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F—E BEEAMN 1

e )
£—F BEEZEEN
(Brief intoduction of genetic counseling)
y

F—N
B wrE X RS HR
(Definition . effect . purpose
of genetic counseling)

(Definition of genefic counseling)

B 1% % ] (genetic counseling) 1157 £ 5
R0 IRE X EWT 438 SUI S8 15 0 MR ) SR 38t
e ) T AB R B SUR RS S R EE U
(counselor) X ¥ ] & (counselee ) T i) 5] iy 3 —
e, LB o EE R, B
AT - E R EEDRA, ™ X EE %
WREEHEMMEAEME —BER, B4R
REEWMEE . 2 BEFL.BE . BRI
B 2 () R, AT — RIS TSR, B
YEHAR MR M, AR W Vb B T
&SI, PLARIRENPIIAS R, ReEs
WAL, 8 XA IE B HEsNARE,
BEA B2 ENE GREEFRAE RS
o BRNKHER), BDEEXMNA (A5
PRI WOR =BT W TS FIBIE %) . B RSk
SEENERTSEHR X —BEE 5L,

— B EEANER
(Effect of genetic counseling)

BEE R RE AEEE RS,
TREWMT R . O/ 2 EKSER B ER,
QR N AR IR ; QLW T = I vk ;
DEBERARRPNERE | BEEE0
2 QRMIEE R @ LLREU Xt
2R s O AT 0 14 5 o o R 2

=JEFEANER

(Purpose of genetic counseling)

BB WK E RS 20 E IR E %
A, UREGE (KR, B KB Mt e
R FE ST MV H R T b 4R i A O B 2 R, R
FERBUL RS RS, VRS REEEAA,
B DR AR 4 =0 T B 6 BRI 25, Jn T
BESHICE TR R BT, Fth
W LRREERIEER, B AE 3w
W (B R R R AR B LS
BN ) S vk 39, B B i)
7 H BN AL TR =4S 7 1

(—)XBEERA

(1) TR AL 0 BRI, 1 B 5 S
Mo T BLAE, AR R O BRI M L B
MEA,

(2) R BER 15 R B BTG HE A,

(3)RUETRERYIAIFfE B,

(4) SRALE 1L XU R AR R B,

(Z)NFREFEHF

(D RBOREER BB IKMA R,

(2) B EHEH E (carrier), I8 S IBH AT
il

) WBIRITAEFIH R,

(4) A RN B R R, WG %%
FHRARETITHAEF I,

(5) XA @R R R, 245 fHT
AT ATHITEHE

(6) XA BALH e KWK LI HF, 18
MBI TR W,

(=)HH=HH

(1) B BE SIS 1 3 ( genetic load) ,




2 BEEERN

(2) it RAHBEHRMTEAENE, #
B B, ‘

(3) FEMRBAERR M R AERMERE, KE
WEAOER,

L pa ]
REEFSFOHNEEEMLEY
(Importance and necessity of

launch out genetic counseling)

 RIEIR (genetic diseases) B T il f& 4 R
KBTI &SR, Bk, @i en
RPIfE L. TRZA#H% - XEEEE, HH
A MG KRB GEARFRE .
R fE] ), o T8 AR kR, SO — R R R L
B, BERS —MEBHAREZ—, B1E
—KEWN, BIEHRETEL, TRZEEHE
¥ (vertical morbidity) , t% 7] LA 75 57, 35 4H fk [8] 2
7K ¥ & 9% (horizontal morbidity) , 33X 5 & i f&
PR EBENEERS, XERER™ BN
PR RIMAE TR ILA Iy mE:

— EERAANLZREEE
(Relative increase of morbidity of
inherited disease)

LUk, BT DAREE LB TR
MIKRR, A RIUE RSP, — e E %
ARBFERI R | i TR E S4B R, x e
BIRTEANTE P R A R FR IR R E WL, T
BRI R R A R T R, B

ST AKREMBIE H28™H, Fln:

(1) WBIEEE MBS YER, 20 a8
HHLFET-F R 150%0, H P IETHmERE R
5%0 (BN &5 1/30)5 & 20 43 70 SR8 4L
FET-RE THE 15%0, Mt T ERKNT G
5%o0 (& 1/3), B4 JLRIFET: o, 845 9% 1 AH
MPFETRIEMT 10 £5,

(2) WEILT A 1951 F )L T EE
FEIFEN | FET-F (% ) F1 1974 ~ 1976 £
HEFHXLE (R 1-1), BTEH 5BREE XK
Fo K AEO BER AR T & R R B35,

