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o HY2 XTMHE O{HLIOAH M EES > T2 DHIXS R "Kls K= XSAH|of AUCH 1 Mzfst

o CHE 291 Lehrke(1972), "A theory of X-linkage of major intellectual traits" — XI5 2 = SEXI7}
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oS o

2-3 ﬂ%gl IH%-'E I' *—|Hx'"*a Rediscovery of Mendel's Work

- 19M17| HESIAFS0| GAHIE SHOMYT U4E 0 BAHO| SHUS J|S8 — A5} HIZEHIS|(1876),
OIS0F2 YL (1883)
o HOIZI A © USEET A 0 SETFSANES SHIY W @ Z4EBL B 0| OfLI2t 8% £ M)
o 2

|
ZY O g 2ot HMH 7t OIS

Hr

E| MEI(1902) - RH0| FUHUS XS 2T FF

o 2 MIS7|(Brachystola magna)2| MAMEE H0|ZO= &

- GA|7} O] FAIZ MECH ANS XS B
- =2 30%: O] -0{D{L| 2 FAIHI7F W2 O|FICIE ZA42 1 Zetx|= 20| "HY S Aol 22|

HHEY 4= ATk 2%

Ha| » HHO 'RH 2AXH=E ML IHHO|

32

=0, ME o|= HH|Z =0l H0|= P& (MMt HEE|7| ARt

my
ro
=
i
0
i
2
g
=
o
i
=

28 Z2S LA, E3| 'ME-BH2) K 0ft S

2-4 1c->r.x_1 %017|' E'_I'%O‘I.x_l J_!I‘EI Constructing term for heredity

® 1865 HIE —"]H QX}(heritable factor)"

® 1901 3|z EEHEZ|A — "EXHHO|(mutation)"

® 1902 H|0|E2 — "CHEIRTXH(allele)": T2|A0] &ANog(CHE Zd). M2 allelomorph(CHE HEH)HEt
alleleZ E0{F - "R} (genetics)"

® 1902 MEH — FMK|7L T QXA

® 1909 LEE 2otdl — "X XHgene)": O2|A0] yovog(KtE)

® 1910 EMADIE B — X0j2| A0 = FAMK|7} KT 2SS R > |XXH= S| 22 /KT QX

® 1944 XL 0f0|tH2| — MZoM /T FEE M= SZO0| DNAYS =

® 1958 SAI2l2| (DNA - RNA - CHuHzl)

® 2001 QZF FTH| At Xt LH

o 21(1866-1945): H|0|E29| 2|5 (1916, Science)o]| 2+ % 74, Eote| AR (Txote|el A MEh RH,,
1910)2 MK JES L, AP RV VAL X H7O| HIENS 2HE

- olo|#a|(1877-1955): 0|22 MZSIXt. 19441 SRS Sl DNATH 98 2HAUE wol 21e SHste)

2R MY
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Mgarstol MiA| - 3FA} R Holet RHEE

o 7i9| Emj2| A= 191000 AEEHOEZ 1916'H HO|EL 2|'F Lt 9. HIO|EL2 23|2 @&
FAK| Hofl 2|2 H0|AUH UEZ UM AS

o 0l|0|HzZ| HY(HHET YR 2 MBS 2 dS 2AL, 1952 S{A|-H|0]A HHOZ DNAZI M SH0|2t=
ol 22| S2lstA &

e DNA O|BLIM T1&= 19534 St 32lo] LaEst

0H'|

aZ

2-5 %.*:I%—IEIQI‘ ?_I?_I' %Ex‘“ AI‘%" Central dogma - Human Genome Project

DNA  —FA> | RNA —ELM-)@

e WP H|F: "Central dogma by Watson and Crick (1958)"

met gfol
o ZMYE|E= TEl0| THEOR 19580 H|Qtot JHER! (1957'H 2, 1958 =& "On Protein Synthesis").
St&at 32/o| ghi| ZEDH A2 1953 DNA O|FSLEM 22

oIt MM AFY (Human Genome Project, HGP)

