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Figure 9-3. The X chromosome: ideograms and photomicro-
graphs at metaphase, prometaphase, and prophase (eft to right).
(Ideograms redrawn from ISCN, 1995; photomicrographs courtesy
of Yim Kwan Ng, The Hospital for Sick Children, Toronto.)
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Fig. 8. An example of karyotyping software. The original metaphase is in the upper right. (Courtesy of
Applied Imaging.)
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LG LG <t oo —
Transcription Ribosome €29
(RNA synthesis) Q ”
Protein
DNA RNA Protein

ON - ANV NPVIPN RN PINYIYN NN NIPAN 91999 PPy
,INYOY 995 TPONNN DR NNNY XY Ty ,1N2A9NN IR TIN RY
“PRYY” AWIN PYTY,1I29NN INNIY NN DN TITH 9 TIND

A5V Mnan oy

931233121 NFVIN NIV MY - 8 NIV
DNA y\pon

08/12/2025 : >IN

: 02y 10N
OINNNIR:NNRN N

DTN Y1 1PV NNV .2

DR9NN2IAMND D

..................... 1
NRNNING .1

n
YTI-TN. RN NRNINMMN O

59573-17 929 11PN 21NN O

NR2ARMNYNRIZDIN0 R
mvipnmnnann .

NNANMIRL-DID .

MOLININ HNIN MIRY 1>

0139 NIAN NN

00N YTINN NMIVVIN

Genome — Chromosomes (23 pairs = 46) = Genes —
Nucleotides

—{Gene }——— ————{Gene }—

12 1N

:0Y DNA yopn =13

(NIP2IMNY NINDN DTIPI - N0INMAY »
XY YTION - TTIPN 8y o

DYD NTIPY - PTIP VD o

D) VW YAN ,DMAYNY DTNIPN DONN AN AN
tRNA, rRNA,) NadnY 7990 RYY RNA-Y o1nipnv
.(microRNA

DNA-N NN

(DINMNYPI = 0IVDON 8) BINVDIN DIV TVDIDNA
PINYWY vy X9 DNA + (Heterochromatin) 4198 15012195 »
PINYWS v DNA « (Euchromatin) ©199 2019195

2 MIWAUN (MINDIVIN,1INIINN) NIPVINON NISPITIN o
maraxn



MOYYND - NPNTIPI NPSVIN

{\/lutation silent missense nonsense readthrough
ype

New amino Gly His Stop Leu

acid GGA CAU UAA UUA

Change in

DNA

= T 7T
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1. Uracil Removal
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Nucleases cut and remove the damaged site.
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1. Mismatch Detection

MutS )

Mismatch Recognized by MutS and MutL.

2. Strand Cutting

Strand cutting near the mismatch site.

3. Excision

L

Removal of the mismatched DNA segment.

£

4. Repair & Re-synthesis

(NN INNNNN]

DNA Polymerase fills the gap.

DNA Ligase seals the strand.
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DNA Double-Strand Breaks

lonizing Radiation
Oxidative Damage
Spontaneous Events
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_ DNA Double-Strand Break |~

[ Double-Strand Break Rejoining l ‘ Homologous Recombination '

Homology-Directed Repair (HDR)

Non-Homologous End Joining (NHE))
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1. Damage Recognition & Unwinding

Damage Recognition and DNA Unwmdlng

2. Dual Incision

xoxxx - g

Excision by cutting at two sites.

/

3. Repair & Synthesis

iyt

Removal of damaged DNA fragment.
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DNA Polymerase

LA N L ARARRA]]

DNA Polymerase fills the gap.

DNA Ligase seals the strand.
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Double Stranded

DNA Break
Double Stranded DNA Break

BRCAT-_ |
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—— Assembly of Repair Proteins, Resection ——
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DNA Repair

Protein Complex Strand Invasion
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DNA Synthesis & Repair
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Homologous Recombination - HR .1

L Homologous Recombination Repair

1. ssDNA Tails Formation

4

TTTTTTrs 7 N\

Strand Invasion

ssDNA Tails
2. Strand Invasion

3. D-Loop Extension

T\

D-Loop Extension

4. Second-End Capture & DNA Synthesis

TR\

Second-End Capture & DNA Synthesis
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Non-Homologous End Joining (NHE)J)

1. DSB Recognition
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DSB Recognition
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3. DNA Processing
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Silent, Missense, Nonsense, Frame Shift :0omo
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TAPY € (VIROIND ITYN) DINNIIDINIIN
(TYNND N°D9152) NI ODIV IWINY ,NIVDIVDD (NP0 »
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Turner n21yY Noonan :24 NYNY
29 IPRA NIV DINININY AN IRNY NI IR BY DT
17201 NINAxN NN .Pulmonic Stenosis N¥1)
ANT ARNKY NN NMIP YWY ¥ - (X,45) 1)I0 NNNDN . X
DONNN 29N DM D - Noonan NN .2
N0 NNIP W2 2D - PINT INNON )
29 DI WY YD - DTINYVTR NNNON T

NN
.Noonan - (2) N>1 121230 N2WNN

:291 01N NIN NNIND

93999IN 29 DN nINNoON
(NVINN MIYN) Coarctation of Aorta Turner
(NN DNEN MIYN) Pulmonic Stenosis Noonan

$”9911390INN Turner-n# = Noonan

,ANT INNY, N0 NMIP) DI0Y DINIT BI92019 DIIVIND
(M1 DN

919012 PTPN11 2379) nY9nIt10IN N8vIn = Noonan :9aN
(RAS-MAPK

X (45,X) nonavdm =Turner o
MAapia Py Turner , 09199 »Iva DY Noonan

no»yY Noonan
:Heterogeneity)
T PTPN11, SOS1, RAF1, KRAS -«
Pathway - RAS-MAPK ymIN Yy XN 9D o

RASopathies (Locus-9 nsapy

TIWLNTIAVN.DINY - 2NV PN

P2 NNIYY YUIT 25 NYNY

?2(BMD) 7pa% (DMD) YW1 1222109010 9 7ann n

YHMIMIVIN AP X-linked w17 . X

995 POIVDIT PN IPAL, PPN NI/IKP POIVDIT VW W11 .2
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NN
.Western Blot - (3) X>N 121931 N2IWNN

:(SNOW DROP) n9atY vywan H9an

NYIPYIN npTa NN oY
DNA DNA Southern
RNA RNA Northern

NIAdN Protein Western

SNoW = Southern, Northern, Western DRoP = DNA, RNA,
Protein

NVIY Y51 DIVNNYN NN

, 9T NPYYT 19°890 DNA 987 np>1a - Southern Blot  »
RFLP

Y ONN =) N1NA0N NHNPII ROVIAND 1) OXN - Northern Blot
(mRNA

9713 NN, NN IN¥YPN PIavyn oND - Western Blot  »
1(4 P21wn) PCR XY nnY

NAYNN ON XY YaN , 0P PN OX NY» XD - DNA p1a PCR
LTDMDN NNPILRVIANNY XY DMP NINY 9120 ) 981N

NYAP2NNNANIDY - 9 NYY PN

Depth nn1yY NGS - Coverage :29 NNV
INGS 913721 Depth-Y Coverage 12 571ann nn

1NN = Depth ;770INYPI 95 KR DRV NS = Coverage . N
q¥7W DINN

NRIPY DY NNd = Depth ;93317 118N 55 orN = Coverage .2
nTNY Yo

DY MNY DY 11T IMX OV )

