PP SR T A 2024 4F 12 H 20 H 5 243855 12 Journal of Neuroscience and Mental Health, December 20, 2024, Vol.24, No.12 =905 -

- TR Bl

R A [ e VR B B ok A T AL B v LR i JE A

2= R AE 1

Mok AXIE ABET XAk Mm@
276800 H BB AR E AN KA

WBAEAE % : $B2 T, Email : lanxin1314@126.com
DOI: 10.3969/}.issn.1009-6574.2024.12.012

(R883R ] ASPRRds;  mFLBR AR ;

LRRARINILG ;AR A AT

W 69T

Mitochondrial encephalomyopathy with lactic acidosis and stroke-like episodes of recurrent mental

disorder: one case report

Yang Bo, Hu Wenting , Hu Xiaoli, Wu Lin, Shi Lili

Department of Neurology, Rizhao Peoples Hospital, Rizhao 276800, China

Corresponding author: Hu Xiaoli, Email : lanxinl314@]126.com
[Key words ] Mental disorder;

Lactic acidosis;

episodes; Diagnosis; Treatment

AR A ki LI 11 1 LR LA AR v A A
(mitochondrial encephalomyopathy with lactic acidosis
and stroke-like episodes, MELAS) J& — Ff i £k fi fa
DNA 7485 R M B AL RGN, /I B EZ REZ R,
MR T A 5 B AR MR B I, (HH)
MELAS £5: 5 Aik i AR 2 1 v B S (H 9l 2 A0 1Y) — 7
G312 AR SCIRE 18I PR Ry SRS o e 1A
RO FRUAF R MELAS , LR 1 A B DX e 5 74
IR, R IRIZTNIZ IR . AT C A H IR
NREFAGEZE 51 o H L (F S . 2024 /B FEE DL
MR-75-01).

EARZER BEE, 2%, H HimEi12d
T20214E2 4 1 HURA H B A RBEBE . (& TCiF
PR G IR Y B A TR L | AR RS | B 5 /i &R
[R) | Tl B ok HF AR AR . 5835 Sk iR LR
R Ze MO - Bk AR AL J5 2828, A I T 404k
Kb, WKL, i2W oy B, G971 R e A
HBE. T20214E3 H 15 H B RS #0174 55 17
PRABE . BEREMAT 55 EE RO F AL
W EARPTIR)  BURANGE | DUANEE | S T )
A, SRR ARy B R 5 146

FES: HEE104FFT A “IRBEAE” 2:1ib, ABEArfA.

R 37.1°C, k48 77 YK /min, WF 0% 17 YK /min, Il JE
101/59 mmHg(l mmHg=0.133 kPa), & = 156 cm, &

Mitochondrial encephalomyopathy ;

Stroke-like

T 48 kg; PIARYE, 0T, AR IR], BUM LA K,
YRS IS , SR VAXTRR , LT ) 15, $iHJ0
HEBT, PUREALST L LK g 158, XU BEAE B, 4%
M2 RGEERANEE ABESW: LR i L7
R - Sk MR LR 7R A I B OSU Th A
I AR, KU R A 1R 22 e i kL, A AR T A
At ULIE 2A | 2B Sk mwdg AR 45 A% R I BH
B DI E S BER . # B RS LR
3.1 mmol/L. JULEHE : UERIEEE 1 515 U/L, WLER ARG
[7] T 93.43 ng/ml, JLZLFE 1 267.28 ng/ml, JLE5E
H 1 0.411ng/ml, HFEIRER: A - 28 5L 2B 72 U/L,
25 WA 7.72 mmol/L, LR {E & HL . BRI FR 5 B
It | FLAR T . D- AR XU =0 A% Y U I
] 20 Jpb 2R HOIR R DI B8 | B BT | bR b
YK A TCI S T2 58 5 Sk R PR Dk
TR AT R AR X AFTEZLIR G , LI 2C, 2021 4F
3 H 27 B WA K I 26 5 ARSI 2 7R mtDNA
A3243GHH 5748, WK 3, 2 W MELAS, 897 :
15 P AS 35 L BB AR A T 45 . — H XU SE
B AT =R . LR &R W
M. AT 4B, ERC 4EAEEERIT,
i 55 2 e T R SR o . BRI BT - IRYT 14 d
J5 RIS I WA R B, BET 3 AR A ARG o A
KAE