(3) b 1951 4EFEF R . #iE
5 CEYE R BLRIE TR =2, 6%

1976 SEFL TR KEETE . BB . By
9%/ BWILBEFET-E =30%

PLEBERIREA, BTl RS R R R L
BRI, BAE R EME H 3k,

ZRRASEIE M A R
(Increase tendency of inherited disease
increase of absolute morbidity)

BEETAHS (WHO) REFRSTWE
EERN ST R R

(1) 1956 4= 7E B 4 S Kbk B )Ly
H B2 4%0,

(2) 1968 ~ 1969 4= 1 B v A 5 K Mk ik [
BULHI A2 6%o,

(3) 1977 FE IR B AH e Kk )L
LB 29 10. 8%o.

WH#H EE Johns Hopkins K 2% BE % Bt 19

Victor A. McKusick %%E‘J@\%E’Jﬁﬁmﬁﬁ
f& (Mendelian inheritance in Man) >> —Hiyie

. 11 LAERHBILTERRECEOTLINR -

B | E | K| 4 %8 ,mm B 2| W | B BR KY B

F R aq % | X 7] XM | 3
B A | B | A | s Eﬁé R\ ™ | % | 8 |83 5| t%

1951%F |1 01(02|45|21|21| 0 |26|16.0/16.0| 5.2 | 7.0 | 1.5 | 58.1
1974~1976 | 0 | 0 | 0 | 0 | 0 |0.18/0.02| 1.6 | 2.3 | 0.1 |0.05 1.8 | 6.05




#H, M 1958 55 | MRATUEE ) 5 5 5L R
BERMMERA 412 #F1h, Sad S 2 AW £b
FEFPEAR, B 1994 FE VIRRET, Z BT id £
R G 90% 5B EMAR), d 1487 F
(1966) . 2 236 F (1975). 3 301 # (1981). 4
923F (1986). 5000 £ZF (1991). 6 678 F
(1994) .10 000 ¥ (1998) T 2 B3, MiE T
AR (1999 4 1 A 20 H) 235 10 126
Fo B B THBEEABRENSE 9470 F, 8
TERFEEN A 6 562 T, CERE#ARMA
SI0%; BT X EYUREMHE 566 Fr, CERL
RREALHIAT 357 F, EAER BRI AR KA 36 fh;
BT Y ZBERA 308, E/EEBEEMK
A 26 ' JB TARLIKIRE A 60 F, T 1F 4
ENHIE 37 #, CIERRRNA 23 #. X4
2R, o KRR 4 o P A B R R TR B R AR K
FREMPRF RIS ARE R, #lnm
ERFMBIE, UHEAIFEBERHE R
SR, UNORS o B (schizophrenia) | {5 Ifil FE %5
(hypertension) . ¥ [RJ%% (diabetes mellitus) . 1§
LB 9% (peptic ulcer) %, BLE #IA R LK
AR Y i (multifactorial disease); 10
22 SERT AN TR Pk TR 3 bk 3 B B Ak 0 B
5 (coronary atherosclerotic heart disease) RjFR
O, RA10% RE Fi#ifs, BECHE
80% ~90% SR, HTHEITY . 5
BHZME, WRERBREREERSE, B
AR FIMME TN, B, 308 im0
AR G T £ Iz (autosomal dominant in-
herited disease, AD) 4 458 ff, EANES, 4
/S RBRERW (FRARKM) wEs, W
I, FE I R | %R B Bk A 1R R E Y
FHBE, ] PR A BAEH ER E , BT L H RT3
B, IBEINE ARSI R, T AR
5 L 22 16 L™ 2 ) BB 0 75, ) -

(1) BECINRMWAKEER (single gene
disease) ', AR B MR RIFEI AT, —
4 1/1 000 000 ~1/10 000, {H24 5% K

g-wm gfewafEAs 3

RWRFEIFAME, BIHOEEE (protanopia and
deuteranopia)%%‘ﬁﬁﬁ%ﬂ? 5% ~7% . B8
it NBE 2 3. 5% M9 N 32 50 5% D3t 5 0 P
£, HEICHEMZHEER (Polygenic dis-y
ease) , HLARILA 100 MAS, (HEEMZHKE
MBI AR BB E, 6lwFE L% & nE
(essential hypertension) B ZHEHN 6% , .l
WEIRIRER 2.5% o MM, NBTHE
15% ~20% KIAZ ZRHRHT R AEF LG
LR AIELY 100 BFr, AREHLY 0.5% BINZ
REAma R, BT, 8 R = KKs i miL
A, ABERH 20% ~25% W B A R
BEIE .