-9 P71 >VINY Depth-1 Exome-Y p >0INY Coverage 1
Genome

NN
.(2) N°N NN NIWNN

N9INT NYNY NN

- DMDN IMN UON N9 Probe DN Y5 NN ynoysy ONN | Coverage
ow Coverage >N NN

- DYDY 30 POINIPNOITOIRION | NI DAY NND Depth

Depth = 30x MTNY Y

1231wn Depth nnY

YTPNY ONX .12O00 MYV ROJIN - 7293 NAN DY NIN OTINI ON
LMD MIND NY NNV IIN - DY 30 NN

.DTNY YOI MNP 20 MINAY - 20X 991393910 VYTIVD
101NNV N DN TN

:D>NY1 30x YW Depth-1 ox

, T INROON) 01911900 — C MNP L5+ T MNP L5 o
(C TPNRYON
VINITIMIN — TMNOP 30

MRNITININGS -8 WY PN

Genome nn1yY Exome nniyY Panel :30 nYNY
?Whole Exome Sequencing (WES) >235 1393 nn
DYNI0VPN YOO DIMNN YO NN NI N

TTIPNN INND DN P8I .2

NYNNY NNV D) NHDIWI P ¥IN )

PR OPIIMIND PN T

95

OPI NN - 931 91999 227 NUNY

NN (DPYNNN DIRY) 28y INNY NNTH )3 DIONY DN
WNNYI NOM

(Simple Retrovirus) VIV DIIN-1VT . N

(D17191-5039) 215719 DIVI-1IVA .2

7291 DXNMINDOY L)

DIV T

NN
(39919 DI1-1909) DI-503Y - (2) NOP NDIN NAIWNN

IYIIVIIN DIINY DIND 0IND MOP)
oIpHNNN o'pYNNN

» X Y 01v9 9191709

(MLV)

> 4 v 01991-50)Y

(HIV vo1an)

(*IR) NY 4 v ©199-TN

(OImT) N v 0ININYY

1731y XY VIV DIVN-1909 DY

YT (NIVND =) PAIND PYIIN NIVYNY TN VIV DIV-1T0Y
PR < DIPYNNN KD AYY OND .INNVIR YNIDY DNA-Y nwid
YD ©INY DI RY < VM

17299 19 ©19%1-5039 NnY

THTHITNY D12 NI - 1PPY Hrya X129 1100 ¥ DI1VI-I0I5H
DPHONN NONY 5 DI PYNN NIVLYN DY NIAIAPIN

(119911 999NX) CAR-T :1999p Nt

T>NRY CAR 1) NDIDNY NOPND WROW OTNNN HIV «
DMINN OOIRNNN 7IPIVH DIVPNIN
100 NN YY CD19 PPN MM IDTNIN TOIND o

Blotting mvrv :28 nYNY
ONI .29 NHPIA PN 010N AN OND PITIY DY IPIN
WNNY NLOY
Southern Blot .N
Northern Blot .2
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PCR 7
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1895 De Novo :32 NONY

NIYNI (DN XY TR 7922 Nn»pY) De Novo NSO W1N
INNINAY NPIN NONA
N9NNY M NN De Novo NNLIN D R

NYAINY 99aPNna NYTN NINVIN DY NMVIIDN NYNNN D .2
AYPY MDD NN TIND NOYN NONN

3120 AN NN NIYAN De Novo NdNvIN » L)
MPAY NN MYNND NPIVIN D T

NN
.(2) NN NN NAIWNN

APINYD

190 INING NNVIVD NN = NYIIND NHIY RIY NINLIN
- N9IN TN PITAY [, NYTN NONOVIN PIYTE NYNINNY NTYN
STIND DD NN IAPND MY MHNI0N

«(Strong Evidence) m71p3y ACMG: De Novo = 4 09192
NINY MINNKD Y

M9Y De Novo NN0VIN 0) WY - NN RY (1)

102) DPNRNN PINI DI ANN 9NV WP .AIONANY (3)
THN N9 HAN,(NPTINITION

NN NPNY N DI MDD MY NPV -V (4) *
$119) D) 79907

N - NNN NIVIINIT NINN NI NIINH NYIIN NONVIN ONX
L(N2IN DN NINN NINKY NIOYY NPIN IR

20NN O NYNL-QNWY PN

Secondary Findings :33 nYNv

V) 91871 Secondary Findings onn
TIYPN NIRYY MY DNVPY DIRNNDN N
TONPNRN NYNYY WP 291 DXVINNHY D) .2
DNPYY OXNNTH XYY NMYLI INYDIY DINNNDND )
D199 P OPVINDIY DINSHN T

NN
.(2) N°N NN NIWNN

NYNVY DIVIUP XYY D) 84 DIVINN NNIY

NN Y O8O DN DN ON - Actionable 03 nYN o

MYYY
NIV nYNn L]
STYIN NIN ,PITN APYN MYNY/TY )LD BRCA1/2
MANON NVNPOINNIP >y V10 Lynch genes
D999 ApynNn FAP APC

VIIN N9V YNINNI 22D NN DVINININ N

1991993 BRCA 0'n111n XY :31vn Y5

18 9712 108Y2 DIINNY DIMNVIN TIY TN o

991 039°919 oY APC 115) 711993 MDYNNNY MYNND >IN o
(12

:Secondary # Incidental :57an

(D%3) 84) Y3%OPN 191N D>WONN = Secondary  «
MY N N9 NAPNa nYy = Incidental

Secondary Findings - 9 21> - pn

NGS nn1yY Sanger :34 NONY

D 9INIDY 1193 N

2°2APN1 DXWOPN AP 4¥IN LN
NNN NP2 bp 500-55 Y230 .2

NN
.(2) O NN NIWNN

19990 FTAF) AR 4N NN npr1a
DIVINIYY 019NN
91, 1PN YN VYN | O NNV Panel
TIND NY9NID

1’2 N IND 100,000~ 1%~ ANRN DD WES

mYyo 9PN TTIPNN (Exome)

VO L,PPN | TIND NN 100% 951 WGS

NYY) (Genome)
(Capture

194991919 Exome NnY

DINOPNRI NINNNDI NN MONNY NININY NIPNVIND 21
NIPNVIND 1T NN DN DINNN 1% GINT1IY (D TTIPN DIINN)
.Genome-»N N17M2 TINI 1NN - NPVINDIN
1991y WGS r»nn
A9TN0) A1 3901 WGS »3 - (Y103 919°02 Mp1n) BabySeq ¢
(Capture-n 25w Sy
,DY70R) DIDPNRY \INN NPNVINT DTYVINYD o
(D059

