ZIRE. (S72300044

RIMZ B F = i E M B AR E IR &

FERRA S B FR: hiAE R 3243A>G6 ZTMNKFE (%
Y& PCR3E)

FREEER. F=F
HiFAZBMR: B D EYIREFABRLAF

B= 77 SR A AR B I AR O



1 - < S 3
B A R e 3
S < B N Y S S S S 3
S A M 3
R e P 4
— R L 4
R AT R R i e 5
SRR e 9
V. P s MU . ot e e 11
AR B, e e e 14



BEAER

—. BIEAZR

(N AT RFEARARAE

—. BIFEAER

J-M R R Bk LA R L ¥ 6 5 B 4% 3 1% 4-5 F 401-501
=. it

oM R R kIR L ¥ 6 5 B 4% 3 1% 4-5 F 401-501



TR PR

— . FEmitiA
(—) Foe i ZH RS
PR E B RO LK L.
F 1R EEA R
A% MG ERE EE ko
DNA & BUK 1.9 ml/& X1 Tris-HCI. Triton. EDTA
K 133 P/ <1 & E K. Tris-HCIl. CaCl2. i
‘ Taq M. UNG+ dNTP. M3243 E ty 2 F 5| 4
M3243 PCR R AL#E | 450 pL/E 1
K4 MT-RNR2 WARHE 5| 41 X 45 4+ 4
M3243 [ 7 42 5 95 pL/4 <1 M3243 %7 i kr . MT-RNR2 % i
M3243 [ P i 45 5 95 pL/% <1 MT-RNR2 A %
(=) FRWMHBAR

A A T AR S A AR A DB B R 5

MT-TL1 £ 3243 {2 A R E (m.3243A>G) .

R & T SR i L B 3L B O A AR A R AR

(mitochondrial

1\

encephalomyopathy with
stroke-like episodes, MELAS)

564

lactic acidosis and

AEEY 5 By o i, A 4 R AX

KRS AR B ARAE 4 0 % BCHE IR 4] AR 9B e IR B A&

B4 4 BB I B H A S AR AR B AT A

AL



(Z) FRLENE

24 \Nml &

(@) =il R

ETYREARYT 2% (Amplification Refractory Mutation
System, ARMS ) £ &7 % PCR &R, SLILA B J5 I % 40 e A AR
i R MT-TLL B 3243 (1 5 A>G R Ml 45t &t
PR MT-TLL 3K [ 3243 fo g I HF R M 5| 4, B AT W AT 2K A
5 E @I EE Ct 248, AR T LR MT-TLL 2EF 3243
o BB RN D

—. I&RRIfARELA

(=) T Z2RAH

1 EEEMHHSEF

FERMREES . B4 RUTORE. ZE8 K. &K
R, X FATR SRR AN T A GRE. B Bl K
. R F I B EABATR, HERARZTER. 1§
M Ak KRR, RN FURA T B Tag B, UDG B i J7 A1k
H R e Mk 3k e k1R, dNTP B AT RHE i 7 1b & A ik 3R 5

Hig AMBEEREM AT T HE RS, Edsha
R HAEARENE, HET EERMBARAERFTE
TR B I 64



2. ANk 5 i o B4 o BB L

Hig AR T BENALSF &, GEEESE L.
SE G, BEAUSERULRERERSZ R, SL5F X
FGRAEARG & Tk, Hf: MESER 3%, 28 H ARk
JRH m.3243A> G MEMHAA K, HHESF R T4, 25 EF
7] 3R I B A 6 P B m.3243A i B B A RLEEAR . KIS Bl 4h
Hy FLAAL 1 5 R TR B m.3243A L 5 BF A A BE A Fu AE A R 2R R 4
HARAKR. EEAMSE R 3 W, A HEEEER. KA E
PRAEAR DR P MR . B RS & 1%,

AR R R AR R R, A TER
B 09 F B 45 6 BAR AR il A F (B R . F
FEAFETRESBERR, #HTTRELAPIR. §&FE
AT, BT BUEE o B AT VE.

