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EBIfRT : COQ6 BEFNEANT OHRAUERZREL L3
R 70— EEREDO—B]

JedtgE RN B

MA 2z

AR F T4 PP A 70— YiEREE (SRNS) O 1%133 ba >
FY 7B TEERZMET 5 CoQl0 ARICH b 2 BERBOK T / 4
HIEF (COQ2 COQ6, PDSS, ADCK4) OERIZEVAELLZ &
PME SN TS, COQ6 EIETORENTUEAMHRELER IS 2L
SRNSHEFNZ 0 L THER I CoQl0 fii Fuseid: & ik LIRE T DBk
1b% RO 7ER % $R T 5.

BEB] 1B, 7 7 v —UBUEISR LA 8 A H TU NI % fti
TLBRICEERAR - REAIE RN Iz, SRR 70— PhE
BEREL LCAT A FiERERBLZEETHY, 2701 K
LU ACE BHEERB LT v VA7 v ¥ v I Z2HRAREYEOKS %
TOhDPOEERMED . ERBMEREET L E LTR YA ok
ERZERBEAICMATREI bay Y 7§22, kit —2rx
V¥ —IZ X B MBI SR T COQ6 MIZF AT OB AR R
ZEE L7, & 512 custom array CGH (2 & 24T T EER 2RI 2
T COQ6 BInT DT U AR RE% FME L7z, WBOMIT 25
ZFNZENRB X ORHRDOT LIV EICINS DERPEAT S LS
MR TE, COQ6 BIZTHAENT THAMRERITHE) SRNS LBl L
72, CoQlO MiFe L% IT o 72 & T A MR N ICREH OBEMLE 3D
72 BAEREEZZ ) - FREFTHY, IhF TR
TV,

[% & 0] COQ6HEIET-HHZ X % FLIE SRNS FEBN A LTI R
D CoQl0 HFTEH LA R TH H W fEtEATR Sz, CoQl0 A1KIC
DLBEHONST ) LA BETERIZHE S SRNS BN AT BE 2 )
BOWHEEERRRD 12TH Y, BB - HEMADPEETH 5.
I bR THEEETREE 2 SEICE W R 2 R B
X OTERR NS T2 WA O EEEAVR Sz,
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[ Fa ¥ K 7RIE : mitochondrial nephropathyl &%, I b2 v
K1Y 7 DNA (mtDNA) 3 L <38 DNA (nDNA) OZEE% FK &
L TSR A RIS & A BRIERY ) VB E (OXPHOS) R hiE S h
RRETHEHRBESVERT ZLAITE S, 1980 F£1CHE Y, mtDNA £
B2k s3I vary vy 7hfE (MELAS) 2 Fanconi SEfEEE 2 & 0F
T 5/NBEIDSHEE Sz Z LT, 1990 4E1CLIRE, MELAS 123
IRGEPERERIRTEALAE (FSGS) 2&0F T 2 IERA MG Sh, Th%
& 5 DI mtDNA ZRI2 X 2k E 2 TS Eb e wI b
¥ B TEREDS, WAD FSGSIEFIHFITIEA TS Z ED3DHI ) IHD
7z, F LT, 2000 £ LIKEIE, OXPHOS O ETmEKRTH 5
COQI0 AW E-9 5 COQ2, COQ6, PDSS2, COQ8B (ADCK4)
% 32— K95 nDNA OZER), FSGS R A7 uAf Fifitkr7a—+¥
OFERERLZEPPSLPIZEN, nDNAERIZE LI bary YT
BIEDOFAEDHOND L H 1 holz. INET, I by Y THRE
OB REREITIEY) TH o725 COQIOMMEI ha vy FYTH
IEN, COQL0 512 X 2 EF LR RIRENTETE Y, RUP
WiaEEns, F/2, I by ) T7HROBERFELEA I bav
RO 7EENDOEBIRE L PFEEI NS, I Fa v F) 7EIEINEHT
BAKBL Lo T ZEFRTFHEINLSHKIE, "I Py FYTH
IEZ LS W IIMERICBRHIL TN ZERIPROLNDE LS
W25, REETIHE, LX) RMICI bary P TEELEY, Z
LCEDBEED XS LREERITVBWINEEE (FREI B A0 BT
Rt getns:, MR 2 V72 L2 S, BRI
B, Z L THBEEBRINT 2012200 THIAT S, 512, 3+
VR TREDEREEZ LIRS B 72012 HAREIHFES J-RBR A%EM5E
ELTERMSE T2V TWwS [ bary M) THEEEREDOE
FFA] OREFHERD ST 5.
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[lZUDIZ] BN F~—F—DN3I b ¥ R 7IHICH LT, it
RO AEH BN F+~—7F— GDF15 # 38 /s L7 (Annals of
Neurology. 2015 ; 78 (5) : 814-23. Nat Rev Dis Primers. 2016; 20 (2) :
16080.). ARFEDHMETH L T, WHITHBERAEE CHEWHE S
GDF-15 OF 734 A% ML, ERMEREREZ ML 72 [hiE]
MBL & L[ C Latex W2 M L7z, IEHE, BLXOI bV F
Y TERE, BXOYRBIO Y Nu— VBT, £t ELISA B, BXU
Latex W3 CHE L, ZORRE, FFREL X CHREBERICO X
MEE L 72, [RE8] EWEE0 %, I ba v FYTHIRE 424, BLOYR
Bay ho— V#1064 T ELISA #, B XU Latex ZHEOMHZ T
WEEITo 72, ZOKE, GDFI5 OFH T /NS 2L BMEIE, I b
a v FY 7HEHE (10240 U/mL [563.8-1,591.0 U/mL]) TIEH#
(381.0 U/mL [330.2-482.2 U/mL]) WL CTHEICHETHY (b
<0001), MEHDF —N—F v FIZMh o7z, ZFOHEE, FHHMEATRE
L7z Latex iz Wr3id, JREE 0997 - FRELEE 0935, 10 450> il 2 fs i CHR
IR A THLHEZMIETE, TSy POREED 6
PHUEEFRGTH L. [F L] WbimAk= CcllEniE% GDF15
Latex ZWisE 2 fZE L7z, C OBM#IIHEk o ELISA ik & L T,
TR it 2 9 2R AMGEC & 72, 4%, ABWEOHAT
OARRHEE LEMNER T ETHh ) IEREEZTFELTw5b. [4#] 3
P Y FYTHTIE, A704 FERIIREFT L LS, AT70—YiE
BEEEZRELAZI Py FY 7HRIGEFOEET VT X L5 51k
TLUENRD .
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2 F3AY FYTBEDRE

