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Abstract

Mitochondrial encephalomyopathy with hyperlactic acid and stroke-like episodes (MELAS) is a he-
reditary disease caused by abnormal mitochondrial structure and function characterized by involve-
ment of brain and muscle system. MELAS patients mostly show matrilineal inheritance, and they can
get sick at any age, among which the peak age is 10~30 years old. About 80% of MELAS patients
are caused by mitochondrial DNA (mtDNA) 3243A>G mutation, followed by mtDNA 13513G>A mu-
tation, and other MTDNA or nuclear DNA (nDNA) mutations are relatively rare. Its clinical manife-
stations are complex and diverse. The earlier the onset age, the more clinical symptoms and the
worse the prognosis. Therefore, it is of great significance to strengthen the understanding of the
disease and make early diagnosis and treatment. For patients considering MELAS, medical history
and family history should be asked in detail, and the diagnosis of this disease should be improved
by combining plasma lactic acid value, imaging, electromyography, electroencephalogram and mus-
cle biopsy, and the final diagnosis should be made by genetic testing.
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1. 518

R A P L5 A v LR IR AN 26 RE 2% 1 (mitochondrial encephalomyopathy with lactic acidemia and
stroke-like episodes, MELAS) 2 —4H 14k ki {4 DNA (mitochondrial DNA, mtDNA)Ei#% DNA (nucleus DNA,
NDNA)R [ T BULRRAR 25 W FI D) BERRAT (1 2 R G052 R E T . MAE RG F BRI mIIH. A
FERAE R RAE. BRAMIURRERE . B JREhG . JLUF R DL A 2 A 5, LA 3 R & AR
IMRE WL ST T F1%%, B al KRB OIEAE SR OUUR . FERE . BIhieA 4. RIEmEIH. A
WS o RN . MELAS (8 2R DUNBEREAE, XA B K BEE T RETT A — € ELBil 2L =,
T A7 B0 AR 7 0 Ve P AR B 1) 7 L Ll G A 5, (R AR G BOw 128 57 B AMAR 2 2 R0
FOR I =R 7E 10~30 %/, £ 80%H) MELAS 3% tHZe ki mtDNA 3243A>G RAL 5| #2[1]. Bk 1 41
LSRR B & 1 MELAS B35 I R PERHRIE IR
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Behe” EFRms, “FREIREN. WiiF Q10. 4iE R Bl. 44K B6” WAk Lk ik IhAESIATT T &,
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B BHEE QL0. 4EA K BL. 4E4ER B6” M. 1A¥HGEEV BRI 6], REAE.
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Figure 1. Conventional scanning and perfusion weighted imaging of MRI
epilepsy sequence

B 1. WitRmM A5 S A A E AR &

DOI: 10.12677/acm.2022.12111559 10831 I IR 2= =23t e


https://doi.org/10.12677/acm.2022.12111559

NG 45

VE: HARE TE = 35 NAA IE(IE, Lip IR m(IESL W), TE = 144 NAA IEFEK, Lip

Uég Y S5 T R (180 57)

Figure 2. Pop imaging (MRS)
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Figure 3. Gene detection
3. EEEMN

DOI: 10.12677/acm.2022.12111559 10832


https://doi.org/10.12677/acm.2022.12111559

NGESRE 45

3. g

25 i 44 [ VL% (mitochondrial encephalomyopathy, ME) &% 2k B #s LM PR & 24, Zdh T
mMtDNA (%) nDNA e T ELE R R LM R T ReBets, S8 ATP & bsms 1) —4 % R40%H . ME J@%
EREFRAAMI, AFFIZEFEA SR, 7EIRR RIS H AR, MELAS L6 1E N 3243 5 3271 141K
IRAR, RIUPRLAAR GG o FUBR MU AN A FE AR, 2 ME R ZE AL, 2915 ME 1 80%. KAEHL
Hil /2 F MIDNA RATAS, A A g i (1 78 S AU 72 o B 20 1 B B s R A R, TSR T I e
SR RIASRER TS 0 R, ANREFSAE RS0 ATP 4EFR41 M1 155 DhAg . hANE 5 —F LR (NO) B Z 5 2%,
M N B P22 1) NO A £ 5K I I WLAE R, 2 4ERe N I i@ g B b J5 /. Ik, MELAS B3 NO 1)
B Z 2 SEONFE S B UL I MR R 524, X AT g S B R RAE R AL IR IR H 88 % 2 Fh It RRE[2] -
MELAS J& R} R L RAAZR, XHT%EE MELAS B E MR KR NEE, BEREEE BN,
AR N H