(=) AFLELBRREREAR

W TR KRR 2 5L 16 DNA BRI 4 % &
B K AEHR. BEFIREKEEFR. %8B EFRTIEHR
R FARREENRAE AR BT 505 HE A EA R
B DNA &8 % . BRKREHFR . B NERLE
HEREHRE, AL AR, KA T TRERNKR.
74, A AR & R R A B A R T Y A

3
FE



i

RER, BRI REEFTL.
(=) S Ha P4

ANTPER P N R EEGRE: BEHE BEE. RER,
At (XX . THKE) - MBRERREF .
HIE AR T REETERR T A0 = #1757 7 A A LA
( ABI 7500. SLAN-96S) Lt b 37 & %kt

BEREAREHA =N AT ERRO & ZkEe. &
i 5 A R DB R R IR B 0 JiE R O AR R AR AR AT RN, 5
Sanger )7 & Wy FHPE4F &% 100%.  [HHAF &% 100%. A
KRB I R R % 4 B AR AR G LR AL AR AR SATAR N, T
6% 100%. [ 6% 100%.

¥ o A R AE L Z MR A & AR KT B M A AR e
AT R TEA M. fhi. H#E. BA. BE. FREEE
F . AR RS EA R, SRESAEFEH N 100%,
Hit# ACtH|Ct pam—Ct vic|9 % 7 2 # (CV, %) A KT 15%.
FUAR T GG RAT

o IR R A& DNA WRE T AR 24 ] 4 i
BEARFAT 20 RE LN, L 95% (n>20) By FH M4 REH
FrofE, B T AT AR RO IR AR 0. Ing/pl DNA % &
T 05%t %= 4, & & /41 10ng/ul DNA 3 & T 0.5%H K74,

o



I3 3T = b AR F 3t A ] R Y I R FE AR AR AT T TR A
% ik .

R R R AL Z A & A m.3243A A 5 B A B A
AL A AT R R R AT A (m.3460G>A . m.3252A>G ¢
M.3271T>C ) AR RAEIAL O 5 H0E & & A 3 5 7 K0 A
YRR EAR AR (ks RE . REFHHRE. ZHF
KIATFE . BESkE (RaBESd) . 22675 3KE.
SBREME . FRERE. FRARRRSE. JARRRE. &
mR 2B RE. RS, SR E B A ) TE T R XRMIEN.
ERE R ERAFERY G K A AR RN

T B B 5T AR = AR R W PR A 3 4 e R AR o
“REFMENAE NIREE TR SNRETRAFTET T
HIRBITN. ERET: 5%AEMA 21, 0.9mg/mL K& H . 10%
KA R S WIR T T A AR & A7 £ T4 1.5mg/mL L-#F
@B . 0.9mg/mL % 4 % Bl 0.01mg/mL % 4 & B2. 0.5%F%
%A R E. 10% R 0K . 10%AFE 27 Wi, g X
NBERENRE. EREK TN OBENTERRFIFREET
P 3T AR AT AT

HE AR T e R O % 4R A AR AT AL B 3R IR R
BF5, B = KA A B A O R R A AR B T AR



Fo i B2 R P BUR R AR BRIR AT 0.1ng/pL.

(v3) KA BERSE R B AR

FET P s BT BT 5T R L e R SR IR B 10 Ji2 % 4 R AR AR, TR
BTG B9 22 ST fnBh A 3L T AR AR 592 7], sk B MELAS # % B4
IE R PF 5 MELAS B . ik £ A 5. ZAFEmN m.3243A>G [H
M B VLR AL . R H ROC #1419 7 X 2 51 75 5 0 ek
W7 AR, 4 A i o [ P I BT A Ct=|Ct pam— Ctvic|=14.8.