X1l 20| SEHH| Keto| A2l

o DO QEAS| "E2ATH & 4 /9IS

n

e

rin

M ot QXIS MED KIS 2rolEt

r

o AHEH |TA|2| HO[T} ofC|of, HOtLt R JA=X] R K22 MY

UCSC |73 E2t2X
o RTXIL RTHS| ofCof A=K 2H & 5= US
o uQHOf: S HSt= ABO FHAI — 9t FMK| 136,130,563~136,150,630H & 7|(2f 22+ &7 |4,

hg19 7|&). of2ilZ |XXt £, LTI HO[(SNP), 2t Z2HOMIM), 5471 ZZ|0i| A2 EHHZH(GTEX) SO|
aX BAIE

- OOl Aol R QIRE "QEAET MBS, DLt FUUR|IM SRS EMIEE BIEE B9l
=

"CHEIRHAY. Hcl {FHEStoA R/ EXH= DNA ME £ |3 HO|Y

R QXIS 'RTXF7L Ot THERTANZ HA| £ Heot= RTAH F2IME 24 7|£0| 0|2US
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Meiafste] M7 - 35A

+ B=
"2t El oIZE ST = A LIt

e 20014 YH= XQH0|A1, 2003 "2Hd"S MAMKX| T MM Z2= 2 8%7t HIZIOIAS
o HIZ gl 2t ME 2 2022 T2T(Telomere-to-Telomere) ZAAAH0| HS LHS
C _IQI_I (

HRHE of 28t 2 AFE OIAECHEN Ee 3)

(=]
N
2t
=
-
)
=
ot
i}
02
u

2-6 %Ex‘" 7I%9—| %I'.I_'l Development of genomic technologies
1969 FISH2| HFEH — FEX|3H aHALS FAMH|0| 20 /IXIE E= W

~2000 3 QA A7 - A BH — J1Z Ci92 WE QAAE &

=

glo

®
®
® 2001 QIZH SEH ALY - TBHAIT Ublx|S X (Daly 2I)
® 2002-2009 ZH HapMap Z2Z|E . 00| 320420 - HE SEH HEH EM(GWAS)
®

2010~ XHAICH F7IMSE BH(NGS) 24t 1000 RHK ZEHE (2015 LH)

- DNAE B2IChH ChA| 20| #12], RNASHDNAZH M2 B2 213 2+ 217} 19604eHofl S 2ef
- 1969\ IHF9L 212 rRNA EFAJO HAM $4(H)S 201, OLZ2FHLE I RE| LHDAIE E20|A rRNA
A

RS XIS AZICZ 2ol > 0| AMY CH H BEX|E L= FISHE 2He

801: fluorescence(H&) + in situ(HMXF2|0l|l M, MIZZ-Z=Z] ot Iz 2|X| JCHE) + hybridization(RE, &EXQl = Jt=fo| &

rr

A)

o ZEO|L} HHO| == 71ES d7e. 2y RTXL 0| 75 QPollM Lhr|of HEEICID JThget

1o 7 BX| 7t7t0l0f] A=X] =let

_?,
o R EX| = X7t LN A0 £ 2 RTXIRL &7H FHE= DNA ME

o wQt JHA|=(Sajjad, 2008): 2EIZ ZHA0A MH 4 MUIFO| LIEHF AN (HR2 712) 1k 161 SAK| HX|
(D16S397 3)7t &Ml TEE = 252 M Atz Ho &
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- B QX HTE S QEA 9l0| tHRHAE 2
o

-> "’.‘_‘l Xil(genome -wide)" &+
 Ojo|320{2|0]: F2|T Z2 1K EHO| MBS Of= DNA X2} st 20, o Hol| =52
CHEIRMXLE &eldts & Hoz W WAl 3oz HY|E SHY e B4l 50| JUS

@ AHiHIE (Haplotype)
o AR FXH|0ll= =Tk 71| BH0|7F AS. LHHMEE 0] H0|S0] 7HRlnt FTh kol M OfE | F0f U=X]
osHstA| off =