(2) M (birth defect) BU5EK BIE
(congenital malformation) J&#5%% JL 4By, HD
FERETENCRANE S A B RER
W, KRB BREIEMEXES AKT
(congenital mental retardation) %, H 1 ,70% ~
80% seistf& N R AT, MR HE 1988 43 [ T4
AW RE 30 M HIAK . BT 4 B
B W ) e 31 e sk, 3 I o A SRR 0 20 & A R
A 11 07%0, BB By ik 20%0, BAKE 5 N
8.83%c. WL, % "L - HitHI” B (1986 ~
1990) FA IR EH A LS M AEFTE, FisE
NI EZ /DA 200 J7BREJLH 4 R AR
Z (WHO) F 1961 ~ 1964 51+ T 16 MEEK
421 781 IH IR BE kL 7R, A B b R R
12. 70%o0. Kemedy (1976 4 )% ittt 5 5% 1 3f 5
(¥ 283 F5 SCHR BT AL BT, 76 20 011 823 45l ik
e, AW H B ILIE 218 017 1, Wi
BN 10.90%0, T 1-2 A B B i A= Gk b W i
ST T It 4% b 12 Rk BREG R R
B A(%o) o FTRHREIR, H A B o8 56 KW 7E 16
TN L A0 P E

(3) Wil R TR, AR AR~
MR RN 15% ~20% o Ho o, 76 48 I3 5 1 (22
2AM) BEFEILE, 4 50% Bt T ik
5% (chromosome abnormality ) BT 2,




4 EEEWE N

®1-2 BE12HHERBREELR (%)

(12 B = BRPS A N R R AT IR (YRR )

E

B B B B | B R % |EX H U5
J \ e
BRERIAL B & R Bl mmnr BT ElE B &
LT K | & M ggas | M B oga| B _ 8

P91 (100 AT) 9.9 6.7 11.374.1 16.3 0.6 1.7 3.5 5.5 58 2.6 |34309 /1985.1~8

ARES(20 FF) 6.8 8.5 .1 4.5 [19.9 1.9 2.9 2.9 [14.8 B.4 |31103 [1985.1~9
EXR(6 &) 4.7 6.4 R.7 B.8 9.0 1.0 1.7 12.93.4 p.4 - P34273 | 1981
BRHLEN(AEE) B85 B4 29 7.4 11.31.9 28 19952 pP5 8.7 144815 | 1981
BZE(AB) 2.4 P66 (1.9 3.6 [13.7 0.9 0.9 2.6 6.2 4.3 53370 | 1981
TRR=NBURT(AZ) 3.9 (1049 W1 95 [1.08P2.5 1594.0 P66 7.3 B30699 | 1981
B[E(AR P2 3 P8 [1.3 5.8 1.9 0.9 52 49 0.3 1 63846 (1981
EE(AEE) 1.2 29 1.3 1.4 6.0 1.3 1.2 4.3 4.2 .8 [13.0 74642 | 1981
WFRI(AE) 6.0 11.04.7 5.6 13.755.2 U4 P4.314.4 k.8 144062 | 1981
P2 Br) 6.7 9.0 R.2 3.4 U5 2.2 56 B31.46.7 B.7 1 8926 (1981
B KFI(48 BT) 37 7.5 3.1 49 8.4 B.1 49 1.9 8.2 4.3 [13.9 66935 (1981
8416 A7) 5.2 0.5 1.6 3.1 [10.0 1.0 2.1 21 5.8 WK.7 6.7 19083 | 1981
BIF (13D 3.9 11.1 4.7 25 7.8 0.6 1.4 P2 6.1 pR2 53904 | 1981
= (AED) 5.8 10940 5.4 7.6 0.8 2.2 9.8 3.8 3.0 8.2 49763 | 1981
ABR=(AB) 17.4 0.3 4.7 9.4 109 4.7 B.0O 8.4 7.6 4.0 H7.2 27538 | 1981
HEI( AR 4.5 7.3 5.1 151 1.8 2.2 11.6 8.4 2.6 9.0 51031 | 1981
REE(AZY) 4.0 B.6 4.0 B.1 11.32.6 U0 B0 6.8 3.8 [15.4 54749 | 1981
BRF(AB) B.1 B.2 29 U9 72 .7 24 17.11009 k.9 50610 |1981
IR ARE) 1.2 5.2 4.2 B.5 154 3.6 4.5 19.96.6 2.1 [12.9 94367 | 1981
EEWH=K(AB) B0 56 9.7 P.6 104 4.5 3.7 P5.04.1 5.6 0.5 26829 | 1981

