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(1) RNAY| 2|3t & SEH|-HAH| HY (3) KRAIH ME 24

(4) 2lcllolE Al

€D RNACH of3t E33 st

SHEEH: RNAZL 297 |= B d(phenotype) HSHE Ofsfigt

1-1 E?Ql % —=in vivo - in vitro - in silico molecular & Computational Genomics Lab

invivo (MEatshEY) | > ARA > @IEIWNE =S - H|0JE] 7|d 71 - | in vitro (EXMYES)

> AM#A > CHAlin vivo

e invivo: 20t U= F o X ME IRA SE ZHZ HYE 2
e insilico: ZFE o A|ZA HIO|EE ME™ESto = 28| |0[E{0f|M 7S E0{#H(data-driven
hypothesis)

o invitro: A|EZHEILTA| O MR 7HA S EXHEES MY O Z &0l

Ml 2o stterol SHHEH(E3] RNA)O| S

<CINES L1|
MO RNAZ|

1-2 DNA -?r.x_'lx‘"gl X DNA genome structure

* DNA RTEE= Hoj| AL, MY MZE HA|0|A Lo (DNA RHUEE (EH) > HHHL(M|E))

1

o DNA O|EL}MQ| &7|%: A=T, G=C (A-T= A 27, G-C= 37H)

I

o WOt H7|: RMH|(genome) = RHX(gene) + HMH|(chromosome) > 2= 11

. HIE—E—%" W FEEEIL SHIE. HI10f SRl SH37| AIEStL, 7101 GAH7E 7He S=E(0 ZH2H|0

1

o F7| HMNE UM (Giemsa) FMstH Z21|(G band)7t 2@ > FMAE 37|- 2]

g (karyotype)

OF LIEsH Z0|
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SMZL (chromatin)

4EH (condensed chromosome)

EMH| (chromosome)

Ul

"20|0] (telomere)

S2H| (centromere)

Zt (arm)
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1-3 ?_Ill' %Ex‘llgl' klaal 'F'l_'A—-llgl hél'ﬁ Human genome - NGS

o QIZF QEA|: 2k 302 7 DNA H7|MY, ot H7|2 235 50| MK (- E5)

A

A7|

H (Nature)
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H TE2HE (HGP) - 30 H7IMYE 2
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KEMIC ME 2M(NGS)2 2 Bt i
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2008

29, o 10042{(2 108
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¢

F2fo] 71l RTA|- 0|8 H7(3-42)2

oy
o

2
S

ol 13'3-309 &2 > 2-100E2]. 0] H]

ol
21—

= 304 F7|E

2z
=

|-

2/21



Mgatste| MiA| - 754t RN | =HE Ha

"23Z 79| HMKH|"2} "James Watson (1928-)"

o AR MM HMK|= 23%(467H) Y. ZFE MH HEMH| 22F + X + Y = 24F0| . wQt"2387"=
"234"O 2 O|df{stH E
o 1IQHBHY T2I0| OpX|at ZH"XX or XY"7t MHAA| oF Ml (M XX, A XY)
o MNYUA SR 2025 1ME A (FHE 97Al). mote] "(1928-)" H7|= H|E AIH 7|2
1-4 %ﬂm%ﬂl‘ ﬂ.*_'la*.-_é’;.t_'la'! -637.:3' Central dogma - Nature vs. nurture
DNA (2%, Genomics) = > Al »> @EULYEL IR ENEITINNITE N > HY >
CHHZTI (CHHEIN| Proteomics) - HZE &3
« ZMO|E(central dogma): R EEE= DNA > RNA - CHEHE HIStOZ S 2 o Of2f DNAZH "MEFE"
CLIE P e =
o 2t 52 SME ASH= oHE: STAMIS - TAMA[S - THEIEIAIE (-omics = TIXIE CHE)
o Hg} (A ADi)o| EAHHO|(mutants) = DNA XkK|7t HH o HZEl0| EElX|= B2 H|K
MHE vs SHE HF ZS
MHE Ya SH 317 wis)
U2t UE0|= DNAZI 28 - Efnt gz J#M WS0| = of HEL o 2|7 | = & >
Zotof gt fHEH| "asi" xjo| =2 M
o wQt 2l Nature EX| "THE MS GENOME" - Lt A2tE(MS)0| o HO|AH|PH 71 AZHY WS0[9|
STA| AT (2010)
o ZAZ:DNA AME0| ZotT oftH STXII HA|- oLt HRI=X[7t Pt 20| HefdE s > I THQ
=20l RNAVE QIS