+ 906 - PR SR DA 2024 4F 12 A 20 H 25 24 555 1248 Journal of Neuroscience and Mental Health, December 20, 2024, Vol.24, No.12

T 2 A ZEMIT T, AR (T, W D5 B A SIS e R A2 791 (Flair); C o BOMASUSAR (DWD) A5 59578 5 7 /s 55— U b (R IR L 1 25 L i
e b Bkt
Bl RGBT A VR A A BB A R B i LR AE A AR AR VR R 5 1 IR Sk Mot AR A5

T2 20214F3 7 20 H Sk i IEARE R 5 Ay MRS 3R BOMABAR (DWD) B 550748 5 B WU TRAL M DWW fi5 S22 5 C R AR s A7 IR i A2 1X
FEAEFURRIE 5 i Sk’ 88 RSO F: o FLRR INLAE AAE F s A AL
B2 AR AT Y A AR B AL i i FLIRR AR RN A AR AR R 2 A B Sk MU R L4 ]

AGGGTTTGTTAAGATGGCAG CCCGGTAATCGCATAAAAC
90 100 110 120

FEEEFFI---E-R RN R R R R
GTTTTATGCGATTACCGGGC TGCCATC TTAACAAACCCT
160 170 l 180 190

3 REREPIBERT R AR I e & AT A A i Lo e v LR ML AN AS s 2 AR BB S LRI 78 miDNA A3243G 2 [H 578

T8 MELAS J& 5% UL 2 (A i UL 25 78 VUG B R & A A H R A 1 MELAS F5% h B & 84
£ WP RRAG, BB ISR N 10~30%, 404 ) MELAS Y, B % % MELAS B % 191 IR 26 91 4% 5
S5 T YR R (W R AR AR B e e 40 % LA B PR S5 B, ] 5 1 Z2 i i 1L fE B PR



PP SR T A 2024 4F 12 H 20 H 5 243855 12 Journal of Neuroscience and Mental Health, December 20, 2024, Vol.24, No.12 - 907 -

2, B IS WAL MG A e 0 Mk
MELAS £8 3 1) i e P 4 s 22 A MELAS — 4%,
AR 22 UL F A AN X, EL koA 5 A4S X SR — 2L,
JILPRNE G T R IR RRLT 2R 27, miDNA 3243A > G %8
AR TR W % 75 MELAS H8 2 B L B s A4 g s 0
F R 578 S B LR AR R A B A, 51 R g AL
WAL e TR m e B B %, MELASH &
Il R 2R 30 22 S A i ke A, 24 1 70.53% , LAt
22 R GUNE R LU A AE R Be K TR L Sk L K
JRE 3B SN A2 2 RS IR A D L, E R
MELAS £5 & fiE Il R & 30 v 51 2H 8 4 2040 10—
432 MELAS 3 1 AR SRR K s, 2
R T M IR 2 MR T8, 235 i 5L
PR /K- v B, B I ¥ LR G2 B S 56 X MELAS
HBAImKZW M E, 7T1E 12 B MELAS /% 3 RHIE
Wi HETUA T &I MLIE L 22 5255 R B —
IR J5 1 7T VE S MELAS B 3% (0 4= kR a0,
MELAS $2 148258 HAREHE R I (1) B e R AE 2
P B kDR EEAZ R, 22 AR XS PR B2 RN K B
kb, R AR A A2 B SR AN P Kl
S, TP PN I AE B Ik ok A A Ak 1 ke A kA ZEAIE
%o Q) a2 ikt BEW R A 15 L 2RI
Werke  IER . 7B BRI 2, e B I A S
(3) i S PR Ul 1 7= g kbR A oh B v LR 0 . E
FURAG A P RE R 2 B v Sk 3t
PR 5 22 71 i Ak B B U o A8 i [ 43 A1 Y 2R
o F PRSI 1 B50H 5 28 RN AIL PRI 376 A6z e IR AR 21 2T
2R AT MELAS (B 510,

