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ABSTRACT

A Case Report of MELAS Syndrom

H.S.Jung.,O0.M.D,,]J.Y.Lee.,,O.M.D. PhD., D.G.Kim.,O0M.D. PhD.x*
*Department of Pediatrics,College of Oriental Medicine
Kyunghee University, Seoul, Korea

MELAS is the condition associated with mutant mtDNA that most
closely mimics thrombotic cerebrovascular disease.

Characteristic abnormalities are two. first, “ragged-red fibers” in
muscle biopsy. second, point mutation in the mitochondrial DNA
analyses.

The characteristic clinical presentations of MELAS are short stature,
recurrent stroke like episodes, migraine-like headache, sensorineural
hearng loss, glucose intolerance and neuropathy.

We now report a case of MELAS syndrome having mitochondrial DNA
mutation with an A to G transition at the 3,243rd position diagnosed in
Chung-ang Hospital

Key words : MELAS, ragged-red fibers, mitochondrial DNA mutation

- 225 -



it 3k Aot} &3], vol 13, No. 2, December, 1999

MELASE AHgol&e AU 2o
velg 7 oy, A, F™, 15
A4 WZvib), we JFR A Ao
HA9g FFHIe

3

odified Gomori
trichrome 44 ragged-red fibers
TS Holo AIgAY FHEgs H 7]
T8 ol4oez MWEHE AMYHAA
24 Z(mitochondrial myopathy)¢ 3}
UZ AHEAAY 248, 135, FAEF
I HEFE TF 59 %—"o% Ao
2 3 ARAEL AL F off &
MELASZ #x3a # €T A&
g Bux AL FoldlA ERAH
Hez oz ALYA DNA 324394 4
71¢] Adenine®] Guaninel.2 x| 5
o] E¢dWolE& B MELAS 1¥E
BEsArld TERFEE FHOE ¢
A7 #E BidtE vpolr)

| . EER¥ES

dg Jlm

_Ia

OE

‘Name : 4 O €

+ Sex/Age : M / 14

- Imp) 1L.MELAS syndrome.
(Mitochondrialmyopathy
Encephalopathy, Lactic acidosis,

and Stroke-like episodes syndrome)

2.1/0 Heart dis.

- 226 -

- PH) A7)zt 10709, AAE &

- o/s) 10. 2

AA A F 39kg
973 local ENT9Y|A allergic
rhinitis Dx. Tx.&} JIERE

-FH) & - DM

- ¢/c) Headache

Mild dizziness
Nausea & Vomiting
Lt. side weakness
Ataxia(Lt. upside)
Lethargy
Ptosis(both side)
Growth retardation
Arrythmia

-PD 144 WA AR FHELE

EA0E  FIERFOITIT 7]
o/s®l 43 headache,
vomiting < F 99.104 A7l
c/c Z3o Tr :HWYE IM
adm.3ty Br-CT, MRI ZAAF ¥
99.106 A€ F4¥E NS adm.
39 BrMRI ¥ #AA HAMY
MELAS Dx. 2I3(RHEHAE
$) PEFES BEx g X
8 9Ysl9 99.10.18 KOMC PED
of adm. ¥ °o|¥ 7] FAE A
2 ZAFHPYLY 991024 ol F
Ef EmEe] ESke] wAsn
(focal Sz.) FA IPHAA V(K



#1.

#2.

#3.

#4

o
o
a3
2}

#hF Lt facial palsy@A3d)
Age distd e FAEAA
g 2lFsol i AdE
##&38 Y% unchanged discharge

.

Headache : 4¥9% 1021 74X+
3% 1-28 §8%% 3ag F=

o}Aol $Zoz WFE VAL
B9, ot FUE HAG

P

Z A ZA(Brexin) pmlE AL

3. 1022 olFEE FAE ¢4sH

t Age ngon, Bhx YE R
2ol =AAR ezt wA 23
T 3E FEst A%,

Mild dizziness : 10.18% & 7 u]3}
b7 10190 Ha A
10200132 ©A
10219 BN A4 T4
AP, 102201F2¢
nafgoen 102301F2E A
714 R

Nausea & Vomiting : A% 24
A0l 44 FARH JueH ol
FEZE A&Y. TEE 279
Z4 olgley 1019 olF=+

A o

IF{E

G

oo

Lt. side weakness & Ataxia(Lt.

side) © LA ZHAAZ FF
Aol ANeH o]Fdx HEHE
299 Aole Ytk v A

- 227 -

-

#5.

