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. m{DNA in General
1. Ol L XiCh At

u|EEc glol= 4kalA 9lakal (oxidative phosphorylation) 2802 ATPE AAlste 2T 1Y
A E (eukaryotic cel)o| A HBFE7FA S organelle ZX ¥+ 22} (nuclear gene) ©]9]ol] V] EF=e
olfoll 16,569bp 718 717 mDNAE o}#] copy &t ATk

19813 Arixdol wa A el 97k mDNAE vEE=dole] 428 outermembrane, in-
termembrane space, innermembrane, matrix |4 matrixt§oll £A3F=1] 13709] respiratory chain
TGN AR} 22F 9] RNA, 252] rRNAE encode?Ht} (Table 1).

Table 1.

H loop (14)
tRNA (22) L loop( 8)

12S rRNA
RNA @) 168 rRNA
I (NADH dehydrogenase) 1840  7(ND1,2,3,4,4L.5,6)
II (Succinate-CoQ-reductase) 4 0
[II (CoQ-Cyto.c reductase) 11 1 (Cyto B)
IV (Cyto. ¢ oxidase) 13 3 (CoLILID
V (ATPsynthase} 14 2 (ATPase6,8)

2. mtDNASF =& (Replication)

oj¢} o] mEFZEgloh= )‘PQW M3t A& AH ATPE A5t M Fd ouiA F
72 s Hed & MY MEE dux e wet A e nEZEgolE v}
A3 od 3 e nEIS aMu 2~10719] mDNAS 231 Ytk
mtDNAE #F3121e] BA|9} T34, 5 MET7] (cell cycle) B AT BAlx = Hdi-Hx}
o= gl g BAE £ QlojA *11557} drlt 954 (dynamic) Q17 e} n|EZ=e]o}
7t ¥gshe XY v EZ=gold mDNA copy—)FEi w4 qloh
mtDNA 2] FAlo] #oslE BE AAES A5 51710 28] code™ ™ mDNAE Aol o
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8 B7FA] transcriptional activator % mtTFA 5= Tfam (mitochondrial transcription factor A)E -
Gt BAF HEEZ=gololA FEE UAEH mDNA copyTE 283k 4 a1/ Heof 1l
EZ=glolo] AT (biogenesis)? A 2 (embryonic development)ol] = 523 S-S gt}

3. Heteroplasmy

mDNAY = B3] 98-8 & 4 Q= 3] AE (histone)o] $132 DNA 57714 (DNA repair
mechanism)©] 2 EojQlx] Q7] wjF-of 11‘1-;1-74“12}01] vl 3] o] (mutationy&o] 10~20804} =
obxl EAWolZt A7IH A oyl iAol ido] zdh

E 37HA] mDNA 532 M2t 230 we} X5 AR FE AZE mDNAZF F4 709
AHER FAE T segregate = FANA 22 2 AEritt b2 mDNAE 712 ¢ qlon 2
B A vk FAEZR] 3 AEFo] T dxlo] gd, F 2A 9 3lo] X}—\‘:Oﬂﬂ] Joizt
U (Maternal inheritance). 18] 2} A¥oll= B2 9 mDNAE 23 led A& A =
ARio)E Aoz MES} 42 heteroplasmy”Z} LERE = Qlth

I, mtDNA in Sperm Function
1. Uniparental Inheritance

miDNAS] FAEE 2 A vpe} o] EAZRH s Ed 1 o]f2= THFlA
T FAY nEZ=ejolrt dAlR e | s Y A ] Ad H B4R 71
sl AgE7] Foltt E T 7ML dAke ARIzEel & mtDNA copyT #bolol 9jg A
o2 dd=ed & Jdxt dlolE 10°9 mtDNA copyE ZHe 8¥FH Aalol = 50~75712) mDNA
copyTRt 17] wiiojt.