TAND NN NINNY 7Y Exome-1 DY0INIY 100,000-D :INND
.NYNNY DMWY

NGS MIP212o00.- 9.0V :pn

ACMBG - DYVINIII NP 231 NHNY

VUS (Variant of Unknown Significance) 10
N9NN DIND YIAPIY VIR LN

29YW NN XIN 2D PYY DINNTH ROY LINTY .2

IN NYNN BN RIN OX WP YT Y190 22901 PRY DINON )
v

,N9N0 DI XIN DN WIAPY ST YO0 PXaDN PRY DINT 7
333IM95 PYNR DIDNMTN 199

NINS

.(3) NN NNDIN NIV

:ACMG oo
nYIye NINTY MO
919°0 DY YN ,0XNNTN 99%< Pathogenic
NN DXONNN ,DONNTH 90%~  Likely Pathogenic
1P OY BYYYIH KD DIAN ,O0ONNTH | 911 XY Vvus
NN RY 1Y 90%~ Likely Benign
oXMNTH RY 99%< Benign

$NYNTN NSINAY NYOIPD DTIPIN

MY RN OINIT D1 IR NINAN NN XY VUS
NO# MmN VUS YaN - 1INAND NRY  D3IavIiny o)
J1OYITY

IVUS ©n1411) NNT D53 nd

(DOYTN DIPNN ,DO9IN TIY) YN 108N MYy Nya >
TNNINININDY TWINOY

DY AN NPIND NINID

MDIVIINNN 0.5%<-2 Y9110 VINIY ON - NMDIVDING NINIOY
NPT NONN DI XY NI NN, (gnomAD 7INN1)

Variant Classification - 9 7WW : PN
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NN
.(2) N°N NN NIWNN

NY 9aN ,9M9 Y TN 0ImTY DNA vaxy = Pseudogenes
L(MPNINIANIINNY 1DMNAVH DIPMY) DITPINN

:PCR-32 Noyan

VYN ¥ oy Pseudogene v> Yax X 1Y 192InN Primer-n ON
INSIND .MMIPNAN 1YY IWPENY 912> Primer-n - Nt

YNIND 1NN 0IPNA Pseudogene-nn PCR AN 0v9apn -
STPNNRN PY DTN *

MOPA DN PNINT ININRY »

n>nn Alignment-n 25wa - NGS-3 ©) n»p Ny NOIN
STPNNRN PN DY 7NN n91YY Pseudogene-n ny»inw

PITINDONY 19D 12YW INNY D>¥ODVW Primers 11301 11909
OMNY

N2V NNYNPCR -8 NV :NP”N

Locus Heterogeneity :37 noNv
Locus Heterogeneity Y10 NX 210 5N INNN NN
DMV MONNY NNIN NNR NI¥OIN N
NYNN NNIRY NN OV DX NPNVIN A
DIV DXVIN DEN NNV NININI IRVINNY NINOM )
DNRNN P NINYY NON¥O0M T

NN
(2) N°N NN NIWNN

.AYNN DN < 090 09 = Locus Heterogeneity
Noonan Syndrome :n>ONYp N0 T

>3 - T PTPN11, SOS1, RAF1, KRAS-n Noonan Y1pY wan
91901n2 NTIPY 992 NYN9 . (RAS-MAPK) %1991 1nIN by ov1d
LNYT RSN &

$0NYT DVINN NINAD

I-PAR NN N
YN PTPN11-1n Noonan NNIN < DMV 0N Locus
SOs1 nonn Heterogeneity
CFTR-1 DMV NINLIN NNY NPXOVIN Allelic
«CF NN < 13 1NINa Heterogeneity
nonn
30N Ty 9P NF1 — INVIN NMIN Variable
Y NIMIN Expressivity
+ FGFR3 “ DNN NN Pleiotropy
IN TTY9IVTNON MNY MYNn
P>N90N

Locus Heterogeneity-) RASopathies - 9 1y2w :pn

N933-97 INDIN :38 NYNY

MY OMYMMOIN D) "IW)  AaBb x AaBb YW NINYINA
) D32 9IWA $25D89 9>01O DY N¥NYY MIIANONN NN ,(DMI1YN
?( aabb

1/4 N

3/16 .2

9/16

1/16 1

97

NGS-1 90V 9PNmvn .
DYI NI DXWNNYNI RY 1

NN
.(2) NN N21DIN NAWNN

NGS Sanger
92PN DYOPN DN nONPR2 bp 500~ TN
NN YOON MmN
YR NN ON YN NN P> mby
Y apn N | MiNY» o oyw dANTP NPy
Panel,) mani mp>1a JOINSNN NYIN vIinIYy
(Exome, Genome NWIT> NPYLIN DN

(MNVY 4 N2WN 199) 1YINswa 191y Sanger
:Sanger ¥ D»MYIY DOVINOY

NGS (Gold Standard)-1 IR¥DIW DINYNN NIYIN  *
NNOYNI NPT NISVIN NPT »
VONY NN DT 120U - NINNIYN MPITa o

Genomic Imprinting :35 NYNv
?(Genomic Imprinting) 51133 NHRNNH >2X5 )10 NN

DYNNN MNIYN NNY J9INT DINVINN DN DI N

1NN MNPHNA YN OINNDN DM YY NV A

™MaPI PIYNMPY PO )

X NPONDOUPRNINY INN OV T
NN
.(2) NN 112N NIWNN
DXNNUN DN 1Y Y0INANR JIIN = Genomic Imprinting
SPAND PRIYNN PYIRIANIND PMIYNN PY DIRVINND

YTINIVOINV - NYIUNN NPT

TINSID 401N VN PN

Yop 121y, (Hyperplasia) n5113 nobw ANDN G0N VO

NRTRIN NN, 91T 1Y, 1IVP NOYY DNDN G0 VD

D - DI 69 W DMIPND NIVIY MIND NNY 909N
.PIYNYN Y ININN NPy

NNY MINND NNY
TN PIMYN P DIRVINAY DN W - NIINY (1)
DOXYPNNIVINNP-NIINRD (3)

ANX TYNN NIN X IOYDOPNIN - NIINT (4) »
(XIST/IncRNA)

12101 DNNNNI NITNIVIIDID - 3 NYVY PN

Pseudogenes n»ya - PCR :36 nYNv
PCR mp>721 Pseudogenes Hv n>apoyn noyan >nn
NNMTN YV DINNY 0NN DN X

131 ©1PN3a Pseudogene-n NN ©19NY X919y Primers-n .2
STIAND

NP>TIN MYY NN DXOYN 0N )
PI9NNY DINI9Y OIN DN T
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NN
.(2) N°N NN NIWNN

$93) N1 MMV NY

In Vivo Ex Vivo

9N TIN3 DORNY YN NTIYNI POV + DINN NRNN NIpry

nNNN
NN MNPIY Y MmN, NINYN NVOY IARF; M)
,PnYA ,(CF) MiNoa TONRD ,DNY NN ,OTOND | OINDN
nn v

POVDINY YN D1V (1NVY»1 *9'1INR) CAR-T NN

Avad i)
:0INNY DNA noisny mvry
199N 190 NPy novY
wun Mmooy DONNY MYV NN 1=RA-AR R}
NYINNIMN Iinkb)
DOOXND2 YN VIV NHINN NYIY v
yonvn
NVYYY NMINS nva TONNN NMINIY NAVYN DININNINYY

bR RYa)aRu)Y

(8,7 ,5,3,20¥VY) /) VD - NN YININ MHYNY

NPYXLMIVIY 8,7 ,5 ,3 ,2 DYV Y MUDIAN MINY
npa ,X-linked nwAIn ,DNA NponY NYONOVIND ,INTPAN
NPPLINANY BN NV

