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Figure 8: Pritchard DJ ( 1986 ) Foundations of De-

velopmental Genetics, p.157. Taylor & Francis, Lon-

don.
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Figure 13 ( Expression of the major categories of

genetic disease in relation to development ) : Gelehr-
ter TD, Collins FS & Ginsburg D ( 1998 ) Princip-
les of Medical Genetics, 2nd edn, p.4. Lippincott,
Williams and Wilkins, Philadelphia.
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Figure 22 ( The threshold model applied to creation
of cleft palate ) : Fraser FC ( 1977 ) Relation of ani-
mal studies to the problem in man. In: Wilson JG &
Clarke-Fraser F (eds ) Handbook of Teratology,
vol. . pp.75-96. Plenum Press, New York.
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Figure 26: Bodmer WF & Cavalli-Sforza LL
(1976 ) Genetics, Evolution and Man. WH Free-

man, New York.
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The cell
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Gene expression
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Overview

{E#S I f /D RE B (st 2 A AR o AHAEA%Z (nu
cleus ) [ T REFE RIS HEFIESN » tL2=H]
MM ER LR PO o NEBHEATTZ RN
MR (40 @ REZHIM ~ FRHEAE - RSN ) -
E4BRRE ( cytoplasms ) NHIGFF % A [EEIHAVAE
2% (organelles ) » ARG H & B ARFEDIEER
BEER o

BRI

The plasma membrane

fE3ZRE ( plasma membrane » 1 & AHARAE
plasmalemma ) &l GEFH @K IA 5> F B »
M BB A S E B9 53 5 o HEAREEZE —EE
SXMSHEY W EREARE o HPEImERIIEE -
53 B IR AE R 8 #R K M IR BE B & ] o

fEAfffE G » FRENEDE - EOEGHE
PR AR ERIER S AL BERI A ER B M A9
53 > AITERREA R I 3R 1 o A ARAE TE R 28 H T BCRY
WAE (microvili ) %54 » REMINKRETE » LIF5
FacH o

AR

The nucleus

FHAREAZE (nuclear matrix ) 1 » FRIPE A
FEEFERIRER (chromosomes) ° ZEZ

[& & B E RN » H B AR (nuclear
envelope ) T[] o SEAZARRRAVIZE » BIEILZRE
( nuclear cortex ) o

#%1= (nucleolus ) 2 fEAR AL+ » — & €2/
BRI o E AT RSB AIR
¥EFZES ( ribonucleic acid of the ribosomes » B ffi &
rRNA ) o —f& BB Ay RS HE IS — B - {HE
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[ (interphase » F35 9 &) KF » BATEAR
taf® (acrocentric chromosomes ) HJ#%{—#H Pk [E 15
( nucleolar organizer regions » &, 3 ~38 & ) o

e E AT EE » R L ERF S
#I3%3L (nuclear pores » H[E7x ) ©

fHARE

The cytoplasm

A i E R E AR BB B & ( cytosol ) FriH
% o MUE R & HEFERIFEE ~ WhASRERL ~ Bl e
B pEEE (ribosomes » B 8 &= ) o MuE R
R 52 BES 2552 B AT IR BL B IR S > AT K
AR B IR (cytoskeleton) o Hfiffi 528 H = E
YR L NVE (microtubules ) ~ fif #E ) 4
( microfilaments ) ~ & HE#LEE ( intermediate
filaments ) o

MEZH o & B MNEEH (a and B
tubulin ) 22 & AH B HY SEEE ARG o PO
( centrosome ) [a] 1 Eiffi o F.LBERIE & —HE
FEAREI G HT ( centrioles ) » 45 fifl H LKz H /L {1
BEICH R (#E (cilia) FHIE KR (basal
bodies ) HZF B PHIFEHE ) o MUNETE B AIHEANR
e EMEMERERKE  DEEEEEENA
o 4t > MRS 2R R ERBRITEE) o KI5 T 5
BEETHRE > HFEENZEH o

MM T S TR IRILEIER (actn) RE
B » B Lo TEMRnEig o MfeEsEE
BB » RECHEE °

R #HES 2 E G/ VB8 ( desomsomes ) Y
EARFEE o E g REEMEEEN R » hH—=
AERFRIFIE S EFTHEB °

