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A new phenotype of mitochondrial disease characterized by
familial late-onset predominant axial myopathy and
encephalopathy
5 I O SR M BB R RS E 72 5 NI R %
RHEETIHMAI NI R TR

LTI

(@b LUHM]
EHRMHZEMIE (axial myopathy) 13, BEHREHICE R L -HEE S LB RBEEZ/FHET S
FRAHOHERETH D, RIEEOHEDHD., BEHNRERNBREENTNWS, FH,
BRE ORIKEESEMHZEREE 1| FRIIOWT, TORKEFRET 572D12. LTFD
WMEET o7z,

(MEB L FE]

MRIL. EEEHEMRZRDO D 1 TR 4ES. 25680 GEWE, &) TOWTIE. B
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A new phenotype of mitochondrial disease characterized by familial late-onset

predominant axial myopathy and encephalopathy
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EFAEHENMIE (axial myopathy) 1%, FFAEGICRE L-HER L EERREE 2 HUE T RETAOH R
BTHD, FEHEOBELHY, BEHRFERIBZEIN TV, FE., FARHEEZREEEFEHE
FEHE 1 RRIIZHOWT, ZOBRREZRETHAIHELIToz, 2 M GEiE, B 20\ CIXFEM R ERR Y
BEEITV. 55 VER (BHEE) o0 T, HIRERE, EIFRE. o TREFHOMELIToT,