X Inactivation (Lyonization) :41 n9Nv
X NOYDOPNINOIIY 119 NN
DN YINY X-N POYIN 1NN X

XIST owa long non-coding RNA >7> 5y 71nn 7Ynnn .2
POIVIND X-N NN qOIVY

1YY 01N YD NN NVAY TPWNRN pnvINnn X-N )
PN ONNA PIYNIND TYNNN T
NINS
.(2) NoN NN NIVNN
:X Inactivation 113331
XIST owa IncRNA 2¥»n X Inactivation Center (XIC) .X
PIYIN NPNY TNYY X 01RIMION NN qUIY XIST RNA .2
TINDIVYR-NTI NIYTINN MININ DXDMNIN )
YOPOMIPI DINT X 01N - Barr Body-5 7910 011110317510 .1
(DYRMN 10-20) 12N YV DTN AYWAWNINND .0
:DYIYN NINIPY
(NPNY 1 N2IWN 1OY) ORNND NN XY -5HD TIT2991m119y

-2 7PNV VWO - Non-random (Skewed) X Inactivation -
NAY < 7270 MING O TNDNY DN X-N OY OONN ,TAN X
(IDTRN DY RY) OINNN DY NONPYD

(XXX-20),XXY-20)) 9999 AN X P IRVI RN 9990 o
PIDINN - NIIYP NPT
.X Inactivation-n NP RINN Y91 - Naps = DOYIN 3 DY INN

X Inactivation - 5 WY PN

19991999 DINMIND :42 NHNY
NYP NIN NINN IR N9997999 01119199 NN

DiGeorge NNNDNY NNINN 22 DINININDA NPYIT X

NN
.1/16 - (4) N>N NN NWNN

:(Independent Assortment) 53w 913n 1Py

P 95 DAYNN (D51 PNYL) DINY DINNRIMID DY DINNYD
:09999591) T2

P(aa) = % Aa x Aa:A
P(bb)= 1 Bbx Bb:By

TN DNNY

1 p—

1
P(aabb) = Z X Z 16

: AaBb x AaBb -1 DINYNN DY9YV1ION YON

MIanon ons 990139
9/16 9 (DM”MYa1°03MT) _AB
3/16 3 (B >2>087 ,A>03»m7) A_bb
3/16 3 (B Y0301 ,A >1>0¥") _aaB
1/16 1 (DN»wa2>0¥9) aabb
9:3:3:1:9”NO
1o00n DUNATDINIIN.ZENYY :NPN

MP1INY 1901 9181 - BabySeq :39 nYNv
(X103 919202 MPPNY NN DM N¥) BabySeq-a v
Whole Exome-1 X5 Whole Genome-21 oo>wnnwn
N 91t Genome 5 LN
N NN Genome *d .2
NVPNTIPI NPNVIN NN 913> XY Exome 5 .)
179 9010179 P P12 Genome v 1
NN
.(2) N°N N2 NIWNN

P ©>U9INY Probes-1 oo>wnnwn ,(Exome-1) Capture-n abva

95 PV PPN YV YN - 19T APIY NT AYY .DONDPNN NN
AN oy

NAIYN < W Y9N DX9¥ NI Capture-n HY DNYTN - Genome-1
DAY DIPNI BN 5 TIN

SNYIVNN IVN DIPN

-1 PNV NINYNI € DOVHYI ANV DIV, MYV 48 11 PN
AN PPNN + Bé 10nv» 1M — Bé-Dependent Epilepsy
LN NYEN PPN NPNY

ANY DIV 795504 nApn

n1ny Epileptic Encephalopathy nxyny < nmit pom
MDY DINNY Y OPDDVN DINDV IPPUIN & 9NOVY
2w

NP NI NYIN - NINARY 7Y ¥ ,519°0 PRYD D) :9019N
.D»TXNY NMNPIN NIONM ,0>NNY MWD

933 919%93 DINNY NITN NIVIVY :40 NYNY
2EX Vivo %33 919999 NNIRNN NOIWIVN
MINY MY DNA NPt LN

DNNNNY,NTIYNIMNPOYN VIND ,GNNN OOXRN INRNN .2
MY QN PINNY DIVI-DTRI VINOY )
DTN DIPININY DN VIDOY T
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NN
(1) N°N NN NIWNN

NYVTVISNIND NY90VI899
(Paracentric) (Pericentric)

9195 NY TI9°N2 9195 AMIYVI

TA92 NAR NN TINA NV DY NYINYN opn
MmN

+9903897T DINMMIND | NINPIVINT + INOYT NN

90IEN VIMND Crossing Over

oy N) viable 5-15% MTIVIN
(nyya DINYNY

viable 0% vyN>

$N1PTI2IN YV DINY)
(0P 0NN MINN Y9) BINHA YYD TITa »

NNDYY 7INA Crossing Over ™, MININ MYIN NI NdYa o
NNVIND XY NIVN) NN NPDIAPNRN

DONRY NIV NPDIAINRN NIND 7ONPIMPINWOY  *

NN DIANN -3 NWY NP1

Rett Syndrome :45 NYNY
Rett 1)1NON Y19 NI NN
NNV 12INT DINN MV NN N
Male Lethal ,1>033°1n17 X-linked .2
DY MIYNIMVIN )
NN PP MV T
ARl
.(2) N NN NIWNN
:093999NM - Rett Syndrome
X-linked Dominant, Male Lethal :nwa1n
MECP2 (Methyl CpG binding protein 2) :ya ¢
D TV RY NINLIND DY DI - NN PIDON *
P19P TYNN
NI MIY-NIY D2 TY NIPH MINNIND N
(N2°91 ,M2>T) NYIT 12OV DM NYID NTIANND NTIN - NP9 .2

N9 ,113»9IN 01> MyNN - Hand-washing movements .3
YNIYOIN VINIY

MDAPAN , PINY M9 T
NINY MINND NNy

0’0NN MWa NMNY RY - Male Lethal (1)«
X-linked - 7P9MINMVIN KRS (3)

(NPN -12299) MY SIAN HINNN MNOXAN (4)
X-linked Dominant - 5 11>V :71pn

MM 1991 - Fragile X :46 nyNY

Y03 NPT .7I9NIPNY ,MDITI DIININ 9OV N9 Oy 19
72891 1N .FMR1 132 CGG n191N 250 INYND)
TNYY 15°02 19°1 - Premutation . X
Fragile X mynvom - Full Mutation .2
Y2 PN MIRN 300 TY - PPN )
FMR1-5 N7IWPp NYRY NINK 180N T

DN TN P NI £(9;22) MIYPINDINT MIYPIYDIND .2
CML-5

22 DINININD YW NIHIRAD L)

TNI9NIYY NNININ 9 BINIMINDL NN T

NN
.(2) NN NN NAWNN

:t(9522) - 12991990 DITININD
22-9 DYMINININD PAMIPIVNIYI TISPIVDIIL

L, TININD PIEPITDINONY MDY 1997 - B33 TINA YN 1AWN »
PMING NN

BCR-ABL :w1n 5159350 12 8))

INDP MW OY PPN XY PNAYNY THIPN TN PN e
NN

CML (Chronic Myeloid Leukemia) :n9nnn
TN TTRIOND TNAPIY .

