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Hb g/dl
Alb g/dl
Ca mg/dl

)\ > nmol/ml
(N:147.8-307.0)

-1 = > nmol/ml
(N:76.6-171.3)

1904 nmol/ml
(N:43.0-112.8)

FLEE mg/di
PEAERS mg/d

13.9
5.0

10.7
127.2

66.5

44.4

14.8

11~12g
(1.2~1.3g/kg/H)

8:29:64
13.2
5.1

9.6
145.4

70.3
43.8

36.3

| 4g
(1.4~1.5g/kg/H)

7:41:51
14.2
5.0

9.7
152.2

78.2
52.8

33.6
365

14.4g
(1.4g/kg/H)

7.5:34.5:58
14.3

4.7

9.6

85.4 |

73.9
49.5

14.0
477



JNU > HIEEBORIgE4

ARTEAIEKBRICKD/IN > Bz FIFAZET. ECHSIE
E (C K D LeighBUAEDAEIANDMEFI =N S AT EEE

- JNU > BEZ T IFDD. REICHERIEALLHOY —%
HRIDIC(E. BEORM (BBERERZS0) I TIEE
UL, JBEIILIDPAREIT B ENDTI Z JEEZFEDI=HD )7
= JBERHNnE




® OO ©62

LeighfxiEDEZItr (27 V_1712017)

LeighBXEDERERFTR

ETHEDPIRXERIEIRZB I D

B KT (HDVE) ARNEEMKDIEIRZET D (RESESR). IHELUE T ES
IFIRfEE. EREGEFEE. EFRARE)

B{5d DV IITRIBR B (CTIHEFB KUV (HDUE) KINEEZDIMFNEIRIE ERE
= hO2 RUTZEEDIEHL

MBEX(IBERDOIABBENRDIRLU TELY. £E(EMRSTEEEE —JZRH D
HEENRE (BREFEOERT. BROEN - BHNEE. BREEEDEKTRE)
RIBFNEE (BERTI NI RUVEEZRETDIHMENDD)

B TFEE (LeighBEREDEIMZ R IR ETRE IR DELFEERZBD D)

ADITART+BDOLNTNH 2t SE ADINT =REL V5



> RUIRICEET D8 TF

DNA, RNA & protein

1]

OXPHOS Enzymes Assembly synthesis Substrate Cofactors Homeostasis
NOUFAL SDHA NDUFAF1 c |POLG MT-TA PLHAT £ |SLC13A3 TAZ
NOUFAZ = |SDHB MDUFAFZ & POLG2 MT=TC |FDHE v [SLC25ALS E AGH
NDUFAS w |[MDUFAFS & |cioarfz MT=-TD 2| PDHx = | TRl S| SERACL
NDUFALD SDHD 4 |NDUFAF4 B MGME] MT-TE g|rPor1 = DNAIC1T
NDUFA11 £ [nouFaFs (czoorf7) & [DNA2 MT-T DLAT 2o IE:':TS1 i
NDUFALZ C¥il = |MDIUFAFS (CBorf3g) MT=TG PDK3 ag|= E | TiMMaA

_|uacas ~ [acapa DGUOK MT-TH = |ow 2 Elaren
SOUFBI  E|ugcRg FOXRED1 MG MT=TI @ u|ACO2 BOLAT & E|xpnpPER3
NDUFBS W UQCRC2 ZlrrMze MT=TK @ F[FH FONCAL
NDUFS1 MT-CYE — |SDHAF] = [sLc2saa | MT-TLL % V[IDH3E o |FXN HSPD

— |NDUFs2 P Elsuciaz S |MT-TL2 ; £ lairxs £ z|lcLpp

¥ NDUFS3 Com4l2 S |SUCLGL g |MT=TM o = % l1pas7 5 B|LONFL

T |NDUFSE o, |CcoxeAlL BCSIL = T2 s E|5LC25a3 T (IsCu & B{arcaLe

ElNDUFsE 3§ |COMGE1 _ |LrM7 TYMP MT-TP Elsucasalz W yEMa SPGET

G|NDUFs? 2 |coxre = |uagececz MT-TQ i =
NDUFSE | NOUFA4 Qoo ELALCZ MT=TR o MFS1 . |DommMiL
NDUFVL ¥ |Tacol TTC19 _|Hspi7Ein  |MT-TSI =|casa MUBPL £ £|GDAP1
NOUFY2 = Ci & [MTRAR MT=T52 w "B MFF
MT=pD1 SURFL S |LRPPRC MT=TT o |ACATL ALK 2 2 |Mrnz
MT-ND2 ﬁ CEPRS & |cTPEPI MT-TV E 2 |HMGCL o |ADCKA OPAl
MT=ND3 T |CoxX14 (C12orf62) £ MTO1 MT-TW T o |HMGCS2 o (COGQE
MT=HD4 | ATPSA o [COK20 (FAM3EA) ElPnPTL MT=TY = S 0xKCTL £ [COg4
MT-NDAL & ATPSE w |CoAS : Z [TrRuT1 E Coge Unclear function
MT-NDS B[ MT-ATPG 5 FASTKDZ2 & |PUSi MTFMT ACADM E rﬂfé'?' ATFM1
MT=NDE | MT=ATPE “ |PET100 TRIT1 AARSZ ACADS L | PDS51 ABOPTL