+
H
ol

MS 4S0| o] Mx| Azt
o 0| ¥7(Baranzini 2/, Nature 2010)= ¢t Hot MSQl 22t WS0|o| KA HAH-DNA HIESIS WY oLt
ES MyE ool £Eist k0| S Ax| 2E

o J12{A "DNARZIC == HHO| Of £|L| CHE E(LH-2Hg)S Hof sitt'= X H7|2l 4Eo =2 Xt QI8

1-5 %Ex‘llgl 80%7} RNA% ?_E I' Noncoding RNA

- CHIES Dlos DY QEAHS MOl U (o UIIRHT: of 5%, 17 AN EHUT FE o 1%)% >

LIBIX| "94%?"= R4S iLf?
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Moatsto| MA| - 73X} SFK| MEO| SHE s}

o A Be|(H2|-ZS-CIE)E2 BH 27| CHE £201M RNAZF 2ES0{X|1, 0| &t |2l o 80%7t

1

e O| RNA CHEE2 CHHES 0EX| of= =39 RNA(noncoding RNA) ¢!
RN

AE 9ff O|ZH| B0| 2E7? > RNA ZH|7F 7152 7HEIChs E2 2 0|0fE (DNA

"80%"2t= XAIE S W 2Ot = H

e 0| £=X|= ZH| 35H ENCODE(2012)7} "RTIA|2| CHEEO0| O{H ZZ|0f| A

rin
r.?t
r|0
ra
=
n
n
3]
HL
!
Kl
s
Rind

o CHUTS olBBioh AT KHH o 1~2% +FY

=]
o "HAREIL = 7|50| ALH'Z & & USKIE A0 =7H0| AAUZ. e

1-6 I]I'OI:'ERNAOI I‘|X|- ,.:=_'| RNA-mediated regulation: microRNA

o TR Got (AMO|E{M)(2002) - HOJ0|IA| 221 7| |TA7t HHPl= 2, AL "gH T10| RNAE Of&3H" >
"RNAE SHA| YEE HIE £ ASN?"

o AH

d=519| B RNAZF DNAS 1 MX|= gX|2 £ || ZHS s J=S HiE

—

SFEE:DNA = FAF>  mRNA X @NGIVGEEELE > HE X 5> 0 om0 J|s = B3y

0t0] 3 2RNA(MIRNA)2| ZHE Al

o 20| 2 21 nt2| W2 RNA. 0|5 7|02 oHS0{Zl & 3t J712t0| OFL{E (Argonaute, Ago) THHEI0f| Alz
RISC 5&H|7} &

* miRNA2| &4Z seed £2I(5' 2 2~8H H7()7t EX mRNALI HE 0|F. LIHX|= YR0 ®X|Z(partial
pairing)

o F=E HX mRNAZ| 3' UTRO| 20 - mRNA 23l === H AX| (target gene repression)

¢ mRNAE 21,000 nt2 miRNAELCH M 2. seedft HOH T[T 2 miRNA SHLIZL =4 7 HXIE =ZH S

=2 1L-=22
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40

HX mRNA5' - el dd ... 3'UTR e 3

= 3'—— miRNA (~21nt) —5'

Ago (O} E) cha =l

miRNAE seed(2~8%H)2 EX mRNAZ| 3' UTRO|| 28t (19t Partial pairing 122 tra3})

miRNAZ} siRNA, RNAi

AXF
® Ty

Pl
4
>
r
Iz
—
Pl
-4
>
'
k=)
il
oot
2o
(e}
(o)
[00)
i
|
=
@D
o
<
o)
)
N
2
g
=
o
g
ot
)
>

2 RNAZ RHEXE 1= e THIE
LHSH0] 2006 - M2 |9f g
miRNA: 20| AA R QtEE= XEAL 22 Ago

A

SiRNA: X1} 2t75| 4EH. o #X mRNAS

w ot Opx|et m|2t0| =0of SE

ok

= "RNAI"2| 522 HO| 5. 84 L8t =1 HEE.

1-7 AGO CLIP-Seqz} &|2| O}0|3ZRNA EMX|XE ago HiTs-cLIP

o 2 mRNAZ} |2 0/ mRNAO| 2E=X| 27| 02 (seedTt WOtz 2OL| FHI} LR UI)
o i Ago—miRNA-EX mRNA7} 3tH| 22 3% S| (Ago ternary complex)E SMZ Z0t NGSZ
22 = AGO CLIP-Seq

ZZ|(=)oll Xtl4 > RNA-THIE WxpESE 5 Ago

cDNA > NGS

00t

2 BelE(P) > | RNATIIEEE|

S —
@ot M 1 ol

Protein (IB: Ago) CHE IgGoll= 8111 AgoE &2 ZHof|Zk 2F 105 kD I > AgoZt MICHE Ze

RNA (32P EX|) Ago0i| 22 RNAZ} 90 /110 / 130 kD 9IX[0f| T LIEH:
cDNA 110 kD ££ > %2 cDNA(mIRNA), 130 kD 22 - T 7| cDNA(mIRNA + mRNA Z2})

CH|o|Z O0j0| 3 ZRNA BMX| = Za}

« OFTIL{E-miRNA: 42| 207§ miRNAZ} Agooil A121 miRNAS| 2 90% *tX| (19] miR-30e, 0|14 miR-
30d, miR-9 ... miR-124 5)

e OITIL{E-mRNA: AgoZt 22 X}2|(Ago footprint)7} 22| (peak)Z LIEH > 2F 10,0007 Ago-mRNA

ECES
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o FCIO|HE seed MER ®X|0| > O{EH miRNAZI0{= HAH|Q| 0= mRNAO| E=X| 12! "k|e]
Ol0| 3 ZRNA BHX| " 2td

o] Aol EX

o Chi(X|4S) 2|, "Argonaute HITS-CLIP decodes microRNA-mRNA interaction maps", Nature 2009. 119t
AbEle| = ARXIIL S5 HERHRobert Darnell)2t 22| m4=¢!