(&) RREKWHR

HIF AR AL SH B AR DML A,
PR A BE L. R, ZBREBULE N F LT,
X UG B A B 3t SRR T R R B 18] i B SE AR E ML
FRERE (FRRZE. AR El) iR EZEHR, #
BT ERM AT AN N ARRG R A, ERETF &
M & TRE MR AT 3 b R T L R AR Bk, Ho
B AR AT S0 K = KA 7 T-2035°C T, 2 AlE S 0. 4,
8. 12. 14 MHEHATHIM. #E T A" BE-2085CHET,
AR ERE 12H. Wi, HiEAREARTEHRIT T AR
iRz

=, IR IFESBER



HEAEEMERAKZMBL R LEER. LB RFESE —
B, SERFMBRLER. B ERKEEY E R
HLEERE 5 AT T KRR, KR KA RN b
WG & K 5% A An e JK 5% 7 ik F#AT L BRAT 50, A K
P B RO A . N L ROl SRR L e FL R
o F 2 A R AR 42 AAF (MELAS) ) B 2 fu b 5 08 3% k%
WA, FEARXA N O BERT, N4 490 MR A

RIS DB KA 5 e R 5F A (46 RAT A
AR AR B BOR E R LA R A S IR AR R R B
SR Wi, FENAHYD MELAS Rk B4 125 4], Hi
% W B 365 Bl KA RSN A R A I 1
BTHAR, RRERET, A7 &5lERSFHE LRGIER
REE K 87.2% (95%CI: 80.2%, 91.9% ), s JK 45 57 £ K 96.9%
(95%Cl: 94.7%, 98.3%) , B 7 B & B A R4 ik R
fE .

AR BRI WA A 5 e R 5% 7 iE—RIJF £ 8
B, SENAL 250 BUAEAR, HoA AR 86 4], AR 164 4.
R — R 7 AR T AR AR, R R A A I TR R
THA, RBEERD T, K™ 85 I6RSHE 7k th o g
&& K 100% (95%Cl: 95.7%, 100%) , THMFE%E K 93.3%



(95%Cl: 88.4%, 96.2% ), & 4563 4 95.6% (95%Cl: 92.3%,
97.5%) , B R IRIGERIMS WTIAF 5 s R 5% i A BRI —
g

KR IR BT 5 — AR F 25 48 0 6 — 10 3 o 3
FHAR, #HATIE RSN AN, FENA 433 flAER, Ho
FEE 110 ), A 323 fl. RWERE T, A& &5 —RIAUF
L B B FE A5 A% A 100% (95%CI: 96.6%, 100%) , FHMEAF
&R KN 97.8% (95%Cl: 95.6%, 98.9%) , EFEEN 98.4%
(95%Cl: 96.7%, 99.2%) , B 73ISRk Al LA B4
A A6 T

AN A — R, HEAERD T IR ERSE
AT T A AT

g PP, e R I SR B R R BRSNS WA A e R
75 BN WP E K

M. F=&5 XS E

K& YYIT 0316-2016 =77 2 XU e & 22 2 = Y 284k B
Y, X AT R AT

(—) ZHIPE

2R i L 1 B FL B M E Fe & A & AE (mitochondrial



encephalomyopathy with lactic acidosis and stroke-like episodes,
MELAS)%: A4E 2 5 8 Wi & AR/ 2 — . 3 CF B &Rk
il U B8 FLBR M E Ao A5 P A AR Y D e T 3EIRY  FIARYE
MELAS &1tz JR4F RAT & AL SR B 5 R85, 23 mIDNA
2 nDNA Jk [ Foim 2 57 20 AL A i 2R 76 A R 3 4 b AR (o 227
I B B MELAS # Ak .

BT RSN A A B R T A SRR MT-TLL &
A 3243 fr A RF (m.3243A>G) , T MELAS &A4Eth i
By, HARWERNGERSH, A AE A I R BT 2 BR
o ) 6 P — K, K B AR R AE B R I X A S e E AR
TEAFE 2 XA B RIEAT R A HI T

2 mlE KA ERZ T KA R TAERSLT
SEERM, W Oh MELAS 2% -GAE 6y 3 B 5 17 5 R s 1y 5
VTR —MRAMENEELNER, BRELZSREN
e R AL 5 At 52 30 % A 4 A7 5 A 7] W JROIE SR R AT SR 6
Ui, AAGEKRRERE TR, K7 &5 KRS58 L
5 K REUE A 87.2% , W K45+ /% K 96.9%; 5 Sanger ¥ i%
i, MEEEFAFS % 100.00%, [AHEMFEF 97.8%, # 4" &0 I
PR e RS