HE T L ESR Y v & — HheTii R b
JE EHE

ISP UMY THEBTERICESCEREIR, I b3 Y FY 7 DNA
(mtDNA) &% DNA (nDNA) OZRIZKBITE 5. LFEM % mtDNA
25503 tRNALeu @ A3243G TH Y, BIRMIIZEARZ L) #1TE
HERELKT 2235, MK CIZERS R IRRLE % 720, 1T
L 72 IREE CUEE RIS A D o Wi B O BRI L R R TRV 5E 2 1F
J. BB 29 FE Masson Trichrome Jeft Toiged 2R L 72K K
A D RBEW LM, AR ~ R EEIRME LM TH D,
granular swollen epithelial cells (GSECs) &5, GSEC dJRAl
BAREICRECEY T LI LT L, EERICH > TR IS
RELIEDBBHEO D H 5. BWTGSECs 28T 5L, K&L
ARBERICHER L7284 3 b3 v B 725 E IS FE 9 51505580
5N %. GSECs DfRUCIZ2 DDOEE MDD B, 1 DHIFRETH D,
HAEARERSCBAME 75 7 ~, h~EEE 12D GSECs 2SI FE
DOENDD, FRIERPLHRNETREZEE L TTH) LEXH 5.
39 1 DM R E AR E DN TH 5. GSECs DA E Il
I HHMEIEEE X 2 WO E X LIE LI B A L. nDNA ZRo
EBNIAREE CoQl0 B HUCEIS-T 2 R OBMETER (CoQl0
glomerulopathy) T& ), SHIFHIZLEIEHIFIED A 7 a4 Nk
70 —YIEMRERE (SRNS) 223255, BARED R 70— BIiEfE
b H 5. CoQl0 glomerulopathy (2 & % SRNS i Bl Tl B w1
DSREAKIZBNEAL TH 528, #4795 & collapsing type D HIRS-Hi
P BRARREALRE, ONFAMEAY VFy AL ERE TS FdR LA
GSECs bR ICERD SN, B TIEAR FH A MITRE IS FT T 20X
L7z Pary FYTHALNL. AFEHLKTIE, mtDNA, nDNA ZHE
EHEBIORBUE IR L, FOHNMEBROEE N 2B 5.
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Mt3243A>G ZR % ¥, I b2 ¥ F1) 7 DNA LoOBEMETERIZED
EHERE LD ICHEREFIET RN H 5 Z LIZDHI2 LA SN
T &5, EFEOBIEFIMRETOELRICL Y, % DNA FIC
HAETHI P FY) 7THEREETORL LFAESR, Tho0ER
TEGERE EDICEZEHTLZ L LWL oTEL. X5
12, FofTd COQ2, COQ6, ADCK4 #ifsT R ax ¥4 4 QL0
FEAERICH ST 2 BIEFOBRE CTIXEEIRPHET, A704 Nt
HA 7o —VEGENLZEL, SEHETIRINCERENLETT 5.
LAaL, 3T r¥4 A QL0 DHIFHEICL D, ZHOEBHTENLIR
BARWRD B0, BARAEETIEBIESEIMBESH L LIREN