FiFR B2 ( mitochondrion » ¥ ## & mitochon-
dria ) EAARAR K HixEZNMEE » FEAIIEE
B8LiE ATP (adenosine triphosphate » i £ = i
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i) > EAMIEAERER - EfESE FEE »
EAEH DRI TEEEN(F o FERAREEHES 10
(BE % ) BERAEHERVAIRREZ DNA ( mitochondrial
DNA) » Heh & HERAREIER (R 205) -
PR R B —IkER1EER ( tricarboxylic acid cycle »
TCA cycle) HIBEE » K& ACAE B A R HR 77 B2
F o
BELHEERS ( peroxisomes ) & FH A A (LA
VEEpESEE (10 28) » HREEEEN
Dire B AILAEH K -

DN
The secretion pathway

A'E# ( endoplasmic reticulum * ER) =& M
BHEEFTENEHESH  LEEAEEA K
% > T PR A RO EY o PR BT e 2 i AR A%
B > BT BB RS o SR HEAAZ AT R E 1
FEFLIEE - BEMRERERER (rough
ER) | TAEM MU BCERI N E Y - RS s
g > AT BEANEM (smooth ER) o AEEH
S2E TR A R TAF o

EHEENEMNGHEZ  gELESE
EC B2 (Golgi complex ) H1 » LI 17 — 45 #9 0
TomERBREHRTFNERES EOEk
% GESE A\ 75/ \E ( storage vesicles ) B{73i
/|\E& ( secretory vesicles ) 7 o & i fifusz £l 7+ A
BRE > EOEEGFEEMILMER (exocytosis ) »
FH 57 b/ N I ZE MR A o

HHER A RIFR

Endocytosis

FrEs A R 1ER - MRS E BRI E
% B M E T R AEE o MR AE G
ol B BIERIMPFE ( coated pit ) o 22/ NEK]

HIYE S8 i — TR R 2 2R R IEEEKIEA (recep-
tor-mediated pinocytosis ) % & » # 1§ A /N B
A o BRIV E & eI R AT Z 8655
HEMEEA o AR RN > fHEEEN
8 ( phagocytic vacuoles ) o J&E&HI25E & FEAVER
EX{E A ( fluid-phase pinocytosis ) Fff& A © T &
R AR 1'E F B2 MR AF S B/ N » B &
ZZEAEBES (lysosomes ) » i 5H 1A RS
(lysozymes ) S EE A &Y o FEEZHEE -
ERE/NE AR E 5 RRERE (endosomes) o

HHRES

Cell junctions

F AR RS (tight junction ) [H[E
T HERRTE S FOA A G ~ (155 - (8 W S I AE
i o TR B4E/\88 ( belt desmosomes ) FIE5AK B
15/1\82 ( spot desmosomes ) A& BIFH A A A A &
fiti o Wil & S ARAEAE AT 8 ARSI » 2 B DAERIR
Sy AE A B AE R o 45/ 88 ( hemidesmoso-
mes ) EIERKMRHEEEE > EEHBNEE
( extracellular matrix ) (LT 2T o FARRER Q4%
& (gap junction) "]} MEB—AF —HHVIREES
#2 (junctional complexes ) *» EEfESHEHSHEES
BB B E S F It AR R P s T RO FLIR o

S22

Medical issues

LGB M R IR R R 2 R R TE AV iR
FERTSS R » W28 %E— ICJF ( Tay-Sachs disease ) ~
{085 IS5 ( Fabry disease ) ~ SEEf KK ( Ga-
ucher disease ) % o FEM FIEEEEIMAE ( famil-
ial hypercholesterolaemia ) £ » Hofl it fE 4
ABBEH  EHARICEE ( Zellweger syndrome ) f
B QI Z 88 bYEefE o KRS 10 B &
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7F % BEY W FR R #E A E A B B Y 2 2R
b o $THEEEYI S > Vincristine 1 Vinblastine ( {i#
YR AT ) EHEM/NERIT R
HETINHEE AL R o kU2 ( Colchicine )
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A] At Al M R R e A ko 24RO R A ( metaphase »
REIE) » NMEARPROENRE L (RE
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R & L AR S LYIRERS - EM R
{EfRH MASHG IR o



3. efhind

The chromosomes

,,!ﬁgﬁ§‘{$V

DNA & 82 fiE
RERERLA]

1% ZEge
( iﬁkﬂkl}%ﬁ%ﬂ?ﬁﬂiﬁﬁ )