DYYN NN OY YD OIRNANYND

DONYNND NI2IY ND - NY0NMID NISVIN

2VUN DX - 1999V TSN XY MININD NIXPIYDIN0 :ANN NTIP)
AOID < WTN TN P MY DI ) TINa

NPYVNMD.NYNRIZ0IN0-30WY :NPN

CMA nn1yY FISH :43 nYNY
IMININI DISPIYDIIV NN NOIWIVN
CMA (Chromosomal Microarray) .~
FISH (Fluorescence In Situ Hybridization) .2
9937 9501P )
PCR 1
NN
.9%0199P - (3) NON NN NIWNN
19%0199p NPT NnY

NISPIYOITO NN DINIY N nory

InanINn

1320 MPY DN - )3 Mb 5~) D¥DINIMION YD | 9Y0P

(M9
MNIANPY PN -NKY | NPT NPT - CNVs CMA
7NN
VONY NN DOYTP ONPY | (NIYWNY TOIY) 799890 NN FISH
ND Y9890 4N PCR

:CMA Y¥ n059pN NP

N1¥YT - (Copy Number Variants) 51553 ©9913*w nntn CMA
P9 ,011953 3% PR THNIRND NINPIZDIIVI YA .NPNPIHNIT
LDNVIND NVNPIZDII0Y 7 N»Y¢ CMA « Dyprna

:FISH nY2sn

NYN SNYIDR N NIPNY NOMNY - NN NAYYn w1 FISH
1M XY FISH .nwonTn XNy 295 7190 YW ndyan Y
.DMIRIINON DD HY INDN MYOINDN

VMDY TIDY -2 NWY PN

NVTVINNIND NNIYY NITVINIIY NIDIIMIN :44 NHNY
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14

nY9n 14 PPN 21+14 21

JJINT 1/3~ ,NW) 1/3~ P10 viable: ~1/3-n DYNYNSD TINN

Oy DIMMININMIND 46 OOYI ON IRT NNNON NN 4%~ 2N
.(21+,47 TPYAIN NIMIVIV RY) NIMINDVLIN NOYPIHDIVD

55-37 0PV ,2 99N PN

Philadelphia Chromosome :112 NNy

MY, VI0Y 0N NI N NPAYTHA BINIMID NN
ITININND NIYPIYDITONY

CML-5 D7 tumor suppressor gene ¥ 721N W >0 N

0y BCR-ABL >1>92>1 12 98> £33 TIN2 YNINN H1wn >0 .a
TOMPNIN MY

tumor 9915V BYY DINNIND JTIIND NN NIYPIZDIIOVN D L)
suppressor gene

PPINY NIMINY NININ NIPIYNA NTION-IND NN NI D T
INYPIZDION

NN

.(2) NN 12N NIWVNN

:£(9;22)(gq34;q11) - 1°9515°9 DD

22-19 DINNIND P NIYPINDINY NISPIYDINO

03) MDIN TAN NY - NITIND NONPIYDINON »

:093) TINA YNINN HIVN :YaN o
22 ©INMNON BCR 0Y 310101 9 DIVMNON c-ABL i
BCR-ABL 199350 1) %)

INDP PO MY OY PNAYNY TTIPN NNINDN P »
nYM

CML (Chronic Myeloid Leukemia) < 53090 nynnn «
VA MTIP)

YN NHIY RY < NYOVMD TPOYVINOINN o
DY NN DY P INNINYND o
021¥ CML 910 122 1M1 NIV MNP »

46 9PV ,2 950 PN

Position Effect :113 nYNv

IMIN0IKY P W PN NN NPAVNY DPDIAMN NPT
792011 N .PYA (N1PNI-17) variegation-Y N

W N NN N2V NPDIAPNN LN

Position - ()>0117121701) NYVINAN PRIVIN IR 1AYIN PN .2
Effect

QTIV 1IN Y W 999N PN L)
NIIVN IO TNTIPI NI¥LIN 12 PN T
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NN
.(2) N°N NN NIWNN

A-B-C-D-E- :57pn) nnnt YOPND 110 no
(F-G-H 99511N
A-B-C-B-C-D-E-F-G-H PO IMINA Tandem
Ty
A-B-C-C-B-D-E-F-G-H L7197 P03 Reverse
TINY Tandem
A,B-v>) A-B-C-D-E-F-G-H PO IMINA Terminal
(N¥Pa D995 nspa Tandem

N9 17790 N Unequal Crossing Over poya :nNY> 110010
PPN PYPIYDIND NWIA NYPR

V) NIYYTI P NIND 5771 NN NVNPIYNT AN YY)
DXRIVIN DOV DO W I (DN RY IR NaDIN
.(12p nY95nn Pallister-Killian y3) nypr991 1)

SY ANDIY DN OMYIMN NN ONPIYTY VIV
NN IRYN TN deletion NN9YY NNITA) Y9cIMN ANRNND
L(MIYPIYHATN DY DRIMIDA

24-22 ©Y9PVY ,2 990 NPH

Dicentric Chromosome :118 nYNY

2NINONIND 292 Dicentric 01IRINMINDY NP NN

DY DINN MY < NAIRN NIYY NYPN NN PONNN NIN R
Dicentric ©10NYID DY DIRN MY « PPN OININID

Anaphase + D>T)131 DXIVPY DIYNI DIIMIIVIND MY .2
92w) DRIMION + Bridge

TYNI N « Acentric ¢ 97038 PRI TAIR NIN D
D2VPY
DY DINN MY — DOYTN DININININD MY DOXININ YN NN T
PPN ORI
NINS
.(2) N> NNDIN NAWNN
.059119038 Y DY DNININOD = Dicentric Chromosome
:MINANIND NP N

DYINIVINN MWD DIIYPI VNN YD LN

31319 20IPY TYNI IMITVIN DS A

0>10PN MV 2 (Anaphase Bridge) 93 %1 .3

AWIN TINRY INIPNI 43I DINIMINON T

DINNN NIV DMDIN « BYY XY yOp YapH NANN YD .0

TNV
991 099191901y no
A0IP GRY TYNI RY - TIR 0 Acentric
TR 2A0IPY PPN TV 1 Normal
92Y) ¢ DXAVP NHYY TYNI 2 Dicentric

Y0721 NHNY IIND DONdYY ©>I8) Dicentric 0¥minIinInd
(106 NYNRY INT) IIVIYNRIND

36-35 DYAPY ,2 909N PN

DIND 1901 - NTNINN NMYY NINVNIND 1119 NYNY
NP NN .OMYIPYPNG YIT OND 4 1N TAN DPNINONIAD
PTAN DPIMINN YN NPIIVEPEN
4 N
2.2
1.
0.7

NN
.(3) N°N NN NIWNN

:CMA (Chromosomal Microarray Analysis) = Array CGH

CMA VP 90N99

(kb 7y) Mb 3> Mb 5-10~ = 1I¥I9YRY

02N DMV Nno
[ahbAk P oM»Y

Microdeletions/Microduplications

ONARS) N0
-10 0PV
DMNPUIPIN

,INVIND NPYPIVDIN0 NN KD
NI NPININ

90N 9>VPIP P RYYCMA ITH

NINPOIVIPIN-2D NNID NOYIN < PPN 1D DOVIPN »

contiguous gene-% MmN v microdeletions Nt CMA  »
syndromes

NN N9 1115 |, DiGeorge (22q11.2 deletion) - ~3Mb :nnnT o
957 9VPIPA

APTY DVLPIAPN L (NPIRDN) 390 NNNOND TYNI :2IYN 1N
DPIRING WY NINY CMA »