(4) FE & 7= LR, B b A BRI AN, 7R S
() 25 AN I At n] 8 1 B4 Rl AL Bk . il
JLEM PR ERIE KB E F A B AE
( pseudohypertrophic muscular dystrophy) . Il &
% A(hemophilia A); 7 & W15 &t ¥ 1 4 %4
iE, AR AR LLE A &K 19 Huntington £ 5575
(Huntington chorea) . 38t 414 /]> i ¥ 3t 5% 2% 7
(hereditary cerebellar ataxia) % . #R4E % B
B, EERILPEA 4% ~ 5% 097 Getk
BB GG . PR LAG T SE R R 0, L35 B B A
BEfIE L, A 1/5~1/4 BE 5BIEE LY
P o

(5) FENBEP, —SLAh 0 % 9 ME, th
AESEALR C MBE AT, IE 3 AR, B4~
ANBHA 5 ~6 MRMERAFRERN, Bi1RE
SRIRAEH, fH DR X A F 3R] 1 5 AR5,
PrARRBOR R # . B ABA 5~6 4
A FH LN, X BIE AR (genetic load) .

HT B b A X R 53 i, %) TP S Ak
A B, M ABER KRR BERE AR, A
AWMBR—HAH — M REAFRLH (i a &
) 1B E R —Fh s E A (a) 1Y
LHEIRAC, W FLh, A 1 /4 19 Tl g
R YO R B E (aa); 374 4h 3
EHBTH, 2/3 ZREHE (Aa), RE 1/3
EEIEE®R(AA) . AN, HETBES Tk &
J& . ARZGH) I R, N2 I ) B 38 95 4 )
BH 5™ 8 o ol ok A = R ob 7 4 1Y
- SN SN 3 B SR
(mutation rate) , &%ﬁﬁﬂkﬁ%lﬁ{§ﬁfﬁm
Sy o 33X 02 N i ™ B,

= BEEEEASEAHEEY
(Self-existent seriousness in inherited
diseases)

B X N H G E , BR B i MRS %




R AR R ES, BfERERE S5
FB B A [R) B 45 L, B A A B B 1 R
FREME RN

(1) 8 1% (hereditary) o QIETFR A, B LR
W T REY RBCET A ER KR, B, &
Wt , BT —-ERRIE TR, BN
Fe Bl S AR IR S R, B T R A &
BER) b T 3 0w sk FEAR B 8K AR, B
MR FR PEER 2 RRBE,

(2) 56Kt (inborn) . X 2 H038 4 %5 1) 382 4%
g, B R F RN FHE R & sE
Wl BROTE IR S RO SRR IR
W, HAEZHWEE RN, Bt REER
TR, SRAEMILA BB F, M
Ja B BB, BRI 24 BB . YR R AR A
3 o

{EL S8 KA B 3 AR A0 A2 38 140 , Bl fm g L.
U295 B IR (87 IR, R W] R S R
L BERS (congenital heart disease) . 56 K 4% 4
[ (congenital cataract) %5 M} A BT .

(3) &4 ¥ (life long) o 51 G 3 PR 5 % 45 A%,
FY i A5k s T B OB A, o B MR G
KVRH, ARG R B 2, i AR R IR
MZHAME, X BEREEERT,

FRLL, RATFREEE R TAE, REHHH
BB E RBURE R E, HHETER.
AIATHIR IR S A BFHRS, LI SBy kg
femBILMREMER, BEBAOER, &
HARBEEAR, LB, BF BB —-1[f7
Iriko

H=T
BIEE RS
(Developmental synopsis of
genetic counseling)

1910 4, X HAAMBEE ST R EH

BT #EEaES S

AR - SRS FF (Chales Davenport) #4730
A RBE RS N TAE. 758 I F XA
6], 7EEEFEHLM (1940 F) AW JE FH kM
(1941 4F) MBS THE - ME ML 1946
4, 7E R E S Great Ormond 1 H L2 FT
BT TEHZEZE195S &, LEXC 8V 102
AW L, 1955 4E, Sheldon Reed B UK H BR
TAEEBERRA) &, BB T B
i X—ARE, - HIKERH. Reed A
E(BEEBAGFE W) B, BF5LAR M R
W EENBEME R, U RbEs#2w
BHER AR E GEREHRMIE L0, B
S HATMERAEEARAE, HE, HT YNt
AN TRl RMR#ETS
i, PR, R R R IR R LA B E R
PHRERRN, ReEREWA s, a6k
HIERERARHAIRM, KEREZT, HE L
fiis fig A& Hb E A BILB RS, = 70 ERKRE
80 FHANHT, B & #5Hr BAG W B AR A Ry 2 by
RARWES, BIEEH TIEARGRERRE,
TH 52 T R 35t 45 5 i B0 1138 R b R 5
£, WYL ENE 459 P EAE % h
L, E N 40 1,