MELAS MIlEREINE R 24, 2l BEhE o HiES. w2, HFEENIRREINA: 1) HBK:
SR WK 2 —, HRAZRN 71%~96% [3], [Fl—EFTHZMEINEIERN, ZEFHNEE
Bk, CUBRRRRER, BRI 4 4, 655 AR UIIA) B SRS R Bl M R AR . 2) ZERRER
fE: AIRDUNKIE . WfE. (E . (B BOEREiT s, B8 R, P E, HEEERIEREIE
B, FREE R G D) RE R A 0 S N T H AN (R AR S (ke o 51 IR AR R R AR 1D JER IR T R R e = A/
ISP URA PN 7 20 B S R A 3 B, 5 SOOI A 2R 4 I 70 0 i 2EL 2R LV HE VA 2 451 [2] . MELAS 1) 5
WIS NMNEESE, 5WEIEAE )2 MELAS R R, ZAE 40 B Z RN, 40 % 25 KRR K
HAER MELAS, HAH 1%~6% [4]. MELAS ) MRA — 5 J0 i IfiL 65 5 45 B A1 2E AOAE 5, 95 ek 5 i a5 i
FIAAAA—E 3) mFLIRIAE: B RNWRIAKERIE . BAL . B 2. IR T, RAMIL
e, FIU AT BRI LA R 5] PR R s, BRI KU . AR R MURE AN /2 MELAS Z5A E4F
A, Bl LR T AR AR . ARV R A S . 4) W ENRERS: MELAS 38 RIS
A AN R BE AN RS, R LUCIZ BRI JR0R N 3, FIPEEIES . SR e ) I BehG 5 . Bt
w5 LB JE DR A (AT D RS 2 . MRI T R BN T 538 071 [F] 1 S M RE oA, mT A5 fibi 17 i
TN K B E WA LB, SIRIT G . 5) SR A H AR PR A Sk e A
MELAS 5 F I WAEIR, SKIR R A FEB 1 [ B, 5 R I oK 1 Sk, AR AT e A2 s Ak
REEARMIZ0, — AT T & Ier e, 59— A TREAR T 55 A S B BUE AT 8L [5]. 11 LA 24 50
PSR SR RAE LA R I (T 30 I P Sk P B2 MELAS ZEA BB F BRI, "R A e
RAE[6]. 6) Hofth: MELAS i ] RILH B UBE 7 0 AR BRI SR S BBl 2k, s MK 55
B B REIR , A2 2545 B 0 38 P L X s AR S5 IR IR, B MR /N B AR KR B IR A5 N ik R G S
VAL S BE T B A S O JULE 25O I 2R B850 o

R (e S 22 B TIT B AR X K% B VA B P 7 Y MELAS , JRATT RT3 i — AR AE 1 Ay B A 2 3k — 25 5 Bhis i .
1) FLERMG S LR R IS AR (E M T i 2 EELS Wi TRE e bs, JUBRUSES . FLER D SR 2 A FRE
Fhi. LRRmIRES, BT ARRREEESE. ZRRIEA A TR, ZohiR N R
WZ BT, a5 R B RR vT i A A TN AR B i v AR, A M ALRR/K T [7]. SR AE> 40 MELAS
CEAEMEEE T, ALRACERATRRIER 1. 2) Skfifdtdk: SRR FLIRAUE & MELAS MRS 84 14F
TEPERIDL, En DL MELAS 582503 78 X 45k 1) FL R /K V- [8] HLRE L 4 o 1l I 522 v O s FLIR S 5
L IR HEFEE A IC[9]. Dominic A 55\ MHF 713 BH RE LIRS PTVE ARG MELAS HORE 208 S A
&[10]. MELAS [ MRI 0] JLAUNER ., Tl #ort )2 2 K AR REE S, REEEMEE AR, ")
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FEHZEIRFHEAES11], SESEAE, MELAS FEAELL 5 M5 M A —5, B4 P EQURE
BRI DX 35, o] BRI K AN B 28, (1A R B R 4 M 2E [12], MRA & MRV £ R ILIEH, FLAIR & DWI
J7 5 AT LA 28 4 S 7~ ok 67 BB R P I o R VR R 5| A2 1Y) DWI S35 45 5 A o B 2 P R I P G 4 v R 4 300
(R A BRER A SR, 2 H RE S AU SE AR IR B ) 7 O S B0 o DRI, R R VR I DWI G 2 7 1
(131 3) WLHE: XHFENIES. NBHEENHERI EE N EE. SHRRICVIEHESE, HiX
AT WA PEVERE, AR WILIEPEA SR 2R TE T A TR R IR #H > 4) B A
TR RE R AR B P B R, WSRO AR DL R R AR A SE S g BUR AL BOR . 5) LA
TR LA RIS s A 12 W A b s o JUTL996 (1) B 244, v L RRF 3 R S A% AL B IR 4 [ 2] - 6) 2
R FERALIE MELAS 2 &tnit, SRR ARRRE KA, A5 AR, R RAR K& EE R
AR, LRRIAR 3243A N7 FUTAE X S 4 id —Fh iz RNA, %47 S fE#EL B sy, K4 A3243G A
Ja XTSI ThAe B EEIRLI, & MELAS &8 IS R4, %84 MT-TL1L m.3243A>G,
Kt MELAS 2. 25 ERTR, MELAS Sk Z IS RFHER: 0, (HR G IR s, 5D Ar
RS T SRS W

H Al MELAS [MJCRFERIGTT 7715, DOAHE CRRGIT N T AR 2 HH AR MELAS Y677 FITT
Bie i aal. ARFARM, 75 B R 2R IR M e s 2 PR R AE R, T2 R AE R 1
JIBRE R B ARG AR R B R AR R A0 R 7 E M [ 14] o T DA R AE R R T 30K MELAS R 3545 230 i
R ARANE R R EE, FrEE = RAA 4 PEIH R AT R B s R TR MELAS Hoiiin (1 #E % 1 24 .
PR B RLAR I ThBEFIE 2 BRI S 10 TT MELAS FJCHE . 20 B SR (1 28 44 7% 1 CAE I AN
TEARW RO T R FE AR, 1 BLAESRIAREN 7725 o7 B i) A0 5% 47 A B 7 Tt R ¥ B AR
X RE B A PHIE AN TS, A MELAS (3697 1 K3 75 22 [15] .
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