- ULHE = M SHEI= FFO| U= | Holo| B2, B HMHO| 3 720l 9l HURHAIES| S
S

o Daly 2/(2001): 5t HAMK| 500kb 7ZHoi[A LK S5 11718 &S, SES0HCH A2 CHER{HXRIFL B
LAY HHE 2+ UAS
o > DEHO0|S Ot YX| o1 CHE #HO|(Ef SNP) 2t &lof| 22{= &. 0to|3Z0{2[0|7t E MO = MY 4

o
A2 09

22 7742 717 G A7)
QHiXME 1 : AACACGCCAL.TTCGGGTC.AGTCGACG
QHiAMed 2 : AACATGCCA.L.TTCGAGTC.AGTCAACG
QXS 3 : AACACGCCAL.TTCGAGTC.AGTCGACG
QHiXMSE 4 : AACATGCCAL.TTCGGGTC.AGTCAACG

1=

3t xj2| = ARIDIC} CHZ Bt 2} #0|(SNP). LILIX| Cisze| 2xts s 2

=2
Il CiLl= SNP |30] ol A2™ > 5 SHH(ET SNP)2H 2101 = LIRS FEE & A

o

Ot HapMap Z12!(SNP - YHiK|E > Ef1 SNP)Q| &I2|S thadA| ChA| J2

® 2H| HapMap E23|E (2002-2009) - 1000 SHK| T2 E

:|
I'E
o
£
rm
mjo
Jo
J
|0
Hu
=2
muin
f!

o HapMap: 20024 A|Zt=l 0421 L2t ARXISQ| 25 S . A2H EEte
Of¢dt= 20| S &

* 1000 S8 =M E: Ot2|FHAFR), SOFA|OKHEAS), & (EUR), EOFA|OF(SAS), OFHIZ|ZHAMR)2| 2674
T 2,504 RTHIE =T (2015)

o wQhO2jI: OfZ |7} FEHLWK, MSL S)0ilA ot AFZO| 7HEl 10| =7t 7+ Big

Hi| » ota|7} TEHO| HHO|Tt 7HE BE2 22 1-62| Out of Africa’t Ir=2!. QIR 7} 7HEr @eff Aok2 20|zt Ho|7t

el AjZho] 21, CHE TS FE2 OfZ2|7HE it AR TN Z2tH L] 2

16/23



MFafeto] A - 35Xt

© XHMICH B71ME 24 (NGS, 2010~)

- NGS = DNAZ CHOE Aol 2= TH2|Z HyIME 24 7|%. B2 20| DNAS W21 Ml 22 4
[e] k=X
MO

- TFE: HOOIA B DNA > TH2IZ 24 Tu| > 92 TASS BE 217 KEH0| 2 H - #o| 2z

o H| Y2|(mot O2l): DNA Z=H| &> SE|THflow cell) 2l0IA 22 =22 0of2] 2 £ YOo{2|(cluster)S
]

2

2|
IhE > & BX FIIE S 20|H MRS BE > Moz HY|E 2iZ(base calling)

NGS7|& FAS HLL

ol HAM (exome sequencing) CHHE ot 1o (lla HA|)2 RH #O|

HE RHM 24 (WGS) STH| HH|e| T O]

RNA 24 (RNA-seq) ZE| M IOl M ST Lot LHE[=X

SMHRTH 2M ZE| N ZO|M THRHE = (DNA HEst 5)0| LeX|

QM SIS BIZ (NIH J2H): 20014 f 10 2 - NGS7} IR 5012 20064 0| 32t >
2015\ 2 ©F 1,00082]. Szt &5 84 £5(R0{9] #A])HiC T w2 HojZ

= =

G F 24 1~2%01 St} IO XIS7HK| 2T Het 2ol
A
|:|

2019E7X|Y. O|F 2= HIE2 A% LH217F 2020 ACH0l|:= FH|of| 2t T“—.” B =ZE7HX| Hord

-7 AI'E:“: xI']HIQI' SCN2A Exome sequencing study of SCN2A for autism

SCN2A RTXt= H|M|Z0f| U= LIEE &2 Nay1.2E5 s (R0 T2t 2= Na* 82 — 254 49

'S2 A AE)

oM 7| SHLbx] Ehsh 2|

AMZE BAK| 234 (HE) > 2B MK > | 20243 7F > LEESERIANIZ >

ST 1013 3 =0| H7| 6Lt

29 S| 2q24.3 72 (2 1008t H7|4)2 Sehste LIES S2 SMAHS0| 20§ 218: SCN3A, SCN2A,
SCN1TA, SCNOA, SCN7A
SCN2AS ©f Sirhalel (o} 52t 217 |4 wiel) B2 oirh2 ZAIE A2S0| 29l 0] 250| Na,1.2 EZE