(=) R E



AR F AR B W RCROR, R T A T R AR
BH. il Bk, 2@, 5. EATERESERED.
REAREAESFeRIEREHA L. NG, B7 A8, A
P BN B SR ARG R A B A e AL R R R A
BEH RSB B M, A R h 2 e Mo R 2R T 5k
B DU A B T 9B B A, B R B R oy 4 7 S 0% A T
ANH A, ZBEEF0, EERCARAKEL, AAZ” R L
TR Z AT, EARIEARE S, ETHEERR
R g e, B A 4 R R R LU E B

1. 75 A 34

ZR R & TR SN A O BT AR A SRR
MT-TL1 3L 3243z m K& (mM.3243A>G) .

PR & A T SRR AL R e 3R M e An 2 R 4
(mitochondrial - encephalomyopathy with lactic acidosis and
stroke-like episodes, MELAS) 4% &4 Hy % Bh 15 I, Ao U 46 2R AR
HIERSH, T ek 2ME N AL S R R 3E, IEREA
B4 A B AR T RO S0 E RIS B B A T 2 BT
e all

QEFKERET: FRUAHSFNET 7 Bl i
By oy PRV B o R o B E R



REARTE AR N E = KA D BT RA = ST RIECE
NRREEEELAY (EHFRAF 739 5) . CERIMSHTK
AEME & FEEAEY (BRTHRBEELRAF 485 )
EHRENBERENERENE, 23 HiF AR NE M R
ERHAT RGN, FRTFFELAM. AAMENER, &
EIANFATE, EPETIEM.

2024 F 04 A 29 H

frfr: @R AH



LRHLEER 3243A>G REKRIURME (Rt PCR ¥ HHH
(=541
WARR: BRI 3243A>G BRI & (%% PCR %)
[a3EHiH ]
24 Kyl
[FA&]

ARG TARS @ PERTIIN B REA T LR MT-TLL $£ K] 3243 A s R4 (m.3243A
>G) .

AR B BT AR AR i JUL9 £ vy LR I A0 A b R & E (mitochondrial  encephalomyopathy
with lactic acidosis and stroke-like episodes, MELAS)%g & 4E (K5 EZ Wr,  HoKG I 45 AL LIl R S
%, ANRE BMUE A RIS SHEBR R AR PR A N 25 B JB 3 17 R LAt S 36 3 A DN i s 25 K]
FOOP RN 25 AT SR G I

N Rtk DNA (I8 181E 3 S Re R : OREFR L 5205 O e R0k B SR 4t A,
RESE AT R 2R ik 51 S A BV R S A% 38 2 B A 74K, (R ) LA RER X R i s 21 F — 1K
@5t HuMH mDNA KRR, AR mDNA 557488 miDNA SE47 1B R FR N
BRI B s 2 U, mDNA FEAEBEA G B L 1) “2ie” W& AR F RS 1)
“50% AT IRAS, TR TEE mIDNA SEF A7 mDNA DA A B BI3E R A7 AR T IR — N2
btk s T . AR, 7R R, RR K mDNA FEHL Y i 2 FAliE R, Hes
18 AN [F] () 20 B 5 A A TR LA 878 mEDNA; @ BIE RN : R mDNA (548 mtDNA 15
43 FEFR 998738 47 4 (mutation, load), S5 mtDNA JEA8 K S S M FE BE 1) B S48 . MR8 4 g
I — e Va S| R T RE R, ) REREAT IR R MAOA Bl — B R 5 SR E T
The s MR I IR ACTEIR , X PRI SRR BRI RO o R T [ ZH RN 88 B PR 0 e B Ak i A
FEIANR], ANFZHZH I B8 574 BT 75 1) Th Be A5 1) 4 b Ak 948 47 A (1) LA A ) o BRIk, AT
BN FIAMARAN [ ZH ZUAS [ 40 ) mtDNA S48 F far S AN R 1R DA 2R B A R i {45485 75 [
— R RIUAFEZRA . ANFEFEEERIIGARR AL Rk, PR JF R 2 Ridd i 1112 I 75 2L 45
B B A F PPIEE 5 A [R] A I PR IE PR S 21