63-64 DXAPV ,2 97N :NPN

Marker Chromosome :116 YNV
DINAN NNN INNN XN Y170 Marker Chromosome ynn

NYPN ,NYNNY DI THHNY NNRY HPI 9T 0MIMID X
NYNNN NIIN AN TIYNY

PPN TIWNY NADINI Y, NN KDY TIND JOP DINIMAID .2
TOPOP MYNYN NOWNY NYP

VN MW DY 21179 ,19Y DXIMYVN NN TDNRY DNRINID )
overgrowth 0117305 07, NN

NV MW OY 1N, NHIN NTIKI YAV PPN DM 1
overgrowth 011109 DI, NN

1IN
.(2) NOT NN NIVNN
(190 D1MIND) Marker Chromosome

(supernumerary) 99119 XYY TIND JOP OINIMTD  »
PPNN IDIININDN TIWNY NIDINI RYNDI D »
PINTIN ANNI MNP DOTOYY o

marker de novo: ~1:2500 5¥ 1°903-N19 MINOY
DRINAN VNN NNY

AN XN NN MM NP .
2297 - 100% 7Y TINS TI93 12 Y) 12IWA NY)eY NN .

PIIN(DIV950) 1IN) PUNINDIN DPDN NIN ONRN »
POMINDININON

PNPN NIN DNIMNID NN »
2510 NIN VN IMN NN *

marker-n 7PN DX MY MY CMA-Y FISH 195 nnvnov
TOYOPN MYNYNT IR TV

26-27 DYAPVY ,2 979N PN

9950 910 - Duplication :117 nYNv
M19MIINI5N Duplication-n "o nwidw onn
Terminal, Interstitial, Ring .N

Tandem, Reverse Tandem, Terminal Tandem .2
Pericentric, Paracentric, Centric .)

Deletion, Insertion, Inversion .1
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Dominant Negative :71>0)3°017 YN 2090«
Cridu Chat, CTX :mmon -
°90150 WM ,2/3-N 99 N OMWOIN .

91791 - DIIITINIIINY BIIMNI :101 NYNY
?(Purines) 0°3>119 DN DYNIN DYDDIANN 1PN
Thymine-y Cytosine . &

Guanine-1 Adenine .2

Cytosine-y Adenine .3

Guanine-y Uracil .1

NN
.(2) XN NN NAWNN

:(IPINY DN IMLR 9 - NYIND NYIV) BININNY
Adenine (A) -

Guanine (G) -

:(IPINY INPNDINIOVN 6 - NTTIA NYIV) BINTINIVY
Cytosine (C) -

7151 DNA-2 - Thymine (T) -

7153 RNA-2 - Uracil (U)

YNV = 03719 :IN .PURInes = Pure As Gold (A, G) :n79tY 920
ANY AYITI NDIPYIN = N1 NN PPN NN = MYav

15 (A-T/U, G-C) PT10°7%9-P19 NN DX0Y021 NPT 2N
191951 950N YV AP AN HY NNYH

29pY 39990 PN

RNA-5 DNA 1’3 ©%9737 :102 NONY

mMynwnn N ,RNA-5 DNA 2 95102 %0900 Y7300 0N

NHY PYIVEPNAN

-1 NN 791NV NN - Deoxyribose w» RNA-1 Ribose w» DNA-1 . N
a1’ 2%°9 DNA

12-3 OH-N n¥12p - Ribose v» RNA-21 Deoxyribose v» DNA-1 .2
0’15719 022N NPY NIYIND RNA-2

DYD°Daa A YTANN 2102 97aN PN D
Fructose w> RNA-1) Glucose w> DNA-1 7

NN
.(2) NN NN NAWNN

RNA DNA DFAFE)]

("2-2 OH v>) Ribose (’2-1 OH qon) Deoxyribose 910
(995 7712) Y -TN 9717 oD9N
AU,G,C AT G C oDova

1% NN TIND 22N may

:Ribose-2 OH-"2-n n¥yap

stem-) ©9259113 D 1NN-NYN 031N 1N¥Y RNA-Y NIWOND
(loops

DNA-1 0»p XYW G-U (Wobble) 112t nywonn  »

NVOINTNY ANV YWHI) 1 NINGY RNA-N DR No9N »
[Gakdvaivia]

RNA-)DNA -5 v

9. 9PV 399N PN

9195va 1'pon - Topoisomerase :103 NYNY
!DNA 5195v1 Topoisomerase YW YT Pan nNn
Okazaki »2v M12°n .N

9195¥N NTIPI DTN NNPNS .2
9195WN 39 239 I8NV (Supercoiling) 91n°an NAN NINY )

NN
LNAN NN - (3) NON NN N2IWNN

NIMINN N1IVNID Non9

YL YN OND 4 N1ONRN

D9IPYPNY

Polar) avip sxn 3 0 N9 DN

(Bodies D»9IPYPNY

mony DYIWN opn

NNY) NI NAIPD MNIANNN 9N no5NNN
(N2 1y

(NRINDIN) Y2YNN 9 1Y 0»NN Yo TUN

TRNNY AN Y2 YITOINRD MININD asp

0»a

MYIANY NN202N NININNI NNPIINVINN HY ANY KXY NpIon
,MRNA |, 1N1>77N210510) 11919910998 1¥ON PI9EN YAPnN NTTAN
2PN YY INTPIN NINNINNA NIHNY (DXN1aYN

mAwyY Late Prophase I-2 m sy nys :oND 979 wwpn
.91 0Y NTI9N-IRY 121 N0 « 0NV

65 9PV ,2 991 PN

DYNIDN DININ - YVINAN DITININD INDIY :120 NYNY

NID 0222599 1PN, 0OXRAN MITY 112Y7 Y0ININ DIRIMIDY >T5
79%0nY a»n

D110 MW DINMIVIY MY R
D719V 7YY TR OIIVYPIIN INIT0IN LA
TAN IDIZVI TAN PDPYPN IIITVIN L)
TAR IDIZVI DIMIVIN MDY T

NIN9
.(2) N°N 101230 NIWNN

:DNIONN DININD DVIYY

1TY93 NP DN TIpan 29991

T2IN « Acentric NN DY NN 91219018
N9, (spindle fibers) ’93198PI9
MYN/NIVNI N1PN TN

ring < 7D¥pX7« INYP TSP Y NNN | DIMYV Y

M1 IN chromosome NN NYIN ,0MNNMIND0N
O>INN DXNRIMMID OY msp

700901708 MY XY D

Anaphase Bridge + (0>911703% »v) Dicentric 01N> o
TAIN < YaW)