[a]¥=+
20

H7| Stk =FE7HX| gthistH, 101384 otn| = AH(22|4) S BteEs =2 G A2 |7H 2
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/Y ofo| =&k B

G/G G1013G (G: 22|4) — g4 M e

GIT G1013X (X: BE ZE) — HMA #HO| Xt

2| » 47| SILHG > T)7} HiFlof EhEo] S2tofl B7|81 ble LIES S27} MCHR BHSOIXIX| &S NGS7} 21of
O[3 £2l &7] BizhS Kot 4 9| &

+ HE
SCN2A2} Atmjof| cHe =2 o

o SCN2AE CiFE A& A (0]: Satterstrom 2|, 2020, K| 2t QAKX 10270 = 11)0f| A XHE|QF 71k ZsHA|
ARtEl QFEAL FolLIZ BEl. LAE Ho|o| ATt S HO|Q (1-22 HE)

o Z'2 QWXL HO|Q| gistkof| W2} a7t CHE: B2 7|52 44| ot B0 > Xim|-X|I M Xlofje 2t | B2 7|58
KILIX|AH| 7|1R£ tHo| > Fotr| k| M Sat 2

o Cioto| F_f‘.’a' SEX} 0|2 HHE= XtHls 2R0|1, Xt MA2 2 =3t #0| of2] 247t & Z8ots

— =

Yot e XtHE "X Y H' R0 2X|, MF Y SILIZ EXIE F11 AL 2 1t 2|t Ao|of =2|7t UZ. wete|
o
aT

=
"Autism" BoHE HI|=

A QIRH= "SI} Obe. QARHE Q2 JHaY
- AR B2 WO|Z XY, EHH0| SYOR I HBots Hol £40|1, RS EHH0| 30t
=
=

"7H:HH (additive)"0|2t £

He| » "RTX= 2efE JHE"0|2k= wet B2, RTAREH= Bel7t 220 FCH= 20| OtL|2t '] T El= AH0| 2|
IS Jt2|Z s RTXZCH HO|(HE FHAN = B= X0| &

2-8 EH-?—-E-Q—l 93.7%-_'% '7|‘.*_|'£1' Most human traits are additive

A (additive) StLt & Mi0fCh SopoF 22 BE 50 M
24 (dominance) SHLFRE QO{E Zak7k 72| Cf LIEtLED, EMj= O EEfE 20| M 7ol M
*24 (overdominance) Stk 71El oy Eeh(1)Y mf = atut 7bE 2 A

« Palmer 2/(2023, &= HI0O| 2 3): {7 1,0607H= 2AISH AT LR E0| JHAIE DHS MHE, 24 HIp}

=
SEiPh A2 BT B HHO|L of2iA S Q)

T AL A

rlo
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Thatsy

10
ox
B

0 1 2 0 L -
7t2: 717 iRt = (8T 041-2) - Ail (@Eof| 0jXl= 22t

WOt Palmer(2023) O3 1 M| 7tS ThadtA| CHA| O3

£940| tHE O - Z4 527 Ho|

o SIZI20 B RHX HOIS £ JIXIH F4 HHT BI%0| 4, ST IR He| Fyo| glorin Lat2ofof
o & 7

o 2N ef2lopt E3t KIHUME O[FEB(17H)0] 7H3 K2leH 0] HOtE2 MIER HE > 1-9 "HBtET}
r

= S
CHE RRIRt BIE S Fotrt el A of

%Ex‘“ ﬂ:rl'o'" %R-‘.ﬂ ai What you need for future genomic research

NGS HIO|E{e| 72

o ot ALRfe| HE [T C|O[E{0fl 2F 1E|2HHI0|E(TB) 7t 2% > 2,000H0|H 2,000TB

o I= HIO|RQWITL152 Fo| MY FTA| H|O|EHE 371 > 2 150H|EIHI0|E(PB) 22

o FIIME 24 7|=0| LTSHHM KA HOIEZL 7|Ste+Ho 2 So{Ltn AS

o =7t HIO|QMIA - ZAAANH: M| & KA HAAR(ICGC, 2010) — 117H=0] 505 0|4 Lol M ABE=Z
Y 500704 si=517| 2 . FS Sttoll of 2,0008H B2 A2 ofd