ZORER. FAFETUTOMRERE LN,
1) BRBOKMEIL, BB TRETHILERE. CTERTRD DN EERHOE LVER, BEDOCK L |
F | BIEGEIRE  RABEE « NTERTR, Bl : BMEBE - FEEME TADA)TH o 7o, BHE MRI Eifg (FLAIR
%) Tk, BWEICKMEE & /PHOER, BRMCRKBERAEORES 2RO,
2) BB TIX. ragged-red fiber, COX IEMERBMMEEDI Fa v FI 7REI X o HRMELL 2R
Lz, BFEMERETIX, I ba v MY 7EEEICREEM A paracrystalline inclusion Z#ER L7z, E7z.
I hay P TEEREEAS GEREEET, EARI2ONC IV CETHEAZ R L.
3) BRSO LI h2v KU 7 DNAMDNANZDH FHDO I b= K 7EEFEE (m. tRNAP
602C>T, ~7T 7T AI—) MR LIz, XBETERDOEEIL 64.741.2% (meantSD) & HETH o7z, —
. BB SR L2 mtDNA (2B 2 AEROESIE, RHEREUT Th o7,
4) JREMEI P FY 7 RNABGEFERICESEI bary FY 7HE TR, SERESB LB IS
HECHRETFEREZBDIZLBAONATREY . AFRCBVTHEEN B L >ERH TIIEVEEBETE
RUERLZRD  EERBNLLRVARKRCTREREZRD R o/, £ HERERETFERDZ <IT mRNA
BETF 2 REELDT — MZHFET BB, AFECRE LZBEFER D mRNAM BET O T — AIHLE
LTEY ., WEMEROMEERIE, ZTRODHMRICLVAED I b FU 7 EE I mRNAM OER
BEETHDZ EBRREINT,
5) SEHORMNTEBREOFEEETEGER L NELFEL TI2RAHOVLDOREE LT,
mARNAP BIEFERZRE Lz, AKRBIZ. I Par FITHEOFLVEERE L EX I,
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R, mDNA OEHFICE > T, HLWI bar FITRORBEEZITHH LE, ARELHRAEANETH
Bo Ko TABFIILFEMMIL L LTHORMELZETHHDLHE LT,
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HR 1) mEsE Tli72\v axial myopathy IZ28B8WC, I hary FY TEEEZHRINTEMIXH I ?
(E%) @&V, HERIE axial myopathy DEHBRAITEH, I har RYTRERZL LR -7,
B 2) 2EBEEREGPELIMEIN VIO ?272E 2, HAOEEDEV T mtDNA OERR|E
BHDBOMN?
(HE%) BHEEHREFEINTWAEBIIAOHZEIN TR, LA L, MELAS Tk, MEFEHD
mtDNA ZEERB NI LBRRESNLTEY ., HOBEIC L > TERKBAR S WREMIT S 5,
®R3) kT, M MRIZBEFTRBRLR > TVDDRREN?
(B%) I baryFITEEET RALEEFEECLEEERRRIZLRH D, ZOEHBEOV LD L
LT, R mDNA OFEDEREZ LN TN,
" 4) MiDoFHICH CK IEE B/ TSP, BI5-FHRE T axial myopathy BIE & HF TX 5052
(EE) REEERBGTFERBOIIE, BETDIAREELRD S,
W 5) BEFFEMECHAONIERFREAKL, I bar FITREEEOHEBHRIETHLDHN?
(E%) BHRFIREAKIZ, 7V AT7HERY—LIhbDOT, I bary FITEREEDIEL VRS,
B 6) I F= FU 7 t(RNAM.RNA) & % t(RNA O & IIARARMICER D DH 2
(HZ) mRNAX, T haryRUITHOZ R ERICOABEE LTS,
HE7) I barFITABICIRY —MIFEETIZON? I bary FITHOZ A2 E, T har Y
TOFTELNTNEDONN?
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(E2&) 4 (BEBE) X, AV IF 2 a7 Y 728 2E 2% mtDNA OFERE < B (HER) 13,
Za—n BT 5ERE mDNA OFERFHNZ EBRHEH IS,
i 9) RRATENT, BEE ORMALFERITTH 2
(B1%) FRAOBE, B, REAOERIIBETE TV,
HE 10) ZEA mRNA BEFRER L CHIREEICHES LEHSNTWER, EOX A TOHKIEN?
Programmed necrosis D AJREMEIX & 5 5> 2
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(B BEMCTELET7 Y —AX—2AREHBE RO o= b DO LHESNDR, FMITALLIZENT
AY/4 AN
HR13) BEZSEELTHHEELED T, Bentspine ERET 5D ?
(EI%) Axial myopathy DEBEEIZiX, BB VEEREL, OTR-TBEEZSXETEENDH D, FIED
K8 % Bentspine & RBLL., %F DEKEIT Bent spine L ITRBL LRV,
B 14) EANEBILIH o T h?
(B1%) BEOWERH - T,
H# 15) NADH 5t Fu ) —¥iEH (HAKD OHFRRIXE > Thon?
(BI&)NADH 5t Fu 7 —FREICH O RIEHRET A b ho Tz,
B 16) [MEAEEERIEMET & IV OETIX COX EHETIZ L2 b TIERWA LmXICREHB ST
5N, COX EHETNEAE I OBRERHLZETEIEI00,
(EI) COX 1EMEIX, A I OBREHICESEEE L2V, EEEBEREMET & IV OETIX. mtRNA £
BlzLabnlEZ 5,
H17) AUHRORI TS, SRS L I2ERE mDNA OFIRITIRR DD ?
(EE) COX {EMEAMET L T 2 FMRHEITE B mDNA OFIE B35 < . COX IEHERRTZI TV 2 fH#RHET
3B R mtDNA OFIE IRV, T EFEB T2 ERM, single muscle fiber analysis TH 5,
B 18) 1 >OMHAICERR mDNA BEM L TV < DIk, EEA mDNA OBEFEERFH N ZDD 2
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EEImDNA £V b RV EH L T <, mDNA EEROFAIX. EHTIHFIIDLISRN,
R 19) B BEICHEE B 2B A, ZOEIRICIIE R mtDNA 22 < et ) 57 Fa /) 7
FELTWHON?2A) IF 2 Fa sy 7ERsHERD R OMRAZDN?
(EZE) AVIF Fa Y7o bay R TEERLFHEEIZONVT, ZOFEMITLNL R,
H I 20) MRS IIRFT SN TWVB 5?2 MRS @ ROI (BALEENLE ZICBRE LIZh?
(BI%) HROZBREFTL, WBOY— 7135380 kh o, ROIIRAIMERAFAEICRE L,
G 1 21) Long-PCR Ti, deletion 72 ¥ D4 XBHEIX72 03> 7202 FiHD mtDNA TIX E S K o72h?
(BIE) 28 H T, mtDNA ¥4 XIZEE X R o1,
B 22) LG OE RS mtDNA OEIERENE WD Z Lk, IEIELHRICHLELRE mtDNA RNE
HLTWBLTPHRINDN, CKEREOEBEEFL T r?
(%) CK 1% 200-300 (2 & % 5Tz,
B 23) ERZEHIL, R mDNA OFIEREL<, LI FPary FITRERHD T HLPDLLT,
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