#6.

#1.

#8.

Aol

o H
Sl
—
N
ol
it
o
X
3o

Lethargy : {4 9°l$ HAA7A
&Aooz 71AA B FA.

focal Sz(Lt. facial tremor) & Lt.
facial palsy: §44%Ald<s 07t
1023 AEfIEmERS #iFs i
. 1027 EfEmEEY add 73
dg doy|uA tHuirlE Tt
. BREAY AEE 1HHARL
Agtd Hrlsg& dS AFA

o1

s
!
4 7t JemE ASEhA



it dup Aobd 3HE A vol 13, No. 2, December, 1999

#9. Growth retardation height
152cm, weight 40kg2A 4o}
AATREY 25 5

p(percentile)?)3t& ¥ <),

- Current Medication

1. Herb-Med
1) BEFIEL# ok 2ch #3
2) U-C 11X #2

2. 718} Med(A& S B9
Brexin? 3T#3(prn)
Decaquinone? 3T#3

D[] B-CDP

[A¥] B-Cyclodextrin piroxicam
95.6mg(piroxicam 10mg)

(¢F2]] Prostaglandin g4 A9
A% g, 295

(5] 84 5%& Futsle Fg9
a9 - A53LE

[#34) 24, 44, FUd, 4883,
E% 9 A3EFTY 935, 25
7F, 487, &%

2) [9}] B-DQ

{4 &) Ubidecarenone 5mg

(¢F2]] A& mitochondria &
AAAG Al A energy AAko]
Fa% 989 &=
HEARA ¥ 9%
A2ZNE A, Asd
Aa& % 74, aldosteronedl
& sodium A 738 A,
(%] 2= == 3559 284

SEX]

Riboflabin 3T#3
Curan 1T#1
Domperidone3 3T#3

1 3

1 AHEA 28

/18]
AHRA 7% ooz QA dd
Ue A ZEge AEA de)E
i gk

AFRANE AAA o AUAE ¥

(F28] 91836, &z, AAZA,
FEAY, £F5YF
3) [%°]] B-DOM
(4 ¥ ) Domperidone 10mg
(oFe]] 9 HolxF +8&4, 9wz
59 A4 FAE, 9F9A%

4, x4 dopamined ©E
2Y34, A5ZE
(£%] 24, 7E, 44537, 2573

o, 8%, 2%, 449949, 9
FrFE, gRAA=Y, #4324
I3, G FEA FAA,
L-dopaA] §fA]
(F28] e UEe 71% ZHo
A, FALLZA F4, HAlL
W], g, BEqhaz F
Z, AAgA.

4) AHgAE e o]FFRE /1A
v A7|#eF2AN, JAAWe ATPE
s YA yidd Fag 9
< . Yo HHo] thF I

- 228 -



C IR R Y
Aele 283 A71FRO2 nucleic
DNAgY d¢& EEF  {FAAQ
mtDNAE 33 mtDNAE 16,569

A @G eR o) FojR o] F TR
dHez @ FHAZ 22719 (RNAS
271¢] rRNAZ encoding3ts, Ax}A
2A & dAse 13709 &
sy FAo Bt A
AEAE BE AHAZN 24
ofvgt Zrzhe] Ao
Ass T, AEZEEA 7219
2 gAZRz BxsA "o
ZHAN A€ DNASQ
Aol 7t
7hR AR
A9 A DNA

3 =

p 84

=1
L.