AR MT-TLL ZER ikl tRNAReY (VURY - MT-TLL 3£ Kl m.3243A>G £ £ 5848 R e
o DL PRI B A RS R 50 1 s AR o L R B U LB 2 mtDNA 3243 47 5 S8 tRNALeY 5 [F 45
PR, BN ARG S, SRR E ARG REG, LRSI 28t ResE it
AL o S0 i BILIS £ 75 7L R HIAE A 25 ke %A (mitochondrial encephalomyopathy. with lactic
acidosis and stroke-like episodes, MELAS)%E &1E & fc i WL IR PR B 2 —, 838 R R0k 5
IRK, AR AR PUTATE RS PR, KR R AR 10~30 2, DA IR R AR e KA
WIS FE ARG FLIR MUE  WLRIIESS TC 0 o8 2 BEIG RAr a, RIT R P BB TR ph 2 H
B W DRt 55 R0 A8 o 2R RAE B R IR SRR A BN R IR I L R A S S B



FVE B R RS B RESS . 1SN 32, KR, RORERS S Wl rERE e R B
BN BRRE MEMEEE, FER: B2 RIS B Nk s AT IS R
BB S M RG . DAL AW, TG BIE. M5 RGRER. KHE (b EZokifg
o L5 v 7L R IR AR 2 R R A BI2R B KR, ATARYE MELAS Il PRI A RS 451
FEHIEARINIZ, KL mIDNA B¢ nDNA = D5 3505 48 S5 B PRI 35 A 4 0 4 4 UL 114 B 28
PR AR 2 MELAS [ “4etanE” . 29 80%ff) MELAS 3 1 m.3243A>G #4A8 5] .,

(iR ]

ARG TP HPHAS RAE 248 (Amplification Refractory Mutation System, ARMS) 45 &5¢
J6PCR A, i@ kAR A 1) S W A4 20 w4 5 Taq BEEFFIASTFH , SEIRN D7 REA i fk MT-TLL
FEA] 3243 £ i A> G RAR A o A G BT T kiR MT-TLL BE A 3243 fi7 sl it R e 514,
LT A PRFE RS H R Ct Z M, FIWTREA th Zobi i MT-TLL R X 3243 7 s i AR I o

[ EEHHT]
H oy %4 itk 535 FERS

DNA $2HU7K 1.9 mI/4& =1 | Tris-HCI. Triton. EDTA
AN K 133 P/t | A K. Tris-HCI. CaCly. Hith
M3243 PCR Jx 450 L/ Taq A UNG< dNTP.M3243 H A 514 K 384t  MT-RNR2
W U | AR R

ME R 32 paras \ <
M3243 BTRRES | 95 MUEXL | \1aogs s, MT-RNR2 P 2k
HH

ME i F23 peran .
|\D/|3243 FAPEi 4 | 95 /il MTRNRZ 1 5 5
HH

L AFERCS AT P A aT DL E
2. W HEERRF: KR /KE PBS 2K .
[ 54 B %]
1. 2045 CHlEEfRAE, AROH 12 MH.
2. SR R S e R, RER BRI 7 R AR H A FHER bR R .
(&R ]
ABI 7500 %7%¢ € B PCR 1% . SLAN-96S 4= 5 E H PCR 7047 248

[HFAEK]

Lo MEARSRAL DT (DEREA .
FEARSE: KRBT A SR AR e L, B I A &b (RS 7yl 15-20 &
R A . FERCRIE IR, R A 1 B A A 7Sk B A 1 mL Jo e 2R P
#H/K8l PBS Pl O T, ISR Sk MR AT, RSk B e
b E R, BRI

3. REARMRAE Kzt AFIAEARISZ BRI T, 7E 2~8°C T RAF AN 14 K, AT 7E-201C




+5CH-70C 5 CRAFAEIL 12 N H o NS S Bk, PRALEUN L 5 IR FEAsizit
KH 2-8°CR 8RR 7 RUAN, BOUEIRAIINUKE B85 3 RUN . FEAIRPUZIR S, RALR]
BEATARI, 5003 B T-20°C £5°CIRAF, TRAFRT ML 6 4 H .