EFHE, MN1962 FHEILTE (%),
19634F MG /R BEFF K2 | 1125 B F 46 7F 2
BAEEW T UG, BT Uk " T
W10 4F . & 1974 F05 JR1E BE B2 8 etk
HET#EERITE, £ 1978 F£H G, £ ES#
FIR B M TAEE N FEREL R, £ T
AsEegit, SEEHBERAEERITES 200
LA BB VL6 K B2 B 0 D0 A: (R 2
REEBRMIEARER.OE, 7T ABR®T
YEFIRTG TIFZ 0] S MRS, X SuHR % 38 = K
BAFUL ARG TR, BT HRILESE WA g
WEAEH
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a )
EE BEENARSENM
(Molecular basis of heredity)

\ /

1% (heredity) A v Y iz shid B P K
FmZ—. BE, AMMERAMTRZENE
St R AR (0L B0 38t 45, B W0 E Bl — A B
15 I ER AR K IR A L /NE AT, A& "X
JE G SR R A A T L, B VT ARZIE, 3
BENCKRWE T RERB IR Edd 4
B B AR (character) 20 KHREE . /N B %4
FROEEMHRER-EBRIERFER (genetic infor-
mation) . U BRX EBEFER, E£—EHE
TR B (development) 534k (differentiation) , A JE
BEE —EEROF &, BA, BEFGER
it 2 R fEE e BAEE, HMERHEE
YR Z AT ) ZAE BR (fertilized ovum) J& , &3
— RN 7R (cell division) FI4 %5t
R o BT LA, B 750 00 40 i 0 #4 i F 2h
BE T W THE, A REX B S B HER
¥R 678 A BB ER B9 IR .

F—1 ARSI HThRE

(Cell structure and function)

ANENHEBREMAEY—R, BA R
REM L o 40 A &5+ | T R 40 B 1) 4 S
HEEYSRE . EROERAE LI, B
EWRHBUNRR ., — MY B
&, TLAIE R MR (cell membrane) ., 4
HLE (cytoplasm) FI4BMI#% (cell nucleus) =3
AR (B 2 - 1), 4R (R ) 2 40 Bt 2% 1
B J2 558 T, B %o 40 R 4 R HE L 4 b
RO RAE R A EEAE . R B YR R
WEEM, AR R, Hh4a8a Skk
(mitochondria) . F /R EE &1k (golgi complex) .

HLLE (central body) 5 428 , X Lo 40 iy 28 5%
A—EWIEE, AMEERTMAZE (nuclear
membrane ), NEE FE S H R M F (chromatin)
M (nucleolus) o B FHE T FHMTE
R EE IR (deoxyribonucleic acid, DNA) #l
HEH (histone), H DNA 43 TR B E S s
ZfE 8, Fill, S S3E A REFEI £
£,

TR T BAUE T , 40 il BEAE &5 4y Fu ki
MBI (E 2 -2), BHREHERH=RE
ZEA 41 BB B A7 B (unit — membrane) JE R .
BHEWOFEABE (FE), AERN
(endoplasmic reticulum, ER) . £&Bi{k . & /K3
RaW., B (lysosome) FIIE (nuclear
membrane) . JFBEH 454 6L F5 40 B B A R
(cytoplasmic matrix) , ¥ 1A (ribosome) . H1.0»
OB ER,

PR B PR 4 AT FE 200 Y R R T P R A
ERYE, HREA LA SRk, nsm R
M (rough endoplasmic reticulum, RER) ; t8 8] LA
R BA B RME, W REM
(smooth endoplasmic reticulum, SER). iXffijji
Y E R G, — 5 10 V) W 2 B R R 49 B R A
] B9 DI, {40 M AR BB 7 — 2 X 8 5 U
WA H—Jrm R TR KW “Eim”,
PR I 5 4 I A% R B AR A O R A L T
&ML P BT R b S5 B 40 R R R
BOREAA, R 4 M o AT 2R 138 LR T

ZRORLAR 2 £H P2 SRS B L R B SR 45
1] P T B IR (crista), 20K 4 B8 IR
TR, EEE R S RRIEREER, N
MERE A S BRRILB R, iU, KB Es




