % &F
SRR A 46 mm | A2 O 5 5 I 538 43% it 3 kol
45 HE 79 mm Hg, $278 470 B 7K L 22 0 %5 BE 5k 18 1k
i5 o)) W R RIS, S RN Bl K e R AR Ok A
31.25 mg/d FEAE AT 2 ik V0 12 Bl 25070 3 50 mg/vk
(2 /) BB DY) RE ;2 K5 (7 A 5 H )] M AR 1 2R



- 822 - o [ AR 8 5800 A% 75 2023 4 9 JT 57 23 45 9 0]

Chin J Contemp Neurol Neurosurg, September 2023, Vol. 23, No. 9

W i 5 A S w L B DU b JE I A AR AR 55% (>
95%) , 5% & T F ML AR BN B S DR R R 2
122 LR B, 3 bk i <o B AR R 23 (PCO,)
7 116.60 mm Hg(35 ~ 45 mm Hg) .4 4> JE (PO,) Ky
103 mm Hg(80 ~ 100 mm Hg) , £/~ 1T Y I 0} 5 3
T 5S4 5 AR ML B S s RIT .6 KE
(7H 9 H) =S Atk 5 HWs A T B (90 mm Hg) , &
WHIKE , TTA 1NN B2 2 ERER . A
Ja LA 4381 pH {E 7.33(7.35 ~ 7.45) . A ALK 7 &
82.50 mm Hg., % 73 JE 41.90 mm Hg, 5 i ik R S AR
42.60 mmol/L (21 ~ 24 mmol/L) . 52 br Bk B2 & AR N
42.60 mmol/L (22 ~ 27 mmol/L) , b5 #E % 4% 5 (SBE)
16 mmol/L (- 3 ~ 3 mmol/L) . 5% Br % 4> 1 (ABE)
12.70 mmol/L( -3 ~ 3 mmol/L) ; JC A1 W0k #1145 Bl 18 <,
T, Rk R A TR S5 E, AR
Y 1 2 A B LG SR YT, O T T B, IR
H (77 12 B )% AFE5E W% 5 (1ICU) . i b &
AT A BRI XE R /N B 0 I & A W ) e A i
R RAE 53T 2 ARG A 2800, 40 22 L&, IR R
PREG/IMERG 22, RAEIE R AR E TR 3 kg ABLEH
3R(TH 14 H)E &AL B R4 0% & 5k
KWIHMA(RV)25 mm (10 ~20 mm) 450 % 53 mm,
ZE 0 ST I 53 B 52% , V-3 fili 3 Bk 20 mm Hg, 2
O 25 ISR T BB R AT 5 285 il Ty A A 22 FR o] 2k 3 <
B A5, 7 B3 B (FVC)2.70 L, 5 FiliHE (3.53 L) i)
76.49% , %5 L Fb FH J1 SRR (FEV )/ 7 i i 4 24
89.83%, f% K fili i & (VCmax) 2.72 L, &5 i i &
(3.65 L) [ 74.52% ; Z 3 Ik i [&] (PSG) MW I 2 6 %
e IR PP WA 7 5 {130 A< 255 B TR (SAHS ) | e FIR P A 8 5
I S A8 B (AHTL) 39.40 K /h (< 5 IR /h) |, S AR I 401
FIEE 61% , fix 1 B 15 5 41 1 i) 64 5 | i 1K K0 <
SEEF[E] R 107 B 6 B ol AL B AROUL A B RN
P2 (RNS) 34 K UL 58 5 LA Bo A i 2 B 1 5 %
PRLAG: 0 470 ) I 4 A S - 410 e (WES) 2 U B 1) 2
g PR AR L SRR A (1 L/min) 5 TG B R 1
BUGH B3 AR IT , R B EIRFEHE 28K 10 mg/d If
BT 2 20 me/d, BRI ER 20 me/d | E DR RIS R
2.50 mg/d, HIE YT 14 K, WY 0] 76 il 5% T B 0T 12 AL A
LT, AR 5y R U 8 T 65 ~ 85 mm Hg; 5§45
W AV BE K 1 Limin 1 000 F , — Sk Bk 43 0% 8 T
80.70 ~ 127.00 mm Hg. FFWEL 2127 & LA 9% 2L
WEIRZILTG 37, 3% LA LG 7, AR L 7T 8 " e &=
Kb