2. HXIOM2l miDNA AEfE (miDNA rearrangements in spermatozoa)

A EAME EAHO)E o 7]= mDNA Aujde] Niert Yoy 1 olfas ¢4 A4
BAA bt deEle life spanc] F2 Hitht Ed¥olE 71 mlEE=g]otoll thgt natural
selectiono] & & OiUr ] mEolth ey o] SAele RigioH L gl AAF o HajolA
= mDNA®S] EdBol7} & WIEE AR £3HE Holl= A2 mDNAE 24 F7] didd &
ol =2 &g EF*O]E%— o] Holtt.

oA somatic mDNAS}F vl27kx] 8 AxlE E¢ldo) } A7 x=Zo] so] AA Ax)5S I}
At A F37t dojvks ol £-27t "1”3401 FF%Ee] mDNA E9H0)E 71 4 da
ojlo] F& Wko] Aol e F@slA| et

3. X mtDNASL A4

st BPQ} Zol dxkz 8Qlgk A2 mDNAT FAHE 5 WA 24-8 AZ57] o] 240] He
o &4 717ol @A A8k BEAR e FUAR 74 F rEE=obr}t 35 (destruction)
7] “ﬂv‘f‘ T}k o] 3= intraspecies matingollA]TF YUER}IL interspecific hybridoll A& & A}

mDNAE AAEA] R3te] ]2 Axt mDNAE EAsHA dch & A2 mDNA9] &4
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species-specificityS LFERAT

I o2 AL host celldlA A2 mDNAS] EAZolZ Q18] mtDNA copyF7F So1EHA
AgdE gAx ot o8d ol9} 22 AR mDNAY A4S mDNAS BAFHE o]&3
2 ¢L 33t} (Matemal Inheritance).

E
<X

[ll. mtDNA in Oocyte and Embryo
1. mtDNA in Oogenesis and Embryogenesis

AAE Je vIEZEZ0} copyFie 10~10712 LeliA e v & /MY A<dAt (mature
oocyte)oll = 10°2} copyT7t EA3HE A2 Hol uly A (embryogenesis)oll = wlZel =7}
JagHs & 4 Ak o9} Zo] At &) g mlEZE=g ol H3 5 ojo} &=t
oogenesis E<2Hl 100817} F718HA 9 n|ER2E 8]0l mDNA copyF= £38 TAgtsE B
= YT} Oocyte §+ 7Hol AUe 10°709] copyTE blastocyst 7121 HAH Ao dojux] ¢
Meiosis 1] 7WA] (resumption), T3 2 FEE fsiAe nEZ=ort diFe JUAE vHE
o] a1 A7Fsfjof gict

GA7E 30~40 B 71T E EES] Halde REE=eol e dasta oy o
EZcgod] HXo] dapds, £4, B Yol embryo deveIOpmenM] Za% 9g& stk

g 24 A7l A ATY embryo WEol] AdstE A4S BW mDNAYF FEA @3
R AxZe] ¥a dd 2 GAA0YE FikE ¢ AUtk

2. Bottleneck and skewed expression

Oogenesis =719 3] A2 %49 mDNAT EA3}A| 7 cytokinesis 5 mtDNA copy+7}
random3} ] segregateE] LA oogenesis 7] wlZol® 11 sxxb 10°2.2 FE0] F]o] (Bottle-
neck theory) FAA S Foll 5% gL it} vEZ=ols BAFAE 2R oogeness,
774 2 embryo ZBFHA Y ZA mDNA EAWol7t JE AF EGQROIE 21 JE mDNA
7 O AdE FAEE 2AE $AE] deiMe EGWH0E Y9271 mDNAZT filter out ¥|ojof
sh=d) B2 o] A Fo) oogenesis F<F stringent Bottleneck 7}1#o] ZH-&of Hr} = oogenesis
@ Bottleneck 7112 E mtDNA £A7F Aol A EdWolE o mDNALE ZAelx|A drh
224 embryott blastocystol]l U EUHO] mDNAYS oocyte?} BIw e of 4 Hrf 2]n
ol#l Edo] mDNAY} AA % = "selection mechanism” o] 2 &0l 2 —8—01 gt

Bottleneck®] A1A 3} 7]He EdMole] SRRl E GUM T mDNA EQWolE A3
of Z&gtd] @A R FYM A A e I 7ol ofA EEA & = HFo
A Bottleneck®] A1%2 embryogenesis Z7]12ke FEE JoY Faloll A mDNA d57F A
Bx02 FEER O] wild-typed} mutant-type©] AU & U=, Skewed expression EYE %% RnNE
B embryogenesis WX U= early oogenesis & primary oocyte”} w357] Ho2 A1 ok