e HITS-CLIP = High-Throughput Sequencing of RNA isolated by CrossLinking ImmunoPrecipitation.
Xte|d wuxtAgoZ "M 2 20 QUE" Yot Z2PHCH= Fo| Sty

1-8 DI'OIEERNAE HH‘IE HIEQI‘ -IEI miRNA changes cell identity

® miR-124: MIZE CIE ZSX]E HIRF

« miR-124 4=: UAAGGCACGCGGUGAAUGCCAA (:|0fl 7}E 852 miRNA & 3iL})

o MIZZOfl miR-1248 oM 2F 86A|1Zt F| MZIt MAMEME 71 E7|E S - miRNA SILEE MIZ HA|Ho|
HRE

v XI0|E D= = RNAZ} L2712
o MZF MZNZEF(N2a)ol| FAA0T A= mIRNAS SoH LHAST| 20| E2tz
* Ol mRNAE 7t% Ol[Af) CHi| SO of 310, HHUME RNA 24 (scRNA-Seq)0i|A{
GABAY 2AH| MZME ZE0| S0
* scRNA-Seq X|= HX|: GABA(H|E MHME), Glutl-Glut2(S24d LBME), Oligo(B| A S7|0tu M| E),
MG (O] MO} MIZE), Astro('HOt M)

2| » DNA & SAt7} OfL|2 ZH2 RNA SHL7E S0{Q= ARte = NI 2 ekf-k| 7140] HHEE 4= AZ = "RNAO]| 2|3t
HHY Ho

1-9 RNAQ—I %ﬂ"é‘! I'"c‘,:' X}OI RNA complexity

2 SHxt (DNA) 21,550 22,670 20,389

FHAIH| (RNA) 126,019 77177 29,873
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ot RTXI0IM 042 RNAZ} LIR= B (RNA variants):

o

MENE AZ210| 4 (alternative splicing): &S CH2| 0|0 2 (wQF I&: 7420 A&S DL
> |

)
EH X Za|ojH| LSl (alternative polyadenylation): RNA 112|(poly A)Z £20|= $IXIZ 2[s) 3’
UTR Z0|7} Z2tE > miRNAZL 22 At2| = Ha2tE

o HEH

Zo| (1) gaEe|
=35 RNA= |TN| 2oig ZHSIH EAHHS HHE 4 UZ (Noncoding RNAs can regulate the
expression of genome thereby changing the phenotypes)
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M SN -HAN| HEof 2ot HHHA H}
St&EH: S KQF (epigenetic)-E X AH(epitranscriptional) tSH7} B3 S HEp= BHAIS ofdlst

1 2HH Hojol A Zif

RNAI (22 1) ZHS RNAZ} mRNA 23S of x| mMIRNA, siRNA
SHRHAH| (epigenome) DNA M2 J0iE, DNAS|AE| 2= 2Het BX|7F H3K4me3, H3K27me3, DNA
HHE st
SHTAA RNA M2 OCiZ, RNA E7(0f| 3t} #gdo| M2 A5t 0 (0%G)
(epitranscriptome)
o Q) B3} (O{H[0|E ALO|C{TH)(2012) — CIHE B2 RHUXE A= A A% > "0{€7| ™A DNA ST
HEE HHEN?" > MEO| OtL[2t BX|E HHH= Y
2-2 SYRHH| - 5|AE HE 1 DNA H|E s}

Epigenome: same DNA, different modification, different trait

x- dAH

o O~

ZEA X > ELIM X (supercoiled) >
271 + 27 H1) > DNA

|AE CHHEEL 12 (histone tails) 7t 12

=

Of

2 BALEet 1

Ojo

I

[}

o
S

tH

OF

0}

AE £

=13

> L]

OFMIEIBH(ItZ!): K= RTXF AHE
5|12 HESHXZE, permissive): HZ! o)
H3K4

A HIE=H(EZ,

H3K9, H3K27

repressive): 7H& ofl)

HX|

ol
21— tél‘l

H3K4me3 ClES

H3K27me3 S|AE H32| 278Hu 2o Llof HIE 7| 374

|

=

AHO|EHE o=

ol
| xtof, HIEUHZF LHE 2ofs

o=
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® DNA &7| HiE

= H32| 4t 210 (K)ol 1= 7| 37H(me3)

£0|E > FEURE(S|AE H2A-H2B-H3-H4 2t

, 07| £ ofn| = th(F 2 2to]H K)oi| &Het7|7t

s}

DNAQ| A[EA(C)Oll HIEZ |7t 25
(methylated cytosine)

F2Z C L0l G7t 2= At2[(CpG)oilM
ol

QTR Y2 (mRBE)O| HSEH N
K ofx
24 RFR AT 29 BX| > HE
of| EA| >
SRS 719 F=Liol Tf2t WY gl To|X| 7t
Hafss 59



wstol WA - 754 QEH Fo| SHE vs

2-3 SMAMAH| - RNA 7| HE Eepitranscriptome

DNA = MHo| X (Book of life) RNA = Al2 (Copy script)
P& Moj| FZHS Ee > CHE DNA g7| HY oM HI7H 22 Eof| WaHS 2 > CHE RNA
= SHRTA| G| HY = SHTAA|