KBz Wr 5 7 it B 4ERT R IO IS
P s SR N R E A U W 5 7 N S ) IS BTV R
B 10 % )R & RS 45, B AR (208 %) A IE
B o6 kK SR TG B SRR R CE IS RC (2 A
T2) 547 350 240, K AR (70 8 ) 56 B WU b 1 R 2 5 ~
6 4F, H IR AT R i I H A W 5L ) B A fekt
JH o ABE G A S A M F 48 0 (BMID) 18.70 kg/m’,
WRFE R TRk, MEEE EFTWRA, MR LR
DYREIEH s 8 B i T, 25 m iR g 584y, T A,
A% B0 P 2 R A A L S 5 SR LT 3 %, WL A
WL 5790, 4 BN 5 9%, SCF LT 5 2%, DO L
ik 3 IE 5 PO R R TR B E X BRI R B S BT R 51
XU 5 BRAE B o 13 CK 257 U/L(0 ~ 200 U/L) |
CK-MB 67.49 ng/ml(0 ~ 5 ng/ml) . FW2 JIit & A (LDH)
A 492 TU/L(0 ~ 250 TU/L) \NT-proBNP 260 pg/ml( <
150 pg/ml) , JR WL 306 8 38 F I & E
JE| L o 2 L A A O e 2 5 R AR O O S
5 B ROUL A TR AR s 20 O Bk Sk DL A = A L s
Bl HAT HL AL (MUP) B B  58 0% i 3 o AR i 1 2 A
R ABAL(CRD) KT, A T, 55 W2 3l 5 f v
AF PR 4 D% R OE R PR R 2 A A A R, A
W JBE DY 3k W2 Sl 5 v e Ao B BRI 8 O e 4 L A
AR R UL A 0 fefr g S AL L A 0 Sk L R
= e 3 R T R o N[ 28 S B B2/ e 7
o A =Sk LS B A S A mT L 2D e A
JINEHL 3 A /0N BDIR /IS 7R 25 46 ILEF 4 K o P
It 1 20 43 A 0 W R P R A Bl L £F 4E (HE 34
) 5 K il B 40 4F 4k [RRF, 0 B Gomori — {4
(MGT) Je €5, ] F1AL 2 % v 5 21 4 [ RBF, 3% 3112 it =
itk (SDH) Y& €2, ] 5 o 5 43 i 50 21 2F 4 2 iR g, 8 43
JULZF 4 240 Jf €5 3R C A AL i (COX) I P R A% B ke 2%
(COX et B 1) s b e o T B 58 /5 &
SR LI o B AR L 20 BRI TR L R AR AN A
I 5 ml A7 28R AR 3 PR A 4 ARG 0 () N 58 A 2 2 A
DA BR 2 7)), 2R F A AR B AR (NGS) A il £ 4
AR R DG DR, A 1) B0 &R A A7 s 38 3 Sanger T
ook AT 86 uE , 45 R WoR A MT-TLI 3 A
m.3243A > G RAE , 574 WA 75.84% , R 48 3¢ [ =
20 AL 2 P TR 4L 22 2 (ACMG) 43 9% W Aff A B0 7
S, BEARET AT, ARG HE A AR IR R
AT R R, 456 B F In KRR H LU0 B2
I IR RG: T 235 3R, 2 Wi ol R R AR LI o 349 T 0] LA
i IR R N R B R B S ot Sl 1



o [ AR B 2 B 2 35 2023 4F 9 J1 85 23 58 9 )

Chin J Contemp Neurol Neurosurg, September 2023, Vol. 23, No. 9 . 823 -

[

B1 A SR SUE R 400 l1a Kt

), iR WLET 4 S IR G CHLET Sk ) COX Bt

Figure 1 Muscle biopsy findings of right biceps brachii under light microscopy X 400 A large number of basophilic granuloid
muscle fibers were observed (arrow indicates, Panel la). HE staining A large number of RRF were observed (arrow indicates, Panel
1b).  MGT staining A large number of RBF were observed (arrow indicates, Panel lc). SDH staining The activity of COX
decreased or was absent in some muscle fibers (thin arrow indicates), and some muscle fibers were deeply stained (thick arrow

indicates, Panel 1d). COX staining
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