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study of genes,
heredity, and
genetic variation
in living organisms




BALF & (FHRK & SR DF ]
o BABOEEY . HOBEEFASHH T

o ReEDGenetics :

» Heredity Ein (EIZIKEEODQEE%) - HKK  FROEBEZ
FHZIFH#R< Z

&

. Variation TADELSEME Lo .

Genetics B U L\D
=Ly (CIEB{RIRTS

Heredity | Variation
=LV P




ERARHCH ITDELCERE
Binho> Y DDMEMT

T T I

AN
OIBIEHIES . P
5l) BRCALE %Eigﬂ&g O A
1) BRCA EKIRE.
‘g;%é‘@gg YEIRIE (= & B ﬂ%&%f@ﬂ
. rEmnEE LR COR
2. U 12 &) FEREC
ONAT J I =yt OBKRBIEZIHT
‘ OMifpitms — QoARZ
Ny, Bl) R o
DBIEFDE FRBVIRIRE e
L = OB ERE
CEB T B) 79T
2 EY AR B hRE

BInER - Blcho>t)>D

FEIRARIDINTOMEEBTEER




Fﬁ?ﬁ)&ﬂ(gzb | T DECERE

F<EL EErho>tU>so &iF

a BEENERDLO
& R C OB EIBIR A R

|

~

D547~ (BE - FiK) OIERD

BN EREHSEEBRECETDILDICKIE

2

_/

BILEEFEE B GBEHREZHE I DIFREORETCED D
—ZEICRE=NT., BlcHDIO>tEU>T LN TLS



ERARHCH ITDELCERE
Binho> Y DDMEMT

A&7

OEEEEES
f5l) BRCALE
CFEE(CK
DIRIREDIN
ONMAT J I
B HAHRE
DIELZFDE
{bzZR & T
DR aE

EinER - BElohDo>tU> D

EIRARIDIT N TCOMEE, CEE




BILFMNSHTZHENADU LK H
oz DNA—=>HE— A&

W

Bi5
(b=FZ1b)

-

-y 4
E1ER = DNA i

v v !
AR IMEE (B1E5<BY {E18R%IH
TeRASE HERAGE/ R
O s —
\

b

i, BEFZEONENE  SUSE. KESEDE

- o .
B TOEE—> HA DRE ERIE AR — A
FENADLEH




BILFNSHITEMNADU K H

a N
ARaTE
(FIRE—R) RLERZ(CLBHHS
e
7] 5]
£ ()
€02
D
&5
RO
=
= BRI SR — AR —
L. + ) FEWADE

BEFOER—> HA OEER °




PERDERNC KB ADIEAER]

9ﬂ1§f

H@C%E}DJ IJ O)%ﬁu 7?‘( O
HiAsAH)
Fe2 e (C (S EERHI AN GRS
S > ¥ | IO RAIBN AR
wnin | IPREICIE
. =Tt bl S
EEC OB (C(FFRAER, 16
@ > y&@ﬂ@%ﬂ(;ﬁ@ TNTULS
¥ samEce. BAYTIIEREN
=hiA 4‘:&; SN TWWTEHE. IPESEIC
(F{ERATER0N
@aslClre  § 5 FI RS
AHARIERES [ 20184 10H28H




WAT ) I %?( CRDNWADFHULEER
BInFEEC EDOEFIHGY

LA 5 MR FOER YU A
P <
«S
S > * A BETFER
“ WEETRIE L
i TWBhHA
. ™ 6 )
DS Bl
CHDDST,
6 I » ZDBIEFER
oy X € Hr0HHE
— K ERTES.
el § BEFOERICHUR (IEEGE G
M ARIZEES § b ARIZES 20184%10H28H




WAT ) LATOT 7MY IRE

-
( mEFA | NN ERE
— — o B = § )
prEFFLRE EENOUETTT mﬂ'—ii;f}mm
= ININT Z=8&Db BIEFERICHELE
NN Kz L fthap
BEEE
RRy—oT> Y-
lc<2h@ ( BEEFC ]
HZFOEE% N =240
—EICi~NE N"\

FoundationOne CDx KR—AR—XK0D [ RIE ] )




NADIRE ETIRDELCFERE
~E(RIEDIEER N~

(1) ZIEHHARINEZRE « Bz 2Rk © 9 /N COMAR(C iR
LCTHFEL. BEREHRE U TFRICIEZASNEDIEECTHD.