=
2=

01_9_

Sle YA DNAYE3}
Mo Fgo] wdw

Hol gli, e o
e 5'*"%‘5‘ AL A5
Row, yEthe) WEHe H\E’(E’éi 2
o i, MEZFAYI = Krebs 32
Lt g-Akglel BAdte &4 o9
e e 2H FAHRE MR
AFY Al DNA(mitochondrial DNA)7}
st A4 RNA(transfer RNA)

R MERE JY elEg
(ribosome)oll Al AL A[o] Ul Rk9] o]
EAYRE FA43tn ok W=
ARHG A ToAste &4, ATPE
d Bk,
transferase(CPT),
o] FHE st

=
R
=

=

carnitine palmitoyl
gdh 84T

[§

: MELAS Syndrome H5 1#lo] g =

Atk WA ol@ @ A@A DNA
Adolel A% ARAL 7ol
499718 FEE BT 9%
o] WElg 4 gom, SR

2
®ol

oz 3o YArtzRgo] gargk
= o}

g

[}
= =
Q)

=

Mook

53

oy

ox Wf ¥ OW

e
plo A,
2

il

L =
A

)
encephalomyopathy)°} 2t L &
AMRA HoHFS AMEAY PAEF
o] olAto g oldte] F2AAA =
Ao trFNE doA o8 A
4] vEhvs dgold.
AHEA 2B ZA AVAY FEF
o2 Yo HEFEL] &
1 MELAS
myopathy,

(mitochondrial

#,

0

32
=

%% (mitochondrial
encephalopathy, lactic
acidosis and stroke like episodes) It
e oRER
MERRF <% (myoclonus epilepsy
associated with ragged red fibers)3}
?j-ELU}H] u]-ul-ai /ﬂ A Z]— uobg ﬁEzo]—
of, oo "}ﬁi‘ﬂﬂ 3
CPEO %% (chronic
external ophthalmoplegia

R E IS S0

progressive

including

- 229 -



i3k ey Aol3) 83 2] vol 13, No. 2, December, 1999

KSS) Fol

ALRA F#o] dojue olf & AHY
A AR ool ArdAle dF
eude TET ¥ fAA9 oL
2 UHA glon, 3% ol F
frol ety oFd dEFEE RY
o frdA olgel wmetd BHEA
A AFRA fAR AEolu A
42 AF FE, AEA FAAY A
EQWold A% HEH 3 {FHA
ol o A® Foz BRY F
R, 2zt @ AEEo] dVld £
dEo. aHyv Ze fdH olde
M ARME g d8TEE
Heloh

(e
AR Age e AANE 28
BAe B¢ 3Y%Y 27 ¥ Ya
$AT AR A8 A 28547

A HEega 2ol dg &

Be 34

At
AHHA 8N SFALE
o ZolE Holw mebrM Atz o
2 Z9Ee d3le o] MEEoA,
AbF AW e AR diAbs g o] el
il Ax Aze Jgggez o
€53 Qo HZ BEALESGHY B
Ho] LA HA ALYA DNAE 24
ste] frdH ol A K7 FFH
g Wde A MY g4 ANEA
o] Aayyges AR QU

O
Fﬁr

2 MELAS Syndrome

(sl

MELAS Syn.& AtgA9] Hejghs,
N3 ooz BAsE AF FI
32 1984 Pavlakisol o8 #4&
o719l AAAQ WY, HAA, FH,
Fa2d wkiviul e} 9 ke ¥F
BT HEFTY TATE BY 79

2 of
Ygt =5y 78 d8 3 e
zAdstd 948 AT B SI

F4e molyl WEd AgAY W2
z, £t AEZ¥Zoldy ¥2E @
o,

(73]

MELAS FFTol oA HEF
BN FHANAAL] A5 A
ZoAXL AHYA ojed 719 A
o2 AZAHD vk FFAZA Y =B
AdHe e J|ARY AYAS F
Bittn Rumgsd, o#d o
E ARA AgAA FFAFAY &
Adas g gdoe] g Fring
e Y "ol ¥E F Qe H
o] d¥Hd & Ut HAANY 7
Ae otz EFAs AT, HEHA

- 230 -



7F YJekal AR

AFR A gl A YElYE
Krebs cycledl A pyruvic
Aboll o) 4Fe] i 57]4 tlAtel Aol
7 AA ZHA QoA Fd o] &3}
g A7t FUHEOEAN YEhve
o2 WA ok, Tk H fAX

A

9 T ANY FAE FE AFIHE
AR 2 o Frlste 2738 B
4 At} pyruvic acid ¢ iAol

&4 pyruvic acid & ®E7}
slal Atsld NADE AA A 284
Ho o} Htg2o] $Zo02

[ell

e

o},
pyruvic acid + NADH + H-+
Lactate + NAD+

«>

(5]