:NY VAN N

D>IMYV PN + IMIIVIY) 0>V Ring chromosomes  »
(MY2v1 D>2INN BN D OYAIN

D>72IN Acentric fragments ¢

D>72IN) 0>12v) Dicentric chromosomes -«

(62 9PVY) NYVLNN DY 3 NINVI 4GPV ,2 9N NP1

39090 ©Yoa by -1 VY

:DINYN

DNA-RNA >573n ,0°)71>7129/0°3>119 :DNA nyan e

DNA: Topoisomerase, Leading/Lagging strand, SSB, 9195 e
Ligase

712°y ,(TATA Box) 97010119 , Template strand :pinyy o
mRNA

,(E/P/A) DYN12>91 NN tRNA 13310 ,RNA D :0D N »
Start/Stop codons, Frameshift
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NN
.(3) N°N NN NIWNN

;D919 DTN OYD>TIN , 091N IR N9 Helicase-w 9NNy
D°D>Da N1 (Re-annealing) w1nn sannny -

¥9>7)-1N DNA MPI9ny NRROPN > DY ¥assny

2 0P NH-TNN D9 1Y 0> W) SSB Proteins

NNING NIINI DNIN DXANM)  »

YOMITIN PIVA N DIINN  *

71291 DNA Polymerase TN DDINKY  »

©NIEN XYY (Helicase Nt) 091N NX BN XY SSB :1wN
.D228»NY 0NN PHYDON -917T DWW

7 9PV 39390 PN

DNA Ligase :106 NNV

NIN P72 Ny, DNA Ligase w713 DNA-N 51950 Hw 15¥ NN
My
DY9>TIN NN TNIN - 2195WN A9 NN LN
DYTOIRYPN P0IN - 221071 DX OV ININONA .2
-1 992V NN IINND - NONN DT D3I NIDN INND )
Okazaki »naw 12 Phosphodiester
DNA-N MYIPYIN MY NN 190 - 9I95WN DDA 1

NN
.(3) XN NN NAIWNN

DNA N9n1m) RNA-n 199 NN on DNA Pol I-w AnnY
0N - VADIA-IMDN TYWa (Nicks) DAY DIINW) ,OmIpPNa
NP PAAVONITIOON WP

(Phosphodiester Bond) »0391pn 9wpn NN I8 DNA Ligase
Phosphate-'5-n N8P Oy TNX 72¥ ¥ OH-’3-N NY¥P NN 12NNY
.NaN "AvNn YY

N9 < 0YW XY DNA + %191 INWI 13900 9> « Ligase N9
U

Primase — DNA Pol IIl = DNA Pol I :n38pa Mann 910 oy
— Ligase

DNA 2192V - 5 WY 5-6 DY9PVY 3 90N :NPN

pinyva Template Strand :107 nYNvY

25413 10151 Template Strand-n mN P RNA Polymerase
3'-TACGGA-5' :N10 Template-1 9y n

29¥17Y MRNA-N 987 70
5'-AUGCCU-3' .N
5'-ATGCCT-3' .2
3'-AUGCCU-5' .2

5'-UACCGU-3"' .7

RNA > 19 nnon T

NN
.(3) NON NN NAIWNN

DIV ANN NN ,DTIN MY NN "M Helicase YwNd
DYDINYI NNV 9IN9 11O - 9195WN 19 95 (Supercoiling)
ANV Yan NINad

mmy 7N (DNA Gyrase :0°0)1°717)191) Topoisomerase
NN DPNAN < YINN 92NN ,11D IWARND , DIV IN TR T
.NNNN

12195V M0IN DIDD

TpPan DN

DX2THN IR NMO Helicase
2IN%9 NNN VINYN Topoisomerase
VTN MNINND YIIN SSB
RNA 9>99 nom Primase
(MIPPY MNP D) TINRND DNA Pol III
NYNDY DI P ON DNA Pol I
D>12Y 72NN Ligase

DNA 2192V -5 WY 7 9PV 39090 PN

Lagging Strand nmyY Leading Strand :104 nbxv

NOMNI-RY NI¥A NN (Lagging Strand) ~ann Y 10 N
?(Okazaki >1av)

97T 5Y AN VRY Y¥19 DNA Polymerase 111 >3 .N

199,345 131952 X1 090N 931N Y Template-n v .2
2195UN A9WMIN NPNINN ('34'5) NN ON

93911 9>139 Primase 9010 PN )
TAN 9>T2 5y P 99 Ligase > 7
NINo
.(2) oD NN NIWNN
Y3 9195UN 39 /3475 11102 VN 1990 DNA Polymerase
STAN DYO2
(’3¢75) MmN DN + 543 X template-n :Leading Strand -
9989 X9 N NN NN

(’3¢5) MNPON « 3¢5\ template-n :Lagging Strand -
1YY IV YTN A9 9INNNY 0¥2N < I5NNN NPNINN
Okazaki »av «

:N9NN > PYNN
RNA 95>99 N>y Primase . N
DTIP 9 WNOW Ty TN DNA Pol I1I .2

11PN DNA X911Y 992797 NN 1>0n DNA Pol I .)
qI¥7 9713 < 0>2wN DX H1nn DNA Ligase .1

5-6 DXOPY 3 93N PN

SSB Proteins :105 nYNY

9195w SSB (Single-Strand Binding) >31bn Sw oTpan nn
DNA

9195¥N 39t NN N9Y DNA-N *9>T Tinon N

D¥2IWNN D910 YV RNA » 1219 minyo .2

IN YTNN 92NNNY BNN DXWNNI DX TN DXI3THD OIVP) )
MW9XNY

3910 9>13a Okazaki »vaw Maon 1
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NN
.(2) N°N NN NIWNN

PINYYN ANNY 090NV Adenosine >72w 200-5 = Poly(A) Tail

.mRNA-1 Y /3 N8P Poly(A) Polymerase >1> Yy

DT PIn

(VN DY WEPNN) IRNIPIMNDPNR 'Y PIN9N AN o

NNIVOIVIND PYNINN NI PO o

AN DININ TIYAN N — MRNA-N 218 »

o n»pn Poly(A)-Binding Proteins ¢ 913903 N5snmn
D1IND 11N DY MYPRIVIN

« Cap (M?G) ’5-N 71T NVYYI DINDAN T HY N :2IWN

PNV 3 NIWN

:mRNA 712>y D120

NN ,01INY NNt « Cap (M'G) /5«

00N NoN + Splicing  «

2%, 1NN + Poly(A) 73

37,13 DX9PVY 3 90 PN

TP - RNA "0 :110 NYNY
SY SIPOEYN YVIYVPM NN 23370 DX INNN RNA Mo NN
011290
mRNA . X
tRNA .2
rRNA )
SnRNA 7
1IN
.rRNA (Ribosomal RNA) - (3) X>Nn N312310 N2IwWNN

TIPon Nno

RNA

DINY DNA-NN >ONN YNN IR XYY | mRNA

DTIPY ONNNA DN 1NN MYMIN RAN tRNA

MIUP NN TN - DINDIN DY 10550 P1 9331 3959 rRNA
7099

Splicing-1 27wn SNRNA

.(RNA-N 9951 80%~) NN2 9113 nysvwn RNA-N NIN rRNA

:MTIN-NN ONYN 1570 DINN

MRNA-N NN DINNP - MOP NTIN-NN *

Peptidyl Transferase-n ANN DX N0 - N9ITY NTIN-NN »
TH099 WP NPV (DO112)