S

C

H2A ~ H2B -~ H3 et
~ H4 A 26

RBHNELBEE T2REHRER

=
= =
= =
= =
E =
= =
= =

Ik g 555 #8 e§ = g
Overview

"RemEg ) —FERE TEEANYE, o
EEEMY - RS E M AERE LSt
B - Jetoid & A AR B 3R B A 5 1%
e FBAG o XBHE (chromatin) W& T —fRIEH
REJ DNA ~ EHHE ~ & RNA o ROBGRKH

Ay » BB RS o MRTERIERRF (inter-
phase » fl . BHIMIE GHEIT AR ) » fEOEG
A S B E M A T o (B E MIMETEH 22
( mitosis ) BUREI 23 ( meiosis ) F » L E/E (#
FRME (RFEI~10FE) o i DNA TR K
RIS o DAELEAIE S 240 > BEIER] BUiE
ERET B - MR A TR (B2 )




A TEMA R (B R ) o

FMaef A GREBIR ORI » KEIZE 2R
LERERIRE ~ P E R BRI R AR - SFEL
CRENEY  WMERVMMBEEREE (eu-
chromatin ) | B LW E M-SR EBE
( heterochromatin ) o B G EERYZ2EL » SR A
EHE14~15-38F o

BEAE (BB E R - genome ) &
HmiB T 5 20 » # 508k 7E DNA Bis 754 ( R
FA4ERE) o KEHEHIE MM F
EEREN | (BF—/Eo 2 IEEEIK DNA
IR > REEMEE PR ERAREEAN BT
ALIMBK he A B AR 7K S AR A B St » BT AR ASE
Al A 0 EL A AR o

—E A ARG - ¥ 2 AREW
DNA Fi553fifE 23 et | BELOEE
BRI 425 HJDNA o (BIEMRET S 25T > 3
TSGR AR AR R R B > RN S =
* (5mm) EE o

RBEIEE

Chromatin structure

B8 - DNA REEGHE/TH/\(EHEME
H ( histone proteins ) Ffiif BT EARYI /R E » 28k
—{E#%88 ( nucleosomes ) o FE{E G EFE A AR
AR AE T AR FRERAVREARFEIE 1 (beaded string
structure ) © 5 IZEE % GEEHT ( nucleosome core
particle ) A#H#%E A UFE : H2A ~H2B ~H3 &
H4 - —fEizie & /\EMAMED » BEEBESS
mifiE o #HMEE OB IERE T » K HAER] DNA o
BT I REER AT SRR 5 o SR RER AR
BRI ERFYIECERS (#F 100%) o
EEET AR EEEBRE O RREE  GEE B

3. RO

FLOEEBHEENERE BEZEBSEN
200 fElfig 5L DNA o £ #8HIF5HE » BEKF DNA
EEESNEEEREREN+TZZ—

RS E i — S AR » TR FEREHE ( sole-
noid ) » &5 E 6 AL —E - FEiFfemstETd
FEZAE ARl —E H1 (BB EH > IS ERE o
B MEIETERSRERS DNA EERERBAARE
{#73 DNA iR SEREN A +o<2— Ml
FHIHARE » EREE FRREERESE > g2
R E ARSI 75 AAFTE o

ML T A ko7 BB F4RF » RS2
BRISIRMEHTIRER o IRHMEATREHE AT LA R P RE IR
100 & » EISHER EiE R 5000 532 1 0 G
BEGHEM—EHERIER (loop) » DA—{EEHIE
HEEZ$EBEEED (non-histone chromosomal
protein, NHC protein ) A2k 28 ( scaffold ) &
ful 4o i e NHC ZE 5 6EF] DNA L5 E 7
IR TS - LB ELR AEARE T » Fi&
NHC % (5t & 17 B o

IRPREENEOZ R 2 RAEEEE

( topoisomerase Il ) » ;52 1E DNA ft O35 5 k%
(a DNA-nicking-closing enzyme ) o &7
EBIBEEEENY - 2 SR R AERE RE B B AR B A
DNA #UBiRfEfits (RES~TE) - EGMYE
B EE X 28K E [E18 ( scaffold attachment regi-
ons) fEE  RMFEEINZEMEE & A ~ THESE
(AT-rich ; FZ et A f1 T {5 65%LL | »
REAE) o —itH(E » DNA & DAL /8 ATk
HIER B BEAL » & B BN R THE R SR B

(=

Sl 2R - BRI & R - 2K

TRIRMEABHELEE (WExR) o