MELAS F3%T& dAZ AoloA
e Ao WEHE HEFO
T3 (#Svhy], #ASZALL, HSA
oFdE, TojFol, AATHA), F
T, SFER, A, d3sAL,
ddse e dEhdd. MELAS
z237 FRANAE HEFo] LA
Mol EAHJ] FES HAFFEL
FEol AAITI i, HEFT 5
e AAHQY HAS, HE ARAE,
AEvpuly HE 4440 A3 o

: MELAS Syndrome £5 14l 3 &z

o
o[N
oy
o
tote

4o
i

H
b
i)
B o £

ofN
ox

Z
)

of %

»
AU
ofj
of
o

5w

B
)

i g
o2

T

olN
oy
o

lo T

o mx
2 £ oo

o
9
2%

T

F
s

I
A
ofX

St

L)

rr

o
&
Bos o Koot &

off & rft
o ku ofy
it i

+
2
T 2

o

2
)

of
S

of.
of
X
off
IO )
B2

b
of
ol
e
[

)

v

o, o
.o
i
o o
ol
1o

o
P

e x
o
N
)

¢o,
o

AL ko D lo omiN oox 1o g X

tio o

FT
2

rr

o,

p—
>
L
el

of
of
)
lo
il
s
)

rir

o
>
Y X B ook

L)
i oo ™

to
>
rr o8 of
A

2

(U U )

i ox

oA P
§{='4,
o yo

modified

“ragged-red fiber” 7} #3 5

o)JRE AREnE 23

O
A
oX.
Y
o
Jo
2
X1

HAEg ¥l
Az,

Br-CT, MRI
both  basalganglia  calcification®]
T1-weighted G7dolA £3] Heolx,
T2-weighted  94elA  temporal,
occipital lobe% ol B
infarction®] AZolgtn RHEXE=H|,
ol #AEC] YEUE AHFAAH
A&} Br-Angiod ¥ A4

& wolAl e A4k dF-Eolth

434

274 brain atropy,

5Pl

1.

L



A FF Aot} 33, vol. 13, No. 2, December, 1999

A8 EAAQ 94 27AH 2
2 AAY  “ragged-red fiber”
2 AHg A F2H W g
AT, O AHEA ASA T
T UE UL 4y Sl
veld ¢ glen, AgAY FxF
w3 e 8 =MERRTF,
KSS(Kearns-Sayre syn)®, CPEO %
7 o] folstzx gyt HI
o ol2jg ALHA 7]Fel el o3 A
gol AlgAl DNA9| w®ojo] <3 &
Aete Aoz WA i1, MELASE ¥

o1 oP o rl
LS A R Y

29 A% AYAS  DNAZe
nucleotide 32439 X]°]  adenine©]
guanine2. 2 X #HAY nucleotide

327191 X9l thymidine®] cytosineo. &
&= o] ALYA tRNA F4x9 Ed
o7 Yol BuEHrh uwheEkA
ol2] g AlHA DNAS Ex#43% 2
Al2 MELAS $3¢¢& #248 # 3]
€ ¥ olde tE A-A A=
2 Hdo] golsix

CERREES |

ARAY 239 NEQHe mALH
A AgAel dalAq N 278
2333, T AU NSIEE A}

5 il 154 oldel wHatm, w9
AR g2 oo, ool )4y
el MaWAHe Holv, JEE A
B ole gulx 100mg/dleld, 4
Z4 Zo] Yeidrth 1 9o 4% F

of, 37 Folj7} &5t 71EHo] 9|

CEEIE S ERELEPERE S TR
= o Ao AN ZMELAS 3
F2AN ARE $4 o @7l¥e A
A W xS 278 FAF

e Aol & 749, 48, ¥4, 4F
(acidosis) & % ZH3dloof 3y,
e £2%S A8 UFoIESs
gofstn, TFAAE dAsE R