25 SXHME)= 2i=0|

_(')_
o O] Y 2X|= NGS MEEMES S8 |TIH| HA|0l| A ZOtHH

|-_I
ruE
i1!)
A

,wEREE(Y)
o FZLH9 mRNA A2 22|Cl(U)2 NTI-HIEHER2|CI(MW) 22 HHY Ho| HY HEE EFS > 854 (3)
Zol|A XtMIs| CHE

on

o RNAOII= 100F0| d= atet 0| e AU, CHEXQ! Z10] meA(OtH| ! HEist)
Al

2-4 *I'QI'EI ufolqERNAgl' *IHIEH° Position-specific oxidation of miR-1

SHMLROS) > | MotrEa > (EULVLCIZREE >  Ablcis > A2z 9y

212} 30t 032G

« XAl 0|2: 7.8-dihydro-8-oxoguanine (8-0xo-G, 08G). O] 8tH EtA0f| A4 (=0)7} 2 ASHHE
(Kasai & Nishimura, 1984)

o HE GE= C2 2 X2 > 08G= 20| HHP 0] AQt ®E X|2 (new base-pairing)

« Z ME2 G Uz, dMzE "T/UME" 8isl= 2Pt &

F AIME &Y

42 RNA MY 23}

miR-1 (&4 Ot0|2ZRNA) UGGAAUGUAAAGAAGUAUGUAU  MZAHIE A (0 hr 2& |X|)
708G-miR-1 (A3} Y UGGAAUGUAAAGAAGUAUGUAU  72A1Zt | MZMEIL IA| H|CH, M7 ME=
OFO| 3 ZRNA) 7 G7t 08G 7E

o ZZ2:miRNAS| EH QIX| &7| StLIVt M3tE| = ATO R MH|CHEO0| R =2 (Seok 2|, Nature 2020;
Nature Reviews Cardiology 2020.8.20 &}0|2}0| E "Oxidation of miRNAs by ROS leads to cardiac
hypertrophy")
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off "7t HI|7t Z2ETt

o 7% 2|Xl= miRNAS| seed(2~84H) ¢tof| AUS (1-6 &)

o seed?| G7t 08G7} /0] C LAl A2t S X|OH miR-10| 20tE = BEX mRNAZG &zl EXo|M MZ22 EXHO=Z
HHEE > MZMES 7|12£ weke| AL ZH0| Yol

o "DNALE JCHZQIC| RNA 3 2Xte| ot AlEf7t HI O] R E0| MZICH = S HFARN ol 2t Y st
CHEE o

& -5FH o 4
S

DNA (2734]) SMQFM: H3K27me3, H3K4me3, DNA H=i3t NGS A2 M

RNA (TIAH) RNAI(MIRNA), ZAHAM: RNA 7| #18(08G) NGS

Y qy, o}

SHRE-ZHTA HYR2 M| HEE HHPo| HYAE HIE = S (Epigenetic and
epitranscriptional modification can change information in the genome thereby changing the
phenotypes)
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o|z}

- 1T

3-1

. olzt

SHAN Z2HE
e 2000F 6 Hiofat
(Nature) 23

* KRMICH M

(1990-2003):

o DNAZE EA
o lllumina NovaSeq(2017): 30

= ol
= 21

o Zif 5L AV RHME

131, 30 222 309
2 ("Decoding the Book of Life") »> 2001 Zx2k(Nature) »> 20044 2t

& HM(NGS, 2008~81f)): £11

Al Z=2ZtLH(DNA fragmentation) 4=2¢

el fHM|e(Personal Genomics)t 7HQIStE

Q™A T2HEN|A NGSTX| Hop > Nes

FIMg 2E

b=

. ohgy - wy

s}

E2t2 Mol ei2

21

C

= A

I'|0

AREHZ 0|0 2

&7l x10, 2¢, 100E&

=,

o|st(Personalized

Medicine) A|CH (TIME 2012 EX| "Want to Know My Future?")

1MICH(A0]) vs AFMIEH(NGS) — 129t "1007H2] Z=ZF MEE M /run" 121 217]
EE DA HIIES, M2 1S 122 (1 read/capillary)  REIT @ 2~ =Ztg SAl0| S
stiHoll ol=F  2F1007H(967H = AR =2t A =2
Mol Q7L WA ZEHE XZE B2 #2tAIE A RTM|-HAK|-CLIP-Seq S

wot TJ&l(International Neurourology Journal 2016)2| "Capillary array electrophoresis"= A& 1M|CH A2

e}
= od

Hoj F. "ot Hof 10071 H =5t

B A= 0 H| e NGSe| HESHS O[slistH &,

o T HOP SHIEOIE R 2B HIZH} 8%)0] Ot AT, 20221 T2T HAARI0| ¥ Shis SHES QIZH
SHAIE SEE
3-2 _’E_+_".'§0|%"§ kl%' -E-*—'! Portable, real-time sequencing

e Oxford Nanopore MinlON: USB
212|: DNA 7}EH0| ofoj| Bis| ChiEl 1
EIIME 2 HIE

« 2016 NASA/SpaceX 9Hm| st2MoZ 2|

(=
e [ X2 SmidglON2

| At Kate Rubins)