E

3. 342 miDNA
Yo7l Be4E Barlsol BolaA algol Woldithe e Bk ARo] ofs] o] 3
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Aol= mDNAY} #EEo] 4k} 214ks}l (OXPHOS)S] ® 3}, cytoskeleton, 83} embryo g
of thet Mxe} gikstAA (antioxidant system)] W3 WF o2 AWty = ol W3lr} ATP
ko] ZHao) QgL vA 4 9lo] poor quality] WAkt FA o] mH ool B shtel ol
o] #r}

o] < Il B A2 AFET mDNA Z2E 5o ARz}

V. Mitochondrial Gene Expression
1. Unfertilized oocytes and embryos

FAo] ¢t yabe} Ao A9 ATPase6 gene LHL v ws}7] 918l RT-PCRS & A} %
ol E dAtellA FATEG WRo] Fo] ol o] FA/A Jh=d dag Ahs
Qlaks} 229} olol] uhE ATP A4 o2 FolF 4 4

2. ICS!— and Non—ICSI Amniocytes

21 7]¥ (ART, Assisted Reproductive Technology) & 71 841491 #hwlo] 2 1992\
o °ﬂ AT 22 A% (Intracytoplasmic Sperm Injection) HA7MA| & HA s 7]
o2 JAAHI Ut ICSIE AAA Yalol | -9 AFddiloldel Aol del vz ICSI
AR 2 e Bt el mDNAS LS Bl sl E nlell o8t Complex
Vol #|43}= ATPase6 gened] o= Ao/} §le ALZ RO} Aol ATPase6 geneoll= At
AxFAzo] A F Udoke Adgolth

3. mtDNA in OT (Ooplasmic Transfer)

He
b\
~ 03‘:,
\T

IVF A& ZF HHEs|A 2ol Adsts #xloA A== ooplasmic transferes Als & <
HolE do7 mDNAS 7, ooplasmic transfer (OT)7} mitochondrial inheritance®} W|EZ o}
7150 vl = U Gl dig A7 Fxdo] dok

AHD oTell dig ke &7]dle 84U W, & OT § ¢4lo] Ho 44157 = mDNA
fingerprinting 522 mtDNAE £4{3)] B3+& o —6‘011} (donor)®] Ho] ohd AFE o] mtDNATH
A&o] Hol AlEy o]Fd dig oFo] tFHAU. o] EAlel] thgh A<=} (Dr. Cohen group)
9] AL olwl =4} (recipient) $HE| FUR TR} ooplasme] POl 17% HAER7] Wil F
o2} mDNAZ} AR THLL = o5 Aol mDNAT B714E (sequencing)©]Y} ethidium bromide
staining® 2 AEHA && F ke FFFY A ARG FAzLY Fo] HEHA Yoz
mtDNA A%}o] QIEE T transfer¥ %] =t 18 T

Ty FZolE OT & 4 mtDNA EdWH0]E EY "Bottleneck" 7] A 22 A A %= natural
selection?] ©]AE 7A 1 Qi1 A|ex7|Eth AlE7E 59 ME=E 2 A 3T (preimplan-
tation embryo), VA1ZF 7] FTAE (amniocytes), B8, 221 B%F £ cord bloodoll A FH 2t} 4
ozl mDNAS AHEY = Yo do 2o FAl= A F L2 mtDNA inheritance?] W3} 12|11
OTE Al Hojd o}71o]A] heteroplasmic DNA X7} oJ2 A S]] digh A7 18
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s]o} OTF mDNA7}F A8HA datel o] wd-3e-g MAAIte JF o] oo it
4, MXZFE (Preeclamptic Pregnancy)

AAzEY Bejr|de o] HX AT Rzl egelvt P 23 shbe MHE o
A7) wjiEe] ejvtolA el nEZ=glol fdA HdE B 93] Cytochrome ¢ Oxidase 19}
ATPase6 X H-and L-strand E<d0] Q58 17| 93] promotor regions 74%+ 22} Cytochrome
¢ Oxidase II9} ATPase6 'H@-2 A 4AoA Bt AAF FAoA] FA3] AP O™ Hestrand
promotor region®} A 3709] T insertion (553, 557, 560)3} C-T substitution (567) 2 34 AGASH &Y
Mol AAAQ] combinationd X o}, mitochondria Complex IV, V2} H-strand promotor region mutation©|
AREO 7MY syt B & S5-& ARFSith