+
H
ol

ueh £x[o| fH0|E

&= Ho| QW= 2023 11 of 508 B Felo| XA M| GlO[EIS 2 (metel 158 B 20214 14}
274 7|—.—)

o 1QIZHTBE BM S7t IIAIX| Huls| T2 ZHO HY. QX E H2 MYU(CRAM)EH HB 308 20| 7|E 44
GB £Z0|2}, Mz FAlol| miat 2 Yabd

SHROILM T *27} 60| @ HILIOJE] 725 AR

[ ]
|0

2 A0 1002 & #2o RHA-LY YE +HO

gal
o
ul
=
0o
dlo

YESIRfolA 27t & Z22HY

OfIT 2= CIO[HE 2EE= Y XHAI7E 02{RZ. RF2 tR =2l 7120| XtS2A=0f o ArZho] 1t o2
A O

=
AZELE B2 HI0[HE 2HE £ AS
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AA

Setect WaT ol U &

Microsoft AzureQ| SFH| &

afetel A - 35kt

ZOtX| = C|O|E{ S CiFe{H

oto| E%—J(Tanentzapf Lab, 2021) 2 aetkE flet

SHX

_I°

A (scalability)0| 238

HE 2|, MES ME-A LS HSE (0 AWS, Google Cloud,

20134 (22Xt 2E) CHS AHZTE M ok 5TR
20179 (Yelxt Be) otE E2teE 2k 500TB
20224 OfOtE E2tRL + YR0|Lt F= Ho|lY3
(OFAEEIA|UHIZH DRAGEN 400PB)

sielo] i

o B2 PO= She Yol AT WY 50| AT 4B Y 201y

o 53| RHM 7= ME2 2HAS 21 5t21= 100~1,000 22|

02| (2) BtaXz

XEMICH F7|IME 242

#el, T2, 23t

v

671

72

409 WGS (moF: of 10

FSEREIE

=

S| St

oLy

[=1

), T2D-GENES(2# ZHix), ICGC(2R| & 9% K|), ASC(XHE H7 | MY

-UK(2E2LH9

QA A0
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in situ
linkage analysis
meiosis

microarray

mutation

natural selection
nucleotide
peptide

point mutation
polygenic

quantitative trait

reproductive organ

rhizomelic

sequencing

transcription

translation

HIKE2[0fl A

re
el
Hr
1=

oy

hla
Hr
e

O[3 Z20|0|

(DIMIEHE)

SXHO|
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b

rx
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w2 REIE

HELo|I=

H SdHO|

CHREIAHY

00
ikl

7S Rz bS]

o=
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1=
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7|2

2R (L)

=R

HI
1z

ER)

DNA E7|Mg2e| Hat @& A variant(#H0[)E O

ol & St= HOIE TR HAIZE RHE S O BO| 'Y= 2HE

DNA-RNAQ| 7|2 £tel. 7| + BEE + Ql4t

Ot0| L= 4HO] HEtO|= HE2 2 0]0

[ al

Ab

>

F71 SHL7H HEP = o], ES-2t-HA R L

ofgf 93 Holt B e F=
71HE e4xel goz Lt Ha

e

SANE

i

RS0 REHE 7|

2ri2| & 380l 7k f2(12-EH02|

il

DNAE 20 RNAE CtE= Ity

mRNAS| A &of| 2t ofa| = 4h= 0]0] et
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Mgarstol MiA| - 3FA} R4 Holot RTEE

+ B=

S0{AH0IM 2R Soizt 2

= =28 Hi2H| ei=H

HI

0%

allele / autosomal allele =0 J2 Fo|7t gin, 2 G2 autosomal dominant &=2| X J2 a2
dominant HO|("An allele is a term coined...")7t allele®| Ho|
inheritance autosomal dominant 25 240 £0{7t

U2
hybridization / hybridization &=0| & o7t @111, 3 linkage analysis &=2| X g2 tat2
linkage analysis HO|("The act or process of mating...") hybridization2| H2|¢!

7} linkage analysis g'=20 £0{7t /S
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