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Heteroplasmic m.1624C>T mutation of the mitochondrial

tRNAY2 gene in a proband and his mother with repeated

consciousness disturbances
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S har RUTHOFBEKREZ2DI bay RY 7&EE T (MDNA) Lo SZZ8RICB L Tid, G
UL EOFEIC R SHENRDH D, TOFTH m1624C>T EROPHII—FZRFOHE DL TH Y
(Robert McFarland et al. Nat Genet. 30, 145-6, 2002), i 534212 ¥ % homoplasmic {2 L TV 508
BRIRRBIANIZER T, BBUIRIE CTHTENZDO T L DL IFREBI S L <134 T EERRH T
T L, AR Y Leigh BEFLIOEEREARERZ S & Z Lz, ZIE TIT heteroplasmic
(2 M1624C>T ERZFFIERI OB IT/RN, AT &2 TN FEIE TRE A8 LS 2 15—k
DEMREEZBV KL, m1624C>T Z ¥ % heteroplasmic [ ZHFSREF- 2088k L7, AZRHIC
BWTRIZELED heteroplasmy OFIG O ERE LTV, BEH D homoplasmic (T & DZ %651 & FERAEK
Z LR L, AHESIZ DWW TEL LT,
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Fuit & 7R o THEGNE, 36 kA, 25 KRFIZ, A ZIT K D REHEEIBLE 4 1 5 — Mt o E Rk
PR 2 5 U AR & 2e o 70, W], FAOBEREIR . AR 72 & OREHRRER 2 38D 7,
MARBER CITHLEE, BB VO LR ZHV IR LRD Tz, ZORERNITK LT, WAIS-R, WAIS-
I, Trail-Making test, Modified Stroop test, Wiscontin card sorting test, Word fluency test 72 & D f#if%
DEPIIREZITV., 7THEBOBREBE- 7o, Fio, FEEIE 37 e L 0 FsehEE) e S0, %)
FERLTAMATIEZE D — MO ERREE 2V K L, 385 CT iz —@PEIiz B 5 Rk
ZAR IR LT,

XEIZE DA T r—b Fartvy e, BERENO/ZRICERLZITV, Ainek, &
F DD EZ VT mDNA Zffit U7z, BF A ek, BFEMHA. BFHRHE A MRk mDNA
IZOWTHEBEY — 7 = AETERBBR 2T 577,

F 7. ARMS (Amplification Refractory Mutation System) %% 7= real-time PCR %2 X
heteroplasmic m.1624C>T O & & # 1T > 7=, & & O FEIT X, p-GEM-T vector Z F|H L 7=
wild-typel624C & mutation1624T @ plasmid (2 L W BEREZER L=, EEOBEOHERIKIZIX
SYBR Green il L7,

W, AIEFOREITY 7> TE, BADPFFESNRNE D HoICERE Le, £, AWFTITE
REBRFEFHAEmME - Bio T EmEE RS a2 ERLEZEEROER
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B PmER, EEMHA, WO MmER» SR L7z mDNA (28T, 4 mtDNA OESIfEHT
Z4T\VN, m.1624C>T heteroplasmy 22 %% R L7, F£7=. ARMS k% 7= real-timePCR (Z X ¥
Foile CtEND, MERZ A L TERLROERELIT o7, m1624C>T ZRILFITEEH
P 88.8%(29 % IF)>HE T 59.7%(36 7% IF)> 5 I EK 47.8% (29 nkRF)>HFE HifnEk 34.0% (36
k) >FERL M ER 17.2%>>f 5 # HiMER 0% &V )R Z2 1572, m1624T OZ R =R 1T 7 /TR
FHmER, BEHE T D LT,
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IAETIEL, 9 2o%, PUBRMERED A IRIE, FES, BREZR & ORMEEEE T mDNA
ZEH R miDNA & B 4 2 B8 s 128 B & B D JE Bl 3 2 B0l s S 4T v 4 (Fattal et al.,
Psychosomatics, 2006; Kato et al., Neurosci. Res., 2011; Munakata et al., Mutat. Res. 2007; Rollins et al.,
PL0S One, 2009; Rossignol and Frye, Mol. Psychiatry, 2012), 4 a3k~ (%, #0 K4 EikkEE %2 L9
ek A2 2 L, IMBEMET O, ELrerBo EH 2R 5 FREITH LT,
heteroplasmic 72 m.1624C>T AR A [FE L1z, 4, HEM sample 1X7222> 7223, Macmillan X
Shiraiwa 512 X5 L ERIMDOLERR LIEBFHAMEOLERRIFAFEThHoT L MESINTEY
(Macmillan et al., Neurology. 1993 ; Shiraiwa et al., J. Neurol. Sci., 1993), ABEFHE TOMHDE R )
ERIETH O, FAERIZRALDOREE RIZFLTWDH EEZ LD,