5. GMA {2l (Chromosomal Non—disjunction)

B viEg @AY viEE=gel fAzIsIe #AE 27| #43) Chromosomal non-
disjunction®] tHEA9l ZA#<l Down syndrome] A ATPase6 gene® Tfam (mitochondrial transcription
factor A)2] HH-E wluFrh FAH 7} F2] 5 o] spindle assembly ¥ 7|7 diEke] ojuyA]7t @
5= ATP dependent #7J0] L2 ATPase6 gene HHE E ST TfamS mtDNAS] HA} (transcription)
2 BA} (replication)o] & 8.§F regulator® ¥+-8-517] wliEolth

Down syndrome®| A /P42 T} ATPase6 gened} Tfam H@o] 74 2o Mol Down
syndrome 22 @A v]E-2] #/Jo] mitochondria dysfunction®} o] &

V. Mutation in miDNA
1. Common deletion (4myDNA*") in Qocytes and Embryos

AFNA TFEE Ao} AT M o] mDNA EdHo] F 71 Bo] &z 7o) "common
deletion" &2 mtDNA 8470-13447°] 3tz 4977 bpel ZAE (deletion)e <&t} o] common
deletionS F2F9} 22 non-dividing celld] A& W=7 28 11 o]f+ DNA mutagenol] o}
L o 50| ¥7] wFojth dxiel FATNA Y RIEE B dRfolA] Wt o FolA] 5
AEa U 98] Mkt Wolx] =1 bottleneck 7)Aol 2JsiA AgolelE EdRe)rt AexE
Aoz olsgtt v & 7|AHe 4% Zort nuclear mechanism e 2 A= HAd
o] ixrh @8 4 ke Bart et

g} $HP)x9] BEo] B2 blastocysts, YA F YFME, 28] BJo}EZ] (fetal tissue)
g o Mdle] & (offspring)oll A 0wl A4S vl £ d&RlE Addd tigt A EE copy
Fo] AFEAE A FHBRE sof ik

2. AmiDNA with tissue~specific and age—related variation

& T2 mDNA E4Ro| F2o] =3 @il me} A@Ao] dthe 7Molles =
ot a8l o] EAW )7} phenotypic expression of ageing, common degenerative disease &
A ollE dH oz & ouj7t gle AUR9] gt JRT =go)] gk

ol
kY
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£ 482 lymphocyte, ovary, uterine muscle, abdominal muscleol|A2] Z&2] WIS BHA ovary
ol A 71 E9k3L lymphocytesoll A= AlY w2 HIEE BT Jgju dAEE B ¥4 FHe
ol s3oA & WIEE H Yl Lymphocytesoll A S WIE2] o]-f+= selective pressure©]]
o3} rapidly dividing cellllA] defect”} lost=l & Y2l2 HEE = 9lov Yolg Hgof ue} 2
&0] ovary«abdominal muscle<-uterine muscle 2.2 FAHFE B F Ao} A&Z s
mtDNA EH 0]} biochemical or clinical defect?] B3 ATE Bt} B tissue #4] 2 AaFs)
7} " st

3. Quantification of mtDNA in GDM (Gestational Diabetes Mellitus) and mitochondrial
tRNA mutation (A3243G)

HE

flo
rH

AXNA FtH (GDM, gestational diabetes mellitus)ol] = mDNAZ} #&do] glE=d] o)A
o} AFoA Firo] £3] HAH7] wio|d)

2 AR AM = GDMOIA RNA EQWO)E PolR T T mDNAY 43R WEE 27 A8
ATPase6 A ztol} sl3dal= £ internal control2 5}0] competitive PCRE Al 883t} A= |
Aol Al (RNAM™2] A3243G E<1¥0]7F U913 mDNA copyTE A4 control T3} x}o]7} ¢1%d
oh ey Ak A28 Y] e o 2 TR gk Al Fasioh

7, AA%, WS
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