A5 5 2 g W 2 T MELAS , BR300 s o
UG ARE IR 32 B A ORS R AT R S, Sk R S ik
ez A Y UL 22 A R BOMAU AL (diffusion weighted
imaging, DWI) =15 Skl , 75 18 0 A fh B i 5 31
Az BA O, RIS NI, (HiZ 8 3H BN,
HAA A ARE R AR, PR B9 52 4 Sk i MRI AT D3
TR 22 Aokt AR DWI 2 S {55, K
Z R E, BIAENERESCE , AR FE BT okt 5
() FsF 350 PR AN AT B SR B DK o0 A, 2 IR0k
STEAL L HA 2 ke BRI, Sk g
P 055 B TG P P I S DK A A B Ak ek e 2 el A
JUF L) BB b B 5 MELAS (i ik 2 — 170, s —
ARSI i LR | LR B G 440 15 1 1E Sk i g ik
Wi s A7 A FLRR 06, 10 37 26 3 DR I %2 38 mtDNA
A3243G IR ZEAE | Fe 20112 W MELAS ., 2R A AL
I KB A v 3 I PR BIAA PR R () 175 00 AT RERAIR

i, P22 AR AR SZ B L Pl 2T IR 28 D 2% 11 45
4 ] Ty 8 56 B M 7 458 1T BE S SRR LIS Bft 24 b
TIN5 BRI E IR R MR R
TSN RIS Pl T S O A e, LA i UL ARG PiRE R
ALFE I 2 BT DRI BE 1 R e R ol R,
MELAS £ & (0 #fUa IRt ml B H B 6 B0 i 40
BB, Bt T e 2 R AE IR . ISR R R
ARG B , SR A LIS 7 A A 25 02 Wi T LA
&, RER A S 28 T 32 Bk R AR L B K
T s Bt 2021 I8 MELAS J5 137 8 60 (i FH AT B 5% i)
LRARTIRE 254 0 P9 IR Q A B AT T
B2 5 WRATRIT WA il 52 4 ARG T I TN GR35
SECFLERER TR UK, H FTMELAS Jo4% 5+
PEIRIT T 5E, KBB4 = B R SHE M Zohr (T
WA 9, TR SR Sk 38 i 250 L AR R Az A
At oG IR AR BRGAR , TR A RO AhE s
25 BTk, MELASHEAR 4%, B H BEAS L 7Y
(R PR B, 15 2 T R X, IIf R - 38 Z1)K il e
KA BRI AR BN “IAEAE” BB, R R
SR AN G 20 ok A48 0 DX A L7 DI e A 8 P FEAIE
RS N 78 I ) N [ B i A AN
KR TR, W TR BE MELAS By AT BE, 1 583
i () i R L R A, e AR D o0 I
b X B FLIR I . B892 MELAS f14 8 % 5 15 2 B
o UL PR AL U6 G 3 R AR e, e o L ) 3 PRl 28
R 3243A > G 7E , HK 135136 > A, 3271T >
CAV 78S b BT L IR K AT AT 250 F Tl
TRLT £ 4
FIZMZE  SCEEFTA (E LRI TT SO oA SR 26 mh
TEBTRARAI ORI b AT , 3SR M WISy,
ST AR A RSB

& % x o

[1] Tetsuka S, Ogawa T, Hashimoto R, et al. Clinical features,
pathogenesis, and management of stroke-like episodes due to
MELAS[ J ]. Metab Brain Dis, 2021, 36(8): 2181-2193. DOI:
10.1007/s11011-021-00772-x.

[2] Anglin RE, Garside SL, Tarnopolsky MA, et al. The psychiatric
manifestations of mitochondrial disorders: a cause and review of
the literature[ J ]. Clin Psychiatry, 2012, 73(4): 506-512. DOI:
10.4088/JCP.11:07237.