FEZIITDZEFRN,

RS LT, OAEFRZFO AMERD I N TOHMEZ AT

BIREN BIEE,

(2) NiRZERE  FBREUS(FHRERIC, BRIICESS
NDIELFEETHD. REIE U TRERICZITMANDS &

AR
W AFERBICHBNDBIFEEDE

<PHMKHERRZE R,



BEOMNA & EIEMEES
ENilivReR= c27 ik adlpes-=

Somatic mutations Germline mutations
* Occur in nongermline tissues * Present in egg or sperm
= Cannot be inherited * Can be inherited
« Cause cancer family syndrome
1E¥/§\/ ~ Parent 1E¥/§\/ ~
O PAEfOH| © 2BHoMER
S -_ \B= j—
=L OYANA 1B 9 D chid
Nonheritable Heritable O

=> I\
it

B FAEE (ISR IIEEZCE S
CRRTE (1 : 3L PRI ciocted i

offspring

Peapmid W Drek Mol Ca0ed Rk i et Bevebra e Soeeny of Cliwlal DRookogn




B FREOEREEEORE

BREARLOBIGTF(E2AS D, BEE—HOELFICEENELTE.
ES—FHDELRFNERTH DI, TORRTIIEIEUIRLY,

BOEED—THDEBLFICEEENREETD LYHTELTD.
B&G [EeD2Ew MR

Normal cell One- Hit cell Two- Hit cell

BEDH A
Non-Hereditary HH HH Qon 2
R I il

Hereditary

Mutation 1
>

EGH(CHERSRT., —ADELFICEEMNADTLD (AEH
RIRINZE (germline mutation) ) . 1w bl UFEEITTE
LI BEJEEEN DD leD. BEETHEMNAT D,



BERHEBDIER —SOBECFRERE

N5

Pz - DRERE
BEREPNAE
2 &7

WO PR AT

A BT
HRAE

R b A2

D> FiExE¥ (IB% : BEEIFRY XV Y FEEE

IN—=XAKEER A (HNPCC) )
FEMETINERE & EREE
KEERMEARAEME R U IR—2 X

(FAP : ZXIixIEAXRZIRIEIAE)
BRI FIEIN IR (REF
U— - 35D ATNE&RF
ERGEEE
D1 ILLARAESE (BIFiE)
EREZLEBIRE RN A
JA> - EwR)L-U> ROIE(REF
AR SF AR
ZFERENDWERE (MEN) 18
RN WIERBE (MEN) 28

{ZF(MSH2, MLH1,
MSH6, PMS2%%)