2 ¢33 A bicarbomate, phenytoin, A}
A Il R R R A 3t
chloramphenicol, 3] 3}
oF 3t} Vitamine Ks; (menadidone)
£ complex M OAg o E=go] HH,
coenzyme Q7} KSS #zte] E29]
doe RiE oy oy
Vitamine Ks ,coenzyme Q2| 2&3
AL olzx @ A IA &g

carnitine, riboflavin(Vitamine B, ),

tetracycline &

6) AHgAle] e e 59 &4

22 T4Y EFAEFY HUT 7
2Y complex I
(NADH-coenzyme Q
complex II(succinate-coenzyme Q
reductase) (reduced
coenzyme Q  Cytochrome C

M

[«)
As

reductase)

complex M

reductase) complex IV(Cytochrome
C oxidase) complex V (mitochondrial
ATP synthetase or ATPase) $°I
AL, TFAIE E4aTY o] F8
g olfre R AFYA
Aol AY3}eHA o]t ¢io] H7I
o E-o}t}, MELAS S3%¢2
complex I &E&ol4ds &A™ Yot
T BuE0] Y.

ol g0

53

- 232 -



thiamine(Vitamine B, )%%&
S W AFHA Ao &30}
o2 4 3 AHEZOZE AR
7% AT PtEA] =] FHoe
7= obF gith

AF7A B AEe)
oL o8 Q&
222 ofA7A

AA]

ZJ_,

2 o &

o & o
rO

oX

ragged-red fiber
dgou e A
Hol ¥HaA

ALY
BAH

A A%

gtk 2o &A
A Fdol AMHA
A g F3 nucleotide 3243 &
< 3271 bpe EWOIE HJAFeR
N oE AMEA FE83 7dEe] 7tE
AT AR oAcwE g 9o
9= $4 #AYNE moya-moya dis.
7t oldel = ©ed] Aol HEFOR

ol
=

3L -
- .

MELAS Syndrome #5 16} tHg &%

Azad A BstATE Aol
Boh Zeiy B4 fH%H HARg]
Shutie s ez =

=
Ao AN
Azopuly WEPA2A0 QL A
713k
Br-

=

= ol

e ox
(o3

¥ K
o nit
n

(g
bt o
12

b

oj o

e
Z o
2

NIRRT

o ox TF o M (ot ox & W

e
ox
oft o\

- 233 -



g sk Aold) &38R, vol. 13, No. 2, December, 1999

25 XK

1. £4%9 MELAS 337 18 2
o}=} #1364, Al 3%, 1993

2. olej-#9 MELAS 337 19 X
I dBAARAEINA A 119, A
2%, 1993

3. Ay Ee EAFAEH JAZ &
g MELAS $3FF d3tiolalr
3z A 349, A 18, 1995

4. g0l ASA Ao A
AN 13D, A 43,
1995

5  dfols] FAdgqA LAY
MELAS 2% o 20}A7 3]z
A54 1%, 1997

6. FA3)9 Kearns-Sayre ZFF
Ao 3 ANIHIE 2 F&
A7 FHEFIZ 24, dANRH
3=, A16¥ 3% 1998

7. AAE Lo} vEEE=gE o} 29

%, Zols}, A 349, 1991,
p745-754
8. FAgR Zoldd dYImAgA

pp795-796 1997
9. Rudolph AM, Hoffmann
JIE,Rudolph CD: Rudolph’ s
pediatrics.twentiethed,
Stanford, Appleton & Lange,
1996, p 1924
10.Zeviani M, Bonilla E, DeVivo
DC,DiMauro
S:Mitochondrialdiseases,

Neural Clin 7, 1989, p123-156

11. Pavlakis SG, Phillips PC,

DiMauroS,DeVivo DC, Rowland
LP : Mitochondrial myopathy,
encephalopathy, lactic acidosis,
and strokelike episodes: A
distinctive clinical syndrome.
Ann Neural 16, 1984,
p481-488

12. Shapira Y, Harel S, Russel
A:Mitochondrial
encephalopathy: A group of
neuromuscular -disorders with
defects in oxidative
metabolism. Isr J Med Sci 13,

1977, p161-164

13. Swaiman K: Pediatric

2nd ed. St.Louis,

1994

neurology.
Mosby-Year Book Inc,
p797, 1335-1353

14. DiMauro S, Moraes C:
Mitochondrial
encephalomyopathies.Arch
Neurol 50(11), 1993,
p1197-1208

- 234 -