TRMU CARSZ ACADSE PDSS2 CHCHDO
F- c |ATPAFZ DARSZ 5 |acanvl E FBXL4
< i [T™MEM7ID £ g |GFM1 o | EARS2 £ |ceTia E ﬁLES OFA3
= 2 [TSFM il | FARSZ 2 |CoPT2 @ SAMHD 1
E;; TUFM o GARS o (HaDH _|sco1
S olAMMDL 2|HARS2  [HADHA O |sco2 s
= ElC1zorfes  E|LARS2 % |HADHE COAR Inhibitors
in|1ARS2 Z|sLc2zas ETHE1
MEFS?  =|MARS2 = |5LC2sAz0 COX10
_|MrPs16  F|NARS2 ETFA - |COH15 D2HGOH
- o [MRPS22 ' |RARS2 ETFB 5 [FFUX PHGEOH
251 ﬂ'EﬂEﬂC ﬂE‘f'ECtS E MRPLI ARSI ETFDH = |SLEC2RAZE ; Casa1
- =] = y = -
37 mtDMNA encoded & |MrpLL2 rARS2 E“"'Eh ECHS
£ |MRPLA4 VARSZ o e
210 nuclear encoded =] tagieanel o IBCH
MT=RMA YARS2 < |coasy HTT
MT=RNA2 3 | pankz
o |FLADL
[ i
a g & [NaDK2
= |sFxNa

Mayrs (2015) J Inherit Metab Dis
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&4 [RELSEF jar AR
Brown-Vialetto-Van Laere E{&A¥/ Fazio- SLC52A2, SLC52A3, LR = 1~ %2,
LondelTEIREY (BER/D L) (SLC52A1)a SRS E S (EEE Ve sty v
. ~ i \ : F7=> (#20: 1020 mg/kg/day), EAF >
/] N ->”_
EATF > RISHREBIE (Leigh) SLCI9A3 (EI110-15 mglkg/day) RIF
EAF =S —TCRIBAE (BAHIE) BTD EAF> #O: 5-10 mg/kg/day) BRiF
RODIRFS S —CERKEERRIE P SEEH
o (4B Mio) HLCS EAF> (#: 1020 mg/kg/day) AREEICHRIF
F 7 =2 EORANRFF—ERIBE R — AEE(CNETL0%
ACAD9RIBRE  (AXARIE) ACAD9 U7RT S E > #RO: 10-20 mg/kg/day) REE
RIVFTIL T S )L CoAlKZREESR RIBETFA, ETFB, ETFDH, 1= 2~ e,
JE (3L2Mito) SLC25A32, FLAD | s e ke =25
F77 = RIHEPDHCRIEIE (Leigh) PDHALI URT S E > (#RO: 3040 mg/kg/day) REE
PDSS|, PDSS2,

OT>H A AQIORIENE (BAE. AMAS COQ2,COQ4, COQS,
JIE) COQ7, ADCK3,ADCK4,
COQ9

F b O AP CLEESR RISTE (Leigh fil) SCO2, COA6

AT > AQI0 (#H: 10-30 mg/kg/day)

EXFZ 24 % 5EAH; 500 mg DR TiE
FMMER SN TLD)

N - , BRES JTFUZEIRAT7— b (#
lixd=} | R

T I T AR IEAE #T4E B Mito) MOCSI, MOCS2, GPHN WUEET: 80-320 me/kg/day)

3-E ROFS 1 VESEE-CoANIK D fE

BEZ/RIBIE (Leigh) HIBCH JNU > HIBRE
R ey e =1
(Leigh)
FAL RFZ22RIBAE  (BMGE)  TXN2 TESCEE . 5 /X_J > 20 mg/kg/day)
TFILNYOEEANAE  G&EEMito) ETHEI A PO=FY =)L, N-TEFI-Z XA >

(DS F 7 > RiERAK), FFhdAStE

ETEARRE (EEN
TR CSHNTHRD)

/NER, SCO2EEIE—%
DH RS
HAALITADEVIF>
B IBE(CH LT
BiF

B, & (CDHE5

RBR, 82 (CDHHE5

BHShCRIF (B&(E
—&DF)

TETE
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