ADHEEO] 91

I FBRNE LE
Y(LHoX0])S X f F7|0tC MFRItCh=

=01l 20k AFol|l M HA[ZE 24 (portable, real-time)

<
59

A 3t > HE 1t

(=1
=

oxX
_I__I_xo-I

=y |

7ol A2 7} RF0A X2 DNA A EA

Z5t= e

m/21
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¢ loLT(Internet of Living Things, & AIZCIE{Ul): 5&-HEO0|M F2 B2 E2+LE (Metrichor) 2

gof 24

o[22l RTAIS 107HX] 0|%(2030): Ol= I EAZIRTN AT (NHGRI) 4 - woh2 ®=2h HMAIS

3-3 7H 1c1,'x1x|' 'E'* I"é'%" ﬁol EI'*—'.'I Personal genome service - SNP

e 23andMe: & xiF| 7|E(saliva collection kit)& STOZ HLH M HEE M| == 71l X 24
MH|A

QUM MEEMZS E3 X QFX} HHO| EHAM
o O42{ AIZC| DNAE ¢{0f H|WstH EH (X0 A S H7|3k CIE 30| Q!
t2t2 G(SNPC), oftH ALz A(SNPA)

H 2Rt 0 YAAF0|M SNP H|ES H|W

0jo

= SNP(T2E7|CHEY) off) oft

L]
Ill!>'

°
Jal
el
i)
0

MaolF: U™ H|Z0| G, LIHX|7F A
o BIXFRO|M G7t GilAHRLC O™ » SNPCF Hat 23 (£ SNPAVL B 1)

AH|XL QEAL ZHAIE 2 o)
e 23andMe Z2 MH|AE CHEE ™A RMME NGSZ 7|=ECH 0|2 ot =410t 7 SNPTH2HI5H= DNA %!
(aro|3Zofo]) HAlS &
o "Zt3(association)" 9B T I} X2 ECH= S| ® 1 wof Halck= Ficto| ofy
F

e 23andMe= 20254 I[H‘_* EAE 8feH 0 R HEo| M| M7t 2 =20 & > f8 2= HE = gl=
|

3-4 J_'_?_I-ﬁ- %ﬁx‘llgl‘ ':'._I'OEIA‘"E %ﬁx‘"i’—-! Ancient genomes - Single-cell genomics

M
Al

20{H{2! DNA: 11917 [TA|

HI

o Q|2 ErRl: 3 ZO0LE[Of Vindija 52, 2{A|0F Mezmaiskaya S2 0| A DNA 2=Z (Science 2010 EX|
"The Neandertal Genome")
o CL|AH[QL: A|H[2|0} Denisova =2 £7t2h =2} StLI0|A] DNAZ Rot 22 10IF

o1 OIF (SR AHIQIA) of2f TThe| RTKM|2E NGSE Hl » 110179t 4ol S5 WA

oF

o AUH| M2 (Svante Pddbo): "EE %t 1017 RTK|Qt 21F ZIStof| 2ot WH"O= 20221 L H
Ma|ojstal thE 4t
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Mt

or

sto] WA - 7%t | o)

<|0P
B
rE
ot

o ORZZ|7} 5} HCHRIC| RTIM|0l= HIRITIZ &I DNATE 2 1~2% 410 US
o I}EOMR7|L| S 2AM|OtL|OF EEHolli= CliL|AHERI DNAZL = % ot UZ

PN =]

o E[H|EQIO| JIAK|CH X &bA0f & AHC|H| Stz EPAST RTAL 0| = L AHIRIOIAHIM 2 = A2{F

woto| Ly S210|E HI=0| o £210|= MF("RE |TX HO| FA") 2t ZAH| S0{7} ALt L2 11T RTAY.

UM RMA|EE (Single-cell genomics)
o J|EBME U2 MEE Zot HAUS AHS > M SHLISHLES| k10| 5

[ ==}

o OIMISA XM MEE SUE StLtoll SHLHY 7He 7| 2240l HIZ =S 20 NGSZ AS (w2 of2f S&
)

o EjOf JRIXMEH F2 0|F = ME StLISIHLIS| BRE MO E Mo X|=E T+ (Science 2017 "Single-Cell
Genomics" £%!). 1-82] scRNA-Seq 2117} 0] 7|&¢

3-5 %E-‘go'“kl E""ﬂ"ggﬂ - E‘hél' %Exl' 01' Genotype - Phenotype
DNA = R%%(genotype) | > HAb(transcription) > | RNA | > tH(translation) > | ©H4E | >
7|s = E81% (phenotype)

o KITLG RTXIO|A 2k 350 kb HO{Zl B QI3HA|(hair follicle enhancer)0i| $F &7| $H0|: CACTAAAG -
CGCTAAAG

o e ME(A)0lli= TAIRJIXE LEFH & 201 KITLG} B0| 23 > O] F2 M| M
* G 0|0l M= LEF 20| ofoiX Eel0| E0IF (A B} 7H=0{T) > S

o CHHAI XiAl= JCHE 0|1 Wadgkot 22k A o| HHR off (Nature Genetics 2014)