ONIN -5 NWY 10 9PV 3 9790 PN

tRNA - Anticodon 1335, :111 NYNY

.mRNA-N 9y "1 DY 1IN 3'-AGG-5' Anticodon-n ,tRNA-1
MMPNINN

5'-AGG-3"' .N

5'-UCC-3' .2
5'-TCC-3"' )
3'-Ucc-5"' 71

120

NN
(1) N°N NN NIWNN

102995

7543 11151 Template-n NX N1Ip RNA Polymerase ¢
()Y MI¥DIN DN 93 113) /3475 11151 132 MRNA-N e
GoC (ITNY) AU nma «

Template: 3'- TACG G A -5'
mRNA: 5'-AUGCCU -3

,Coding Strand (Non-template)-Y q¥92 nnt mRNA-N :15 DO
.ToypnaUoy py

89 19195 991
TACGGA 15413 Template (Antisense)
ATGCCT 13415 Coding (Sense)

AUGCCU 13415 mRNA

m 12 9PV 39390 PN

DIOPIPINNA T0INIIN 2999 :108 NYNY

N9'NN NTIPIY oNda TATA Box-n N¥D) >ON> DIPPHD NYNA
2(1+) PINYWN

25+ DIPONI N

25-DIPONI .a

100- DIPN1 )

100+ DYPOINA 1
NIN9
.25- DIPINA - (2) NO NN NAIWNN

:(73-975-10) DVPIPIRNL AOININAN NIAN

TPOIn  OIPNn VINYN

TFs MW p ,Proximal element = 100-~ GC Box

TFs MWop Proximal element 80-~ CAAT Box
(TFIID-n p5n) TBP Mo p ,Core promoter 25-~ TATA Box

PINYYN NYINN NTIP) 1+ Inr
MNNNY vnwny Core Promoter-nn pon NXin TATA Box-n

AwP) RNA Polymerase II .pynywn n95>Nn S¥ p11nn 0ip nn
.0»555 Transcription Factors natya Nt 1N

0”0 .NYNNNN NTIPIY Upstream = (-) ©»9OY 0NIN°D
A(PIyIvnn AMMNN) Downstream = (+) 021N

13 9PV 39990 :NPN

mRNA - Poly(A) Tail 112%y :109 nYNY

mRNA Sv '3 N8pY qonvw Poly(A)-n 2t Yv Dpann nn
DOVIPINN
TINID IPNN NN TITP N
MY NN RINMA YD, NNN .2
DNIN NYINNY DININ YT HY MY L)
DNA-1 919 mRNA-n 72N 1
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NN
.(2) N°N NN NIWNN

:3-9/5-11 9312 mRNA nyan

m’G Cap - 5'UTR - AUG (Start) - [Coding Sequence /
Exons] - Stop Codon - 3'UTR - AAAAAA (Poly-A Tail)

TPON  OIPIN 2954

oNINY NN, NNN '5 m’G Cap

DNIN MM ,0XNNN NI INN '5 5'UTR
(Met) noNnn NP - AUG

PAOND TTIPN  YSNN Exons

D»INN DY - Stop (UAA/UAG/UGA)

INVOPIY , MY MON '3 3'UTR

238, 7NN 3 Poly(A)
135 1Splicing-2 190910 ON - DMIIVIN PN A3 MRNA-1 :2WN
SNV (3)

SNy 37,13 9PV 3 909N :NPN

E, P, A - 0112990 99NN :114 NYNVY

tRNA-N D2 NN NONA LE, P, A :00X NIy oy
NN NYNINA IYON YWINN

E Site (Exit) .

P Site (Peptidyl) .2

A Site (Aminoacyl) .>
TIPONI DONY OYINRN YD 7

NN
LA Site - (3) N> 121930 NAIWNN

TpPon N9N DY NN

HR N¥MIN OY wN tRNA N5 | Aminoacyl A

NYTIN T7V997N NIWIVW DY tRNA-N DX PINN Peptidyl P
(10N N¥NMIN RHY) >3 tRNA NN Exit E

:DVIND MNNN
A Site-Y U2 )WV tRNA . N
P-2 N7WAYY A-2190RD N¥NIN 122 I8 TPV WP LA
TN PITIP 3 0IN2>1 - Translocation .3
(N8Y)P < E-ntRNA »
A < P-ntRNA -
vTN tRNA-Y Nonn A Site »
(E-9 P 777 A-n "« tRNA-N) E < P < A :nynNN D

DRN.Z5WY 16 9PV 3 9990 :NPN

Stop Codons-1 Start :115 nYNY

nn> .Start Codon-> wnwm Methionine-5 T1/pn AUG N1pn
01N N”Y 0¥» P Stop Codons

UAA 1NN X

UAA, UAG :0™v .3

UAA, UAG, UGA :nw1ov .3

UAA, UAG, UGA, UGG :n¥a N 1

121

NN
. 5'-UCC-3" -~ (2) XN NN NIWNN

:(Antiparallel) »92apn-»v3n NIN Anticodon-Codon 311t

b Anticodon: 3/-AGG-5’
b Codon: §/-UCC-3’

v AoU, GoC, GoC i

11751 XY Anticodon-5 0NN 1°N AGG NVY (1) Y .
90

.U v>RNA-1 .(DNA-2 p7) mRNA-2 0P RY T 50w (3) nnd -«

S35 AN - TION PPN DNV (4) Y .

-0 Yv Anticodon Loop-1 X¥n) Anticodon-n :712%9 23wn

Acceptor-n Yw (CCA) /3 N¥PI NHIINN MNIRD N¥NIN ,tRNA
.Stem

oINS NWY 15 9PV 39990 :NPN

TYOINYPI) NODIN - Frameshift Mutation :112 nYNY

NN mRNA Sv »MIPHN A
~CGA-UCG-GAA-CCA-CGU-GAU-AAG—CAU-

29897 N9 NN1 Adenine (A) D¥9°D1N OX NP NN

112502 "W PN - Silent Mutation . N

MINYN NNRIPHN NYMIN - Missense Mutation .2

N25N ¥ NINWN INIPN NN - Frameshift Mutation .3
TP Stop Oy 1PVIYNY NNV

NYNIN NTIPAN PON RN A D NNTIRYI Q¥ 1

NN
.(3) NN NN NAIWNN

$NODINN 29Y

CGA — UCG — GAA — CCA - CGU - GAU — AAG - CAU
Arg — Ser — Glu — Pro — Arg — Asp — Lys — His

:NYINNI A NODIN NN

[A]JCG - AUC - GGA — ACC — ACG — UGA — UAA - GCA
Thr - Ile — Gly — Thr — Thr — Stop!

12 NI NODINN

VN OMTIPN D) RPN NNVDN Y9 NPY  »

MNYIPNIRD MYMN DD e

Y931NPING RO IXIPN 129N « (UGA) o1pin Stop Codon -
NP NN N (Insertion) Moo - Frameshift Mutation >Nt
.39% 19195 1PN 190NV DOIRYPN YW (Deletion)

VIOV -5 WY

17 9PV 390390 PN

DYVIPINNI 9293 mMRNA N3N :113 NYNY

DOOVVAPINNA (Mature) 9312 mRNA 21257 Y¥ 11230 3700 10N
V3 NNPY 5 NP

Poly(A) — 3'UTR — Exons — 5'UTR — m’G Cap .x
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