Qg iRr |

1. KRR
MR 15~30min FARFIM-20CHUH, T 2~8°CHRAERFA, K& 0 imieE s 30s, FHEE
20 Bs; ERIKI B SRS, A 56°CHI 95°C~100C .
2. BRRIEE (FeAbHX)
2.1 M ik dne: e a DRI OERIERY 1 min, {38 1R B 40 AR s it ok,
Fpad 7o B i 5 40 i 2 R 2F 200, 12000 rpm 5.0 10 min, FF_EiE. I\ 50 pl DNA
PERGHEAN Bl 85 R K A fyTiE, AIRIR. T 56°CH#E 5 min, FEH 95°C~100 “CHun#
ALFE 10 min, 12000rpm 50> 10min, WY H_EFE S0l £ 1.5mL B0 GERAEREBNITE) |
B NP3 DNA, AR .
T EUCRAIR IS CAiAZ R B A Qubit 4 926iE. 406t EE T NanoDrop2000 8 H: A
AR KPS AR AT E , BB IR B AR 0.1~10 ng/pl 2 i) (BT 0.1ng/pl &
WCHHFTHEEL, 5T 10ng/pl BIAE AL IR S WOFH Ali/K P Ja PRSI o BRI R A R wT S R e
BB T-20 5 CHRAESH .
2.2 IR A% s H 4 il IR 4% i, NN SO $& BGRAN Sl 25 S KRS . T 56 CHiF & 5 min,
T 95°C~100 CHHINHALFE 10 min, B#HFE 0 10s~30s EIF] .
3. RMWEE GAFHESRX)
5 UG I 7 [ BT 5 I oA o BRI A
RYEFMARALCE n (FAEBAMEME. BHTEXTIRD 203 PCR NI, %8 18/ 3%
PCR IR, e NFEAKLFLIX
4. e (FEAAb3EX)
BAFMEE AR IR . PV R B FHEE 32 3% 2.0 P/ B, 20 Sl iEN PCR
R, ARy 200, #RE aR BRI, R B OB AR AR T RS, A

FRHHEIX .
BN AN (N = FRUAAN R M fdE @AM e m) PCR RNE, BRNSARE I TE -
PCR i FH & FEEARFH SRR
181 2L 201

5. gPCR ¥ (MY HWX)

5.1 4 PCR X ME MR BN E £ PCR A HIFE ft A, 3200 B A4 PR B FH M B it o A 48 i A R
HIFEAR, FHRBFEARLRR. KRR 45K

5.2 ZGKMEIE RS ik FAM IEIERI M3243 A>G, iE&F VIC IEIERM A S, K3k R%
¥ “none”; LYkl Passive Reference i8¢ “none” .

5.3 RNAEF iE

|

B | wmE FN} 8] | s

|




1 UNG i) v 37°C 2 1

2 Taq BERE1L 95°C 30 1

3 ARE 95°C 10 7 40
B, JEA, SRR 58°C 30 7

5.4 R NAK RN 201l

55 WHEITEHE, R, BT RN .
6. BT

6.1 JE4 5 BB E

WL ER PCRAGSITE WG, I BCE KA AL 145 Rt T o4, WEWT:

DABI 7500 ML SELR S RIME e RN R ES G RGPS R, WRIEs iR, 17
“Linear” i % 11 Baseline [ Start {5 . End {&i LA & Threshold fi CFH /AR 4 S2Br 15 o0 B
ITI%E, Y Start B AT LALE 3~15. End fE P& fE 5~20, ¥4 Threshold ] Value {f ¥ & 9 FH#% i
IR 120 CREE 7 IV ED o MERELA 938 i 2648 2000, BIPEm &2 S i 1 i 27
HuK T HEML) , S “Reanalyse” HZERE M4 R .