22 (3)

1%

&2

KHMICH M 2M(NGS)0| 7He! STHM|E2| M| AICHE & (Next-generation sequencing opens new era
of personal genomics)
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W HIE||0|E{ Al AlCHe| SXMA|

St S E(mot H71): NGSSH 1 88 - 0l 2ol NGS} BHE HIHI0|EIZ SHA8Hs RNA MB3HAIAIAS MBS0z &3

>

4-1 RNA M7t RNAS| EEM rna world

- =& T BLQERIE o 5%Q16| SEHS| o 80%7t =TT RNAS BHS (1-5) > 2f?

g2 MY DNA 2% RNAZHEE (AAR 25
Y NP RNA
oI5 B

* RNAE 8t 71E02} AAZ TS| 2K XEE OHS = UZ > tHIENE J|S(BLA HE) T Its

o J2fM HHO M RMEE2 RNARICH= RNA MIA| 7H20| LIE. 24 7|5S Sh= RNA(EIEXHY)E LA
EMHA HI3(Thomas Cech)

o RNAQ| S&M: Ateh R Tt 21,5507 > TAHA| 126,0197 (1-9). ME{R AZ2t0|A S WA EE
AFZ(Phillip Sharp)

+ BE

ulQh OIZof Ll Ak

o EMA X|3:RNAQ| =0f 7|5 HAOE 19891 I'Hl SISHM(A|EL| SEHI 35)

o LIZI AI: QEXII} AL 0IEZOZ LEF O] AZ(split genes)S L 19934 L-'dl Ma|o|sHAk(2| k= ZH X9t
38)

4-2 RNA ?E:'-ﬂ '.'-'_I'H—I!IEI(RBP)II-I‘ ,éltg RNA-binding protein

* RNAE= =Xt 25| 2431 RNA 2 CHEE(RBP) 1 RNA-CHEE S84 S o|F et
* RBP7}3t= : @ A HO|(MEHX AZ2t0| o= A MEH) @ HALE ZH(3' UTRO| 20] -

=%F)

o ZE:"RNA-CHHE 2 SotA|"I HESHY 7IS0A iR S2et7t? > PND A= Bt

A7tHE M £ x| =2 PND (Paraneoplastic Neurological Disorder)

o

SOfEto R HAE) > | L TS S | LS CMNS I NFMENN ZH >
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R

o

4

B151Zl EAl: 25 RNA Zg tHEE (Nova, Hu). 22 MM Z0i|2F 2{0{0F & RBPE M| Z7F 2HS0{ HY

HHoO| = A

-

Nova EX RNA X|E(HITS-CLIP): NovaZt 2= RNAZ X|E2 J2|L| GABA-22|Al 484, 0|2 E2 S
ARA EhElO| T T8 > Novao| 423% 715 = AlgiA =X

Nova Z£(K0) 47|: 25 0|43 20/H HIHO 2 Xf2tX| Tt

BP2 & HES2

AR 2 RBP off (2t J3)

of SF2/ASF, elF4E, Sam68, HUR, TLS/FUS-EEWS(HZIZ S35)

Az NOVA-1,2, elav/HuB-C-D(XI7H2IS), ATXN2(AEZ), FMRP(319% X 552, FXS)

EM 2SS SMN(ESA 29153, SMA), MBNL-CUGBP1(22IEH4 0|H2ZS, DM), PABPN1(OPMD)
ot 12 2% James Darnell, "RNA: Life's Indispensable Moleculey

8F%le} 0]0ix| = o] - M 22XS(SMA)

e SMAE RBP2| 2EQI SMN CHHE0| HESH 47| = el

e 83X RNA X|ZX| Eo| X & Nusinersen(Spinraza)O0| HIZ SMA X|2X|Z, ASO7} H|£8t Mt SMN29|
AZ2lo|ME HHY FA SMNS O oHEA| &

o "RBP-AZ2}0| Of3(73:4}) > RNAZ Xl 2H(8FAH"S 529

-3 AlthFOldgl‘ Alﬁ'ﬂ AQHEQ Al - Systems biology
Oj2 THA|Q] MEME: SN A= NGSE Che £ JHs > HHE tHAl= AL E7| AR

AlphaFold: AIZ THHZE 3X}2! 31 of|%

T2 HOFRIE(2016H O|MIS 9THa} CH=H LT 19| SAL 7 7HE

St
=]

ra

SHEL2 ofd| oAt AHE > YTLIM-HIEFE E (pleated sheet) > 3kt Fel X2 J|s

U2 otO| =t ME(0fl: MALSVLLL...) > {7 H|O|E{H|O| A0 RIS OE H|Rt ME HB(MSA) + 71&
HIO|EfH|0|A = > 3xjal A= &3

CHHZI 178 0f| % LS| (CASP) E4(GDT): 20167kX| 40% 2t - AlphaFold(2018) 2F 60 -
AlphaFold 2(2020) 90 24{. 90X o|&l0|H MHo= 7ot xet 79| U2 +F