APC

BRCA1, BRCA2
TP53

CDKN2A

WT1

FH

VHL

RB

MEN1

RET

EKEuuF‘HET? %ﬁ% r%ﬁﬁuu}—.—ﬂir%J (@/IE) %%%(LE'fE?%{—J aC



ERARHCH ITDELCERE
Binho> Y DDMEMT

EERR

OB &RIZIT
) FEKIRE.
PFImERIT (C KD
IESENRE
TR E)
OE{EMEE
) HER
FeRIIIRE

EinER - BElohDo>tU> D

EIRARIDIT N TCOMEE, CEE




BER CEnERE
~HERIEZ T~

waf‘i':'(c_ﬂl:uu REOFEZRBUZIMI D &,

FIKERBZFIOLE UCRIBEOELRENRE (LEBRERH
o1& FE2Ih)
‘ ﬁij:;k ([C KDIELFHIRE.
BRfEEZ BiL & U TS EHREZ I
8@&:5@%(:%13@3’573‘

YRR (CRRIE MRS ODIRRBIICTER L CTLD EBNOND

j= A

IBIROEFEFHASH TRV, [SHhDE H‘aL%b%E
BB IDOEENEEDODTVNDIEERESNDE

—>ZTDIEHEILREEZ A DSEHI TREZI1TD




________________ ILERDHERTZET e
/ =2

PEEPPrTE BEDLERTBIT - - N
7 Ty
[ RENRE : HED L L RBERRE
II (FKZFR - #EZFR) - ) SO
.......................... 7 ' N
| i . ! L ats = '
| : ZEADH [ IDHETR & B DNEiZs D2 EE : ﬁ%@pfﬁﬂﬁ?&f@*%ﬁ ‘I
|1 T | iR BICHTaEE | ERNRBERIRE (B
: { ................................. 1 E’\ertﬂﬁlj%zglJ_:\/g“*ﬁ | L%%%T&t“@*%_ﬁﬁﬂl\]j—d: :
I rronpLg B RRESERE ) BERRE) EERE
| i G A |
|
: | ISR i | i
! EMETERIRE ' !
| : NTHE PR RSB0 | |
| :.‘..: .......... :.........-.-..-.........i ........... ‘: ﬁﬁﬁtﬁéfd);ﬁ@'ﬁiﬁ ; |
- L{Em%?—b— Y SRENG | |
L L ARE CPRIBROV)—22
: | P e e : :
L _ |
' NIPT (Bhkimpa © | oot sy ) i
| \\ e ! sonography/(CHE4) /I |
\ N s aarcanas S ;
\ \___________\\ __________ > y
\ 7/
\ \ ~ N e e - - - e e e e—m—— e = - 7 _ /
~~

CDEDHEIEFIRE (CHS

SERMREICE. MEREZECITOND NBEEEERRA] |
& [RIBREREEZI 2B E Ul ThRIEBERIRE] 1 O
2DONHD. ERAREZELNA RS2 ERHRE

\

\



BEFHCXBAEEDOLERE

BAFHRNINS<ZDEE. IDVEREBFOISFIJVYI—0
BERENSRD,

SONEREEE | 1/ | 1/ |47 |1/ 17177 17 a7 a2 Vs s s s s s s s s s |1y

1)2) 10401990 | 930|861 | 784 | 700 | 613 | 526|442 | 365|297 | 236|186 | 145|112 | 86 66 50 38 28 21
==X I FSY UAVESE I VAN INE /AN I /A NS /2 N /AR NE /A N /2N N /2R R /AR /A O 2N (R /A [ /2R I /AR I /A /A O /A I/ I DA B VA B VY
B 1)3)4) 4054|3859|3625|3358|3055(2728|2389|2050|1723|1423|1153| 922 | 727 | 568 | 439 | 337 | 256 [ 196 | 148 | 112 | 85

SLBRES | B B - B B - B B I V2 V2 B VAR R VAN VAN B VAN B VA B VAN R VAN B VAN RV

3) 135|105 83 | 65 | 51 |40 [ 31 | 25| 19 | 15 | 12

1) Cuckle HS, et al. J. Obstet. Gynaecol. 1987; 94:387-402. 2) Cuckle HS, et al. Screening for Down’s syndrome. In: Lilford RJ, ed. Prenatal diagnosis and
prognosis. 1990. 3) Hook EB, et al. JAMA, 1983; 249:2034-2038. 4) Palomaki GE, et al. Prenat. Diagn.1995; 15:713-723.



|1}

= KRR B (D=

= \

Amniocentesis

Amniotic Fluid
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Jhons Hopkins Medicine
http://www.hopkinsmedicine.org/




SESICENDES
v

Transcervical Chorionic A
Villus Sampling

Ultrasound

Catheter Transducer
taking tissue

samples

Uterus
Placenta

Fetus

Jhons Hopkins Medicine Prenatal Answers
http://www.hopkinsmedicine.org/ http://www.prenatalanswers.com/