@SLAN-96S WAL RELL o BRI B TR B4R G I MRAFEE R, ARTE 07 J5 B &
BRNKEZL . BEED AT, FEZRECARE 6-12, BEBINKE 012, W[4 briEol %, HE i
HJF: Threshold [ Value w1 B 4[5 S 2 GIEY 1/20 CKdiE s mlicE) , (ERIMEE
LT3 1 2R 4R 500, BRI 1 i 28 7 BB T RME R
6.2 JiiaEbrifE

JR 2 X 1 B bRk
N FAM JEIECH B B Lk, VIC liEA R i)y 1 ihzk, H Ct{i<26, ZiRH
IH 1A 42 i b S
e R FAM FI VIC 3B TE ST B B 1 th 22, B FAM J#iE Ct<<20, VIC ifiE Ct<20,
S A ACE<148, SRR

PAE BRI [F]— S i A A2, 7RI, ARSI N TE R

K FH BT E

FIFH ROC i 2327 i AR & I BH I W, - A Ct Cut-off {=14.8. A Ct=|Ctram - Ctuic|o
(RS R AR

? ) A Ct=
B FAM i iE VIC @18 |Ctram — g5 R i
Ctvic|
K &5 A MT-TL1
E N
1| CTﬁ@;ﬁﬂm # CT {4 <148 ERE3 HER 3243 47 5 54
A (m.3243A>G)
25 TRy A A HY
MT-TL1 3£ [H 3243 fif
2| B CTEHEEEE@ A CTfH >14.8 FA 4 MRAE (m.3243A>
2 G) BT &I
ST PR
3 | ACTEHAHER Ct Bor / SERTR | BUCEFREBUZ IR




P 2 "undetermined" )
45 5 A

H Ct HELHEK MT-TL1 F£[H 3243 fif

4 | yrigdhZk, B Ct Wor Ct<26 / 99 14 FRAE (m.3243A>

"undetermined" G) LTI A

RS B

A CtHELEE R N YA TR RS

5 | yHizk, 5 Ct B Ct>26 / s | VAT ;;TUW‘M”
"undetermined" ’

H Ct {HEXHER | A Ct {HELHE X TN

6| yHnze, ok Ct & [HUH B, oot / s | WA gf“ﬁz"‘*”
"undetermined" . R"undetermined” ;

VE: EAT P R S IRAERT , SRR AR AAENTEFEA, FAM JEIEA Ct {E(H S A4 3 th
2k, B¢ Ct {7~"undetermined”, VIC & A Ct {E/EJCIH WY 14 #h 28, 5 Ct &7~ "undetermined”,
g RIWA B, R MT-TLL JE[A] 3243 A5 %4F (m.3243A>G)

1

€2

5.

(™=

1.

RB7 R R R ]
ARG ] I R BE SR SE 4R S m.3243A>G. A7 £UAH R IR 2 s B B2 T 5 4

SHERR 2 B I DR 4 AR BEAE NI RIS ME— (K8, I R = A2 B85 & 8 2 Il
PR T 5 HAth S50 ZAS I i A S AN (R I PR UE 38 S5 U0 AT 456 FIWT

ARG AR DU [ DA m.3243A> G A s R4S, Hifth mtDNA B nDNA 3 K #5055 48 57 5]
(1) MELAS £5AEAE A 370 G R Rar U BBl P, 1 AR ) Al 5 S B o A e HERR S0
A o

TR R BUCAE R B BE 2RI (XS N, I R 5 A AR I SEBRE LT RS &
SRS A, T R AL KU BT m.3243A>G Kill, HHSINSE BN m.3243A>G
BH P L H 3028 4 2 99 - BT PR 3R B I A 2 R Bt gl = TN S R L 5% s 0P Al 45 SR A
mM.3243A>G FHPE H A HH B 2R s PR R I AR /A4 R EH I R I A T R R 0B S
TSR AR T AR (1) B, AN R 234N [F) 40 i (1) mtDNA AR 7 fuf AN ], AN [RIRE AR T
R 25 R T BRARAEZE S o A IR IE FFE AR B TR AR

ARG m.3243A>G JE AN L, ASRE Rl 2 A% 47 £ LL A7

dn tERETEAR ]
BTG 3. K0 3 4 Al FHIES i, G5 RIIRY MT-TLL FEH 3243 7 R4 (m.3243A
>G) o

FHIERF A2 A 2 A0l S U Bl () Aol B M S35 45 IR RO ARAG - MT-TLL
LR 3243 7 A (M.3243A>G) 5 Kl 3 sl for v R AR () Aol B 1 228 i, 4558
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