AlphaFold THH&E L2 HIO|E{H|0| A2 SIHE| FLt HM Its
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2024'd A sisty
o O|OjA S{ALH|A-ZE FIH(AlphaFold) 2t Ci|O[H| = H|O|7H (THHE HA|) It 2024 W ofstals 23

= = 7|' 2
e AlphaFold HIO|EfH|0] A0 = 29 JH7}F H= THHE o F =7t S0 AS

AAH MESH HES3
B E M S5t HESa MEst
M= A28 ot EM w2tz (0l: MAPK/ERK 2 S8 74 EXFME Tl U MHE SHH| 2
Ras->Raf>Mek—>Erk > & > FAtL, cAMP (Ml > MIZE > 3 5 59| TR}
=)

SEN > MAH 5> oeEm > CHA »@

0421 &2 -omics H|O|E{E &0} SHLte| R Q471 OEH HEIX| O|0X|=X| SHHLZ

M
==

HT

4-4 7H?_| 1c'>r|x_'|x‘“ 5':"% 9—|§!'J_!I' t-'lE‘"OlE'I Big data in personalized medicine

"1,000=2] X4, 102t 2| EM?" (The $1,000 genome, the $100,000 analysis?) - 2= HIE2

MR 2t 30| H=0| &

o wQf Btol: 2kXH HLHO MEO| H2l FO|7h £S5 A0 AUX

=

TSR oMY E 2B

IR
80

Of

e 23andMe(H|0|E] 4#AH), Google Genomics(22HRE 2M) S [T 7|Ho| HoS
* NHGRIS| A &+ Of2f HI™ D2 Izt RN ZEMES ELHE "MES > 714 > AfR" S2 41,
71502 XtH-7 |27 A A ESH Computational biology)- B S&&(Training)-&2|(ELSI)- 1 0| HHE

W2 M= B2 AO| Al Eetat ol oy

=

9
o I3 (O[HAHO|A)MP ME oF RTINS "MEES E2|= OtAH Z2OM"0Z B0 HFE Aol|lM 2M5H=

NGS7} 7t 2 SiH|0|E{ 7t R EA|ste| E2|X| 42 EXIE Bisi'd 2! (Big data brought by NGS will

elucidate unsolved problems in genomics)
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80| Majet @Ot HI| B

pal

M| HEO| =H

40
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ot
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1
'

77K 1) Ztelofl L2 Al 8of

Ho

nucleosome - histone

karyotype

central dogma

genomics - transcriptomics -

proteomics
noncoding RNA

microRNA (miRNA)

Argonaute (Ago) - RISC

RNAI

CLIP-Seq (HITS-CLIP)

alternative splicing

alternative polyadenylation

epigenome
epitranscriptome

H3K4me3 / H3K27me3

8-oxoguanine (0%G)
cardiac hypertrophy
NGS
SNP
single-cell RNA-Seq

genotype / phenotype

L=

genome / gene / chromosome

Ho

Ot0|=22RNA

OlZLHE -RNA R A5
=g

RNA 7Hd

>
m
2

YH|HS

KEMIEH ME 24

Eroley|cr s

UM RNA 24

il
aril

REY | BAHY

17121

DNA TA| / 7|5 £t9l 72t | DNAZ ZZE &

57| YUHIS 27| B £02 LIS IB (UM
o
=]

40 RNA A2 7| 58H= RNA

ok 21 nt, seed(2~8t)Z EX mRNA 3' UTRO]|
=0 2 oA

mMiRNAS &1 XS HO0t7h= CHED 1 Sotk|

%S RNAZHAE T mRNAS| &éiS 1= s1Af

X2 MO 2 RNA-CHHE

NGSE 12
ol & s

ZEHS HHY 3t STXI0A 06121 mRNA Ao

=

r

poly(A) 2= IXIE HHY 3' UTR Z0|E E2|&
ME g} g10] DNA-3|AE0|
| bt HE TH|

A< 3t 210] RNA &7[0f| 4471

SIAE H3 4%1/274 2lo|Al Eatolu|zizt = 24
oix| Ex]

=

St G. C Ot A9t X[ S

YHZHEIF HAM Eo] HCHSHK| = el

Ao DNA =25 WE= 9f

+
I
bt
k!
P
Ll
0o
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N

ARRIOCH B 217t CHE /1K) &

0E
el
r
0x
om
1=
=2

MIZE SHLISHLES| RNAS 2 {0 MIE X| =5 Bt

Ihel 9 Hi | POz Sajut 3
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M asto] A|A - 73kt REN Yo THH et

ribozyme - RNA world 2|2 X! - RNA AlA| 24 7|5 RNA-RNAZ HHSt I |52 25 2H

Efi1 JHd
RNA-binding protein (RBP) RNA Zg} CHHE RNAZH S2IH|E 0| AZ2t0| 4ot HAS =H
PND 2EZAM MY =gt 2 5H(A1Z RBP)O]| CH3t HO| AMEMES

JHst= 4
AlphaFold - OfD| L&t M0l CHHE 3XHR £ 25 0| &F5h= Al
systems biology UNES=E =y 2SS HER S HHE SEEHCE 24

oI il ¥: ¥]| HI2A| 2i7|

(1) 22t FTH| 23Z R FAH| 23 (BREE=22+X +Y = 24%)