V44
B

[C R DEIRENLF RIS FINRE
~IHELERIRRE NPT~

AP BHAIN  BHAMDOD
e DNADS5 1 0%F2
s ST BENEIRER
§ 4{; ytw’-‘;f ;;f‘ '
T
et
AR TS IRDNASN S A M I TS Aosettin s S

13, 18, 21 ~UY

-
— —
—_—

% B4R BI3RDNA




/1\

-

HREEN R ERNERFRIRE

NIPT: NON-INVASIVE PRENATAL TESTING

RaiEinEMRR(CHR T B E

i

fRlR DR EBAREE ZIRE

Zilf
SRR (BRID)
1R OBD 5T

SIALE Jaa R
21 RV — 1 99%IU Ex

* Norton, M., Brar, H., Weiss, J., Karimi, A., et al. Non-Invasive Chromosomal Evaluation (NICE) Study: Results of a Multicenter, Prospective, Cohort Study for Detection of Fetal Trisomy 21 and

Trisomy 18, Am J Obstet Gynecol. (2012), doi:10.1016/j.ajog.2012.05.021.

AR B cell-free DNAZHEU\T.

g D

BMSEEM XA RNERFRIIRE

=)
=

+ BREXIRIEIDDBLEEBAN ~
JVI=—-DH (BA)

+ 13, 18, 21 FUYS—

- XIRBI(E. /1) RDTIR
ICBRRE (B4




HERNELEFRRBEDFR LD

EEZ IR E JEETEZZMNIRE
$7J<1‘ﬁ7'< HEIRE !ﬁiﬂﬂlﬁ N—h—& |EE%RE (B3K+ |[NIPT
BAMBEY—Hh—1%
7")
iRt il iERaat tuilird) !WEUEF'HD BHR¥XE BEERE+8AM SMAmpR'ZHED
FRgRAERER N A
Z2M% MEEV X20.3% HmiEY X T1% TE X1 L TE X1 L TRE L XTI UL

= REAOESMEE REAORAMELE 21, 18UV =—& 21, 18KUVY=—¢& 21, 18, 13 b

BEES EEE N T D DR N T D D#ESR Y = —DEEDIEE
Mtz =RE CEH
REREEET A0 218NUY=Z—0 21 NIV =—-D 21 MUY =—D
M%iEEED (i BESRER EHo  BEHxR 50 BEHR 60~
ERBECTEYAOE T2WIEE T2%HEE 95%
FEAEE. RBIEE RBEATE 99.9% EHEIHFE 99.9% EMHEAIHER 99.9%
IEE) Bt Bt MUt

EHHEL 168~ 10~13:8 1538~ 10~13:8 9~




ERARHCH ITDELCERE
Binho> Y DDMEMT

A8 -
Wﬁ/)ﬁ‘

OSJEfEEN ERE
f5l1) ICSIT°ART
IFIR CORER
BHERE
OBRBIZZIHN
BILROTRE =
fr <. NEEE
OB EFRE

&) v IT)ILD
REBEHEREE

EinERE - BElohDo>tU> D
FEIBARID I N TOMHIE CEE




/__

BEECETND VIV

IR

DEA

TDS RDIFH

=17

O

RIS s i ANE A AN B
BB R

ToimBIART DS

REELFBIEE EInEE

NS O=E




ANEJE - ANBIE - S REBE S REBEAEEDORIR

HESH  1HR T HAEE

} ! !
HER~IEIR~HE | | |

|

R

ISy GRSYES I RIS
SR R

—RR(CTNBEFED < BIOFEEBONN SN
; A A REARENREOEEG - - - - -
REREEDER __7,3 »
(L5 D5E

j(%rd: /J\éj-\

PEARE SRy

REAREEDORIFIIEEDZEICKD. NEE.
ABIE. TRERBIRLELGD



SRS EFHIRE

—
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Blastocele

Inner cell mass

Herniating

. trophectoderm
©2015 by Cold Spring Harbor Laboratory Press
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