72 F07D, TNOOBFICBWTIIREZNS L R Y oGEE
WBALETH A, bva, mERETIRIATOA PR 70—F

SEBEFEDJEKEIET & LT ADCK4 25F b HETEH W 2 LG & h
TWa. —%, ENICBVTIE, ThEToOMERECBITSEEF
TRATRERIZU T oMY Th 5. AFa4 FikBM A 70— BEMREE
303 5%, 88 K% (29%) WCH—BETREEZFELL. ZONR
X, 1. WT1 Q1 %%), 2. TRPC6 (11 &%%), 3. NPHS1 (10 %
%), 4. INF2 (9% %), 5. LAMB2 (7% %), 6. ADCK4 G#%
F) - r 14 COQ6 (1KR) ETho7z. TOXHITHARAATH
A PSR 7 0 — BEBRBEREICBWT, 3 %4 4 Q10
EFERFOHEIRLTELL RV, L2L, COQ6IZERZ[FE L
1ENC BT R, FUREREGBICRI L, FHL T2 (H
REZFAERETFE). 2F 0, IS 0BEZ RIBH LIGHERGT
5 Z ki, ZEMo precision medicine & §Z2 5. Ri#HTIEI ba v
FU 7R L B TICHESE ST THIT 5.
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‘Mitochondrial disease’ is a collective term for many different clini-
cal disorders united by a failure of mitochondrial function and
energy production. 3 b I ¥ R TIROEEART M T A%, bW
% MELAS IZfRFE SN WD A% 5T KIBIIES>TBY, 20
WELHATHDIEIW SN R -TETWS, BT AL F—
ELLAMBEETHEEGTHY, TOEERTIIEELBREZ LS
T EEORMA Y — 7 o — RIS LR AFOERIT LD, &
BIRT % T 300 2B AWINER T 2L 2R Y, EONRER
HAPKELHEATE TS, FLREMHOMIIT, HHFEL TV a v
OBAL - KED LS5 TVDL, EBICHEERRY (ex. CoQl0 &K
) RwmER T oA R (ex. ECHS1 #%) %k, WNET
THRESNAEZEICLDIBEELRZI I FY THMZTETY
% (Distelmaier et al. Brain 2017). XY Y RIY T AT, ThET
FAePRELZI PP THOFTHBRERT (EHNOA ;
MRPS23, QRSL1, PNPLA4, PTCD3, EEIL[H ; GTPBP3, COQ4,
ECHSI, SLC25A26, IARS, ATAD3, C1QBP, TOP3A) ®—#fiZDWw
T, TOWBERMNLOD, TOXIIHDHEEE IR G2 (mZ 7
WV, RBIS, AIED & ) R E B, 1L BIETIER D HFHTL -
PYOLIAML—=2a v %475 2 ETHRINTERL DD, BRICH- 72
FD) X VHEBEANLHED DT TR TR b kv,
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2RAX KU TEEOHRAEZERTE

FACR AR BERE T2 768 0 IR R Lo/ BR A R JE
B g i

I bR THERBREICHE D BREE (I ha v P 7T BEEE)
AKI, HEHPUE A 7 0 — CRERRE, KRR IR IRATLESE D%
COIRBICEE T2, €0 “BHE @I M2 FY7DNAOD
16Kb Lo AR ZMIET 5 HHEICR SN 5. F 2% MH DNA ORI
DT exome RITZWFZE L XV TF 2 AN K HEBZHEL XL
W2\, BUES b a v Y 7HREESHIIE & U CIRBIAE I R O AR i
DM 7EAs, AR R EMEE HWC SMRN T 7y 2 AT F T
4 ¥ =" (Seahorse™) ZHWTHFIT2HEIF MK, Fimh
GDF-15133 by FUT7EHi~—7—& LTHHE#ED S oD
& % O TEREDIER THIIWET 2MifliddH 5 (72721 GDF-15
IEEARRED AL T 5 & LR T 57208 AREER SN T 253 Hk%
V).

LA LBETEERNR O 72 LTHHAI Fa v F) 7 BEEE
WX A5 I % MELAS3243 I12K3 4 7 o) Y HREDIAL TR
[E/ %N

W ITBEAEREOMBEOMN NS I 3 ¥ ) 7IRHEETE MA-S
ZRFE L. COFEANICEHEFEB L AMED OZ#EIZE ) e b
EBICLERIEHRRBEE 22T T L, PMDAMmISFIZHE W
T Phase [ RERZ BHIART A THREZ Az, EHIZI Iy VY 755
HBERLOPICTERZ EO B CHBI R ZERFELEE L TREL Y
A MY MO bank O E 96 HDOBE S ADBH, HEETZ Y MY —
4T\, BUE PMDA OB S 1230 & Phase 1 iRBRBHAA IS 1) V) 72 #e 4
DTS,

AFEHANII PV P THROMZL O T2 - BUEERERE, BEEEN
DOBHEALIHENC S A D D I+ 3 >~ F ) 7 B O RS
LEZ LS.
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