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FmCREH Identification and biological characterization of an Indonesian

family with Leber’ s hereditary optic neuropathy
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T harRYTHEEE, MIBAOI har RUTORERRRE 2D K- MR, O
5 BRI 21k~ REEZ A CHHEMATHY, CPEO - MELAS - MERRF %235H 2,
L—r RS IS I hary RYTIROOEDT, EIT 15~40 BRICRIE L, AE0RNIE
T &2 D BRMROERNR S, tho I bar RY 7K & A BRSO -
I EAERERR NN L, BHEBEOHAENE Y (BED 80%BHM) Z &
B LloTWns, L—ULFIZIZI > FU 7 DNA LkiZ 3 2ORENBETER
(G11778A + G3460A * T14484C) BROM->TEY, ThHDOERITTRTI harv Y
TIHREEFEEARIOY T 2=y b a— FTBETFLECH D, L—IVRORE - B
221, I—n v N TELENTVAER, KET VTIEEBT2®ETPR, 4V FRVT
IZBWT 6 HRICHRE2REMRNIBEELETTIRRBA O oT, ABFETIE, ZOXK
ROFEERANEERL —FETHD EREL. ZORRNLE LN MIRREN L
DNA OffitH - 1L B ORI Z2ITV . Zh b OREE AW T L —WFEIZ DN TOAEY
FHIET 21T o T2,

12 ADE HBAEZE DT 43 D DNA IO\ T, PCR-PFLP % - Direct sequencing $5iC & 5
AP V== T EFTo R BRFELEN I b2 R 7 DNA LIiZ T14484C B R % &
ETTAI—OBTRHOZLWREIN, ZORRORBEEENEFIIL —HETHDE Z
ERHLMITR 0T, TORRTO L —IWFEDRERIT 33.3%. BED 5% BEHETH
o, £, TOBRFHEDOI Fa RY T DNA EINTal—7 M IZBT 52 LR
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S st FAHE LTV D L D HERD D
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E [ LRI SN TV S, S8, T14484C
. EREFSRERICONT, U TS
1| A A PCRIEIZ &V RIFMIZIS T D84
. DNA #79®3 h=v KU 7 DNA
patients Unaffected Controls BRI, L—ULRERE  IEREL
carriers FARIEH - RHBBER LR L & =

Bl RO mDNA/MDNA ratio (E#)+SD) . 2z @#¢p I h=v FU 7 DNA &I
AL 2O FERIEE RIREE O L ORI ~FRIZZ A o7 (Mann-Whitney test) ,
L= LR B E RUSMCIEREE RRFEOHZ NI bar Y 7 DNABREZE(LSE 5
R % o TOEAREMEIIERIZIITETE RSO0, —2OMITHELFERREZ AV, &
REBLBEFOFRREANVTE Y, REERCEELG TN 3 HRITHELUL TWD ZLhb,
HRELREEHICB TS5 b2y FY 7 DNA BOBEME, L—_FfEROZERIZE S
RO Sl SR AE SR T OIETER T ISR 2 EIER L & 2 b5, G11778A B RREE DR
MmoI bz Y7 DNAEBREMLTWS E W G, ZOMRHERESE T OTENE
BT 2MEER L VO BXEIFT D, T14484C BRRFEOFEFEELED I Fa v
KU 7 DNA BRZNI LIZOW T, #fEERICES I b= MY 7 DNA BEOBEMITA
WL TRRY, MR THIBEETI b2 FU 7 DNA &2 L7z A L —L5
DORIELRNMMET T2, ML b= KU 7 DNA B L — VR RIE VR T
BDAREEN B D, ZD L I TI4484CEREFHOL— LR TIEI = FU 7 DNA & ¢
V—rULSRRIE & ORIICBIERH D Z LR ENTe, £o. Gl1778A B R & T14484C 252
EOBTHERDD Z LD, BRIZE o CTU— UUWRRIEICBE S 5 EROBEE R
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Antioxidants - Asc Toc Toc+Asc -
H,0, + + + + -

2 HOLEBIT & HHIBETE & HBRIEFIODE, H0: 0B 5 24 B OEMBE OB & E R LT,
[]:wtiEs: B T14484CE RGN | HBBTHE [ T14484CE RRFMMTHF,
THF (FFSEROTSY) I a-tocopherol MiEtE & L TRV, Asc: 10uM ascorbic acid
2-phosphate Toc: o —tocopherol+THF
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F 70, T14484C 75 RAFEHHING & xTFREE & ORIZ b DNA HBIC X e o T, BEHITHIRRME
KA 5 &V I AEOFETIE, P EHA ORI E TIEE LR o7 & HER
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H,0, {03 & 5 DNA OBEORE L b, BEBTHERZTIRON T, SEOHFENOIX
L—rUUE O BIEBREEN L RABERIIROH bl oTe, B THRIERDRRHER
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. L= UURORIE~D X PeafkB T OB 2 RARZmIXNBN L 20nh D08, BER
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EHiT, L—VUEOREICHEDOIMIBEZHAONITEIILORETHA I,

AWFZEIZ LD A v FRY T ORROREHERIEEFILI =2 F U7 DNA @ T14484C
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