[3] Zhang Z, Zhao D, Zhang X, et al. Survival analysis of a cohort
of Chinese patients with mitochondrial encephalomyopathy
with lactic acidosis and stroke-like episodes (MELAS) based on
clinical features| J ]. Neurol Sci, 2018, 385: 151-155. DOI:
10.1016/j.jns.2017.12.033.

[4] Sunde K, Blackburn PR, Cheema A, et al. Case report: 5 year



+ 908 -

[10]

[12]

P25 SRS P DA 2024 4F 12 H 20 H 45 24 5565 12 Journal of Neuroscience and Mental Health, December 20, 2024, Vol.24, No.12

follow-up of adult late-onset mitochondrial encephalomyopathy with
lactic acid and stroke-like episodes (MELAS) [ J ]. Mol Genet
Metab Rep, 2016, 9:94-97. DOIL: 10.1016/j.ymgmr.2016.11.002.
Fang GL, Zheng Y, Zhang YX. Mitochondrial encephalomyopathy
with lactic acidosis and stroke-like episodes in an older adult
mimicking cerebral infarction: a Chinese case report[ J].
Clin Interv Aging, 2018, 13: 2421-2424. DOI: 10.2147/CIA.
S186636.

Yokota Y, Hara M, Akimoto T, et al. Late-onset MELAS
syndrome with mtDNA 14453G — A mutation masquerading as
an acute encephalitis: a case report[ J 1. BMC Neurol ,2020,20(1):
247.DOI: 10.1186/s12883-020-01818-w.

XA, BT T, B SCEE, A L R MELAS B 11 K
AR L BLAIE D AR R s 0T [ ] A R R 2
Jei, 2023, 22(4): 361-367. DOI: 10.3760/cma.j.cn115354-
20221228-00938.

Zhao JB, Qu QQ, Cui WH, et al. Clinical, imaging, muscle
pathological and gene mutational features of patients with late-
onset mitochondrial encephalomyopathy, lactic acidosis, and
stroke-like episodes[ J]. Chin J Neuromed, 2023, 22(4):
361-367.

Goto Y, Horai S, Matsuoka T, et al. Mitochondrial myopathy,
Encephalopathy, lactic acidosis, and stroke-like episodes
(MELAS): a correlative study of the clinical features and
mitochondrial DNA mutation[ J . Neurology, 1992, 42(3 Pt 1):
545-550. DOI: 10.1212/wnl.42.3.545.

AT, PR, X, A5 LR PR AR LG P FLIR MLAE FIAS R
FAE 190 BB RAFAES3A [ J 1 ih e 2281405, 2016,49(3):
237-242. DOI: 10.3760/cma.].issn.1006-7876.2016.03.011.
Zhang Z, Zhao DH, Liu J, et al. Clinical features of
mitochondrial encephalomyopathy, lactic acidosis and stroke-
like episodes : an analysis of 190 cases| J ]. Chin J Neurol, 2016,
49(3): 237-242.

Zheng YS, Sun C, Wang R, et al. Neurofilament light is a novel
biomarker for mitochondrial encephalomyopathy, lactic acidosis,
and stroke-like episodes[ J1.Sei Rep, 2021, 11(1): 2001. DOI:
10.1038/s41598-021-81721-7.

Nukui T, Matsui A, Niimi H, et al. Cerebrospinal fluid ATP as
a potential biomarker in patients with mitochondrial myopathy,
encephalopathy, lactic acidosis, and stroke like episodes
(MELAS) [ J ]. Mitochondrion, 2020, 50: 145-148. DOI:
10.1016/j.mit0.2019.11.001.