BEH > homoplasmic SER] Tlx, COX KM H STV, ABEFHRICIBU T, 88.8%(29 5).
59.7%(36 %) & W\ o T2 mE D m1624C>T RN o722 b b F, ARERaT Tk, K/
KRR O FHRRFE LIS O BF P L0 X AR F— 158D ey o 72, M.3243A>G 28 . Cld, COX-deficient
fiber X> ragged-red fiber 2" 5N D EREOREN & D & e STV S (Jeppesen et al., Arch.
Neurol., 2006), M.1624C>T Z8 542 B L C & [RIER I iR BRAT RS E IR 28 B9~ 5 28 BR O BRI A3
b AEGNIBMELL FOERRTH D Z BRI,

ERLE =R @ heteroplasmy D F# Hi(Z 1% RFLP <° Tagman probe (Z & % real-time PCR L ¥ ¢, ARMS %
Z{H fl L 7= real-time PCR 23 f Th 5 & i TV 2% (Bai and Wong, Clin. Chem., 2004), B £
V=7 U AETIE, REEOERIIFEMD 7 A XL FEE S AREER S 5,

MeAEBSE S L <I1X Leigh BMIEFELL O HEE 22 EEARER 2 5| # Z LTV % homoplasmic 7252 %1
X LTy Fox OIEFNTRIEFEE-CEFRIEIR IZ BV T, HERBER] & 5 2 5, Homoplasmic %
R TIIREBROR N R, ST, MK T2 EOE & 72> TV | Rorbach 53, VARS2
(valyl-tRNA synthetase 2) DIEEBLSAZE R DOFEZE % rescue 3 5 AIREME A E %2 L T 72 (Rorbach et
al., Nucleic Acids Res., 2008), 4 [FlD#5 57> 5 BE#H @ homoplasmic (228 52 & DRI T 5 & |
heteroplasmic (222 %2 2 9~ 5 RFZ R G O ERIAFER I TEEIE T U | heteroplasmy D bb =R 73 F BRI E
KFD—>ThsbEEZXLNE,

HEUE O TR ORI TAMER & f) & HI2 m1624C>T OEBENEL T LT\, AfmERkIZE,
TITRREFAYIC m.3243A>G A RFNE T T 5 Z & BN B T 5, Olsson, t’Hart & OHFFE T rapid
turn over IZX 5 H D TiXZeW M EBEL I LTz (Olsson et al., J. Hum. Genet., 2001; t’Hart et al.,
Hum. Mutat., 1996), L7>L. #IHCIL turn over OFBHIZ T . FH#MIIZIS 1T 5 heteroplasmic
B RB ORI OMEITIT L A L7220, Zhang HIEHHIZ BV TREFI 72 m.13167A>G A B3R
KTFA2RELTHY, ZRMPOEROBESICLLZDOTIEARWMNEELZEL TV (Zhang et al.,
Hum.Mutat.,1998), AFIDFHIZIHNT b [FIEROHF T m.1624C>T 22 BB(L A Z - TV 5 AlRE
PEDSTRIE STz,

(Mitochondrion, Volume 12, Issue 6, Pages 617-622, 2012 4F-g#L)