(1)-(4) RNA Alternative poly adenylation "AZ2t0|A"2 alternative splicing2| <. poly

44 (AzZztolA) adenylation2 "Zz2|0tC| L%}

(1) NGS James Watson (1928-) 202549 11 HA|

(2) MH|CHE Shibatani S et al (1991) Shibutani S 2| (1991), Nature

(3) nelz 2{0{tHZ!I DNA 240{H{Zl DNA

(3) aat M= A FXX;HO| Ef A L2 1olF ST A7 (ulE, 2022)

SE0|=

(3) NGs H&ESt  1007H2| =2 MEEA! [ run 22 1MIcH 4o] HAL NGS= =4 =2

(4)st&=E NGS and its application (3)¢ SHII Iz S0{Z. 4H| LHE2 RNA M=3H-Al-
Al AR MEot
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yapste] M7 - 754} HA| Hilo| B4 st

m AX|MC} O A2 H] 10

1. 0l0]3ZRNAZ} X mRNAS 20t = O] 71 0| £l = 291=?
1. miRNAS| 3" Lt
2. MRNA 5' % 2~8Hm &7|(seed)
3. X mRNAS| poly(A) 122|
4. X mRNASQ| 5' cap
v HE-oild

@ seed £9[7t O™ LIHX|= S8 Zl(partial pairing) IR 2= HA mRNAZS| 3' UTRO| £0{ &3

T

mjo
2
=

o

2. AGO CLIP-Seq A& 0j|A 130 kD £20/IA P2 cDNAZ} B0 Y= HOZ 713 gate Zie?
1. Ago EHeE ot
2. miRNAZt
3. miRNA2t X mRNA =2}
4. = 1gGo| 22 RNA
v Mot s

® 110 kD= Ago+miRNA, 130 kD= Ago+miRNA+mRNA 3% S&H|E I 71 cDNA(MRNA Z&h) 7t Lts.

3."H3K27me3"0f| L3t HHOE Z2 22?
1. DNAZ| 27'Hu| A|E4I0] B EatEl A
2. S| AE H32| 27Hm 2to|Alof| HE 7| 3747t 22 x| EX|
3. S|AE H39| 27 210|210 OFM|ERtE &4 HX|
4. RNAQ| 27'Hxu F2otlo] Atstel 2
v HE . s

® H3 = 3|AE H3, K27 = 27t 20| 4], me3 = E2O|H|E. RTX} 7HE 2t 2HAE. H3K4me3= Bt = &
HX|.
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4. M3z 0t (0%G) 2| EHRE 82 %2?
1. A ELRE T 25t Z2te

2.0l M22 H7|WS 01

4. 9| RO 2= HAEY

v He-sid

® 8 EtAT} MSLEI GE C CHA A2 B2 X|S(new base-pairing). RNA(MIRNA)HIA = A7 |H AT AR
HEo| of|

5. F| A2 MIZ0| 708G-miR-1(7HM G7t L3FEl miR-1)S EAS m LIEH Zap=?

CATHIZTE MEME R HEE

O
H3} Q

—

2
IN=]

. I ZMIZ7} HICH3iX| 1 HEol HE

AW N -

A2HE s Eg
v e o

® seed ¢t oF 7| Atol2 HAO| HHY O] MH|CHSO0| K=& (Seok 2/, Nature 2020).

6. AfH-MF|-M%0] T QA 4 HIRSHRIT HAK| 4 ARt0] EM BTt O1F Mets 7Mooz
The e 22?

2
3. DNA O|ELIH F2=9] X}0|
4. 2|2 29[ X0

v e 8
@ 8 QEROA U ZE-3 2 SIAIZ HHY 0f2{ RNA HOIHIE 2H57| B2,

7. XHMICH M2 EM(NGS)0| LSt BB = JX| 942 H2?

r

1. DNAS =2 B2 =283 SAl| ¢S

2. ZM|2HStLtol| Bt Z=ZE4 ot #10f| oF 10022t 815
3. At R 2M HIES 10022 +ZE7HK| &
4. Lt 20 YA 2 JLHE-HAIZE 240| 7tsd
v Mch. A

@ ZAM2t H7|FS2Z ot Hol| 2 10022 2= 22 1AICH HMoj AL,
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9. £EQA A7 TSHPND) 2Hxte| YHO= Hot of
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whl

1. DNA Oj|

Z(RBP)

2.RNA Zg!

4. 0}0| 3 =RNA

N
ic

il

HAHLZ0| MBMZEINKX| S2E.

Chet

@ MEMZS| RBPE AMZE7FEHE1, 10

10. AlphaFold7} &

1.DNA M

3. RNA MZ > miRNA X

ZN
ic

1l

)E 28

II|
3
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£

TZO0l| 7H1t2 Fet=(GDT 90 ¢F

i
=

® CASP CH2[0f|l A AlphaFold 2(2020)&= &

| MIA (222

sto
Sto|

R

Az 7|&:

2 (4) HIH0[E] Al AltHe] SA] &7,

pallll

1of

wot J%l =X (Nature, Science, Wikimedia, Getty Images Bank
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