Xu W, Wen J, Sun C, et al. Conventional and diffusional
magnetic resonance imaging features of mitochondrial
encephalomyopathy, lactic acidosis, and stroke-like episodes in
Chinese patients: a study of 40 cases| J ]. ] Comput Assist Tomogr,
2018, 42(4): 510-516. DOI: 10.1097/RCT.0000000000000712.
P, EWIEE, T&, 5 QORI KIS = LR M5E F
A RE R £ I SR A 1 i e i PSR B Bl 2 v A
L], PRI, 2014, 47(4): 229-231. DOIL: 10.3760/
cma.j.issn.1006-7876.2014.04.004.

Zhao DH, Wang ZX, Yu L, et al. Dynamic evolution of

brain magnetic resonance imaging findings in patients with

[15]

[19]

[20]

[21]

[22]

mitochondrial myopathy, encephalopathy, lactic acidosis, and
stroke-like episodes syndrome[ J ]. Chin J Neurol, 2014, 47(4)
229-231.
IHERE, A, RGPy, &5 Lo i LI £ e LR I 4
A P RE A i PR A PR VA R & A s [T ]
b B4 5, 2014, 47(4): 229-231. DOIL: 10.3760/cma.
j.issn.0376-2491.2016.37.007.
Shi YH, Zhao JH, Song JL, et al. Analysis on clinical features
and functional MRI of mitochondrial encephalomyopathy with
lactic acidosis and stroke-like episodes[ J 1. Chin J Neurol,
2014, 47(4): 229-231.
Bernier FP, Boneh A, Dennett X, et al. Diagnostic criteria
for respiratory chain disorders in adults and children[ J ].
Neurology, 2002, 59(9): 1406-1411. DOI: 10.1212/01.
wnl.0000033795.17156.00.
Parikh S, Goldstein A, Koenig MK, et al. Diagnosis and
management of mitochondrial disease: a consensus statement
from the Mitochondrial Medicine Society[ J ]. Genet Med, 2015,
17(9): 689-701. DOI: 10.1038/gim.2014.177.
Ge YX, Shang B, Chen WZ, et al. Adult-onset of mitochondrial
myopathy, encephalopathy, lactic acidosis and stroke-like
episodes (MELAS) syndrome with hypothyroidism and psychiatric
disorders J ]. eNeurologicalSci, 2016, 6: 16-20. DOI: 10.1016/
j-ensci.2016.11.005.
Klein Gunnewiek TM, Van Hugte EJH, Frega M, et al.
m.3243A > G-induced mitochondrial dysfunction impairs human
neuronal development and reduces neuronal network activity
and synchrnnicily[ T1. Cell Rep, 2020, 31(3): 107538. DOI:
10.1016/}.celrep.2020.107538.
Anglin RE, Garside SL, Tarnopolsky MA, et al. The psychiatric
manifestations of mitochondrial disorders: a case and review of
the literature[ J ]. Clin Psychiatry, 2012, 73(4): 506-512. DOI:
10.4088/JCP.11r07237.
La&kovi¢ M. Psychiatric aspects of the MELAS syndromel[ J ].
Galenika Med, 2023, 2(7): 62-66. DOI: 10.5937/galmed
23070621.
Magner M, Honzik T, Tesarova M, et al. Psychiatric disturbances
in five patients with MELAS syndmme[ J]. Psychiatr Pol, 2014,
48(5): 1035-1045. DOIL: 10.12740/pp/24062.
B W 2, AL B S E N S 2 ML
PR 27 20, i R A DI 2L . vl T O A i AL £ 55
FLIR MAE RIS sh e A RIS IR £ IR LT ] hAe 21
=i, 2020, 53(3): 171-178. DOI: 10.3760/cma.j.issn.1006-
7876.2020.03.003.
Rare Diseases Branch of Beijing Medical Association,
Neuromuscular Division of Neurology Branch of Beijing Medical
Association, China National Research Collaborative Group on
Mitochondrial Disease. Chinese expert consensus on diagnosis
and treatment of mitochondrial encephalomyopathy with lactic
acidosis and stroke-like episodes[ J 1. Chin J Neurol ,2020,53(3):
171-178.

(ks 397 : 2024-05-27)

(RSl - X8 2%)



