


HmAEHE

BISEBABERRRE
xR T ELC =

oI ER TR
NV snERLRit 2T



BREBELHRRRITRESR

RETEITHRS  EFC E — R —
Bt : 8%, R
®., 2%
=16
ISBN 957-666-690-2 (&)

1. %28 2. BOE — BR - @LE5E

417.5 89015291

g B REESITFES
Z &F THEC )
T iR B BRIIWESE

EFERA BYIRERE

TiREE REREB

TIT A REE

SiESs LRt

[BRREEESE 0698 5
BIHAHE(114)2/EES 322-2 5
(02)2794-0168

(02)2792-4702

BicER

BItHIERE(110)R2HEHE 249 5%
(02)27239404

Bt EE(100)EATEISI0ES 12 B 7 5%
(02)23651544  (02)23671444
BItMItIRE(112)GR8R g 120 3%
(02)28265375
BEPMHILE(404) B8 24 3%
(04)22030795  (04)22032317
BEH=RE@B07)ItF—& 1 &
(07)3226177

& ai
=

B > WA
BA O B O B4 07 B OR BR O MR ) BY = B

B3 Toh B W B3 O B BN B3 < 2B TR MY S IR
BB

BB KRSE 19197512 B8 SiEEEEAT

PERE NVt EH B + 8 R
EEFER 376 T



0®

0® @@

,;0

L ¥

@®  o®@

0® T @@ g€

e o0

0

-

-

BE

IR B -

FAE4=  asorenwanc, MD)

1943 = s pe a7

BIZERRXKBRERIER T

ZEYIBESTIRBERIT
" REBCETEMMIZKRBERPT
s XRERZHEFTEE
(National Incstututes of Health, NIH)

" B & Mk MR R PP R PR | SR
EPRRRET  MBEEPRERET « 236 BET
B 7z & Mk B B PR AT

BTz & Mk BB PR B3R

B3z & M ok B R P 24D
FHRE I EHERTESE

Bliz & MR HRB B Pr- | SERIEUR ~ £ 24 BET




() = (o J— ) g = ’(*) ARSI

EWHE—BHF

ETEEREE T RS Hp B testRs o Hr
A RS HhER  HEEE > HhEE -

QSR LA EESTINEAREAT © KR A dn A RURRSE - B AR A
MIRMERE » ILFRERR DRI - 25555 HyIRRE » (B AR
RERREISE] > HEBAREE -

ADSARRLFAMLERE : B EaRll "ERE" AR
e 1 "ER" WRREVER "BEOE" - BYMZ AR
ESSEEEE - AEREE EEBAIRGEML > MERES -

SEEFHDERBIES  THEFABCERSE A5 HH
ARGE R AR EF BRI BMCIEZS A "HIBRN " 2B thir
TH—BRAEE "RELEE  ERE) B4 - A0S R ZIT
HOERE © JEHE" o Atk 2 -

ARFER M IRAVE R (HEE SR & R R BRI o 7
HUAHRERTBESE /53 » TS EIBR — AR - HIEEH - Sis B A F
TIERFEHERR | Frdl " AOHEE B OMER" - EER )

R#®  F AR~ #ss
Bz & A K 5B M P
hERE RS

L [ (] @ [ @ e G
___° f.'.‘,::? ,:_,;;B o Z:__o == 79 == Qe = ,:?@ 7”"“0

o @ ®
Q@ g 90 ppaE Q’) e




feTRTATA TR AT e e e W w
L
| = HEEsLTFES
% H 8§
R B ET S —— I
&5 BB BRAREEIE......es 3
E-ZE BEBRAERRBER. . 5
t"? BUD B A B 31
\ FEAE FERREER. ..o 35
BFEARNE HWRREREFL>EATIFRIBAER. ... 61
o £t E WERREREVFN'HRARNREBERE 71
s - AFERE E P —— 79
OB AE RERESFESEOMPISEERL....... i
% £+ E HERRRNEENSTFEYDSKE.. ... 113
] F+—F Pencillin (IFIR—FREE..............ooooovieens 115
e L+ "8 Meropenem—¥IRFEIEZEINE. ........ooovv . 117
o2 F+=F RERBTJFRBLEZENHAR.................. 121
FB4HUE BESISSHEEEE Vermination......o.oocvveneeenn.. 125
o A RE EEECLIE (Do 127
o BHAE RBERE—(D.n 129
l BAEE R e 133
ﬁ’a BANE ABESERECEIE.......ooeeee 135
L OETAN MBS, 137
:° BB BB, 139
i EBHR PRI o s s 141
H SHTE BB, 167
\L T N RO N P S N S




) ==d] ] =
B L

[ S— T
e® 0® 1)

00

8

g )
ee@‘ e®

Y

B H=ZFB BIERBEER.... oo 173
B HIOE MR ..oco oo 177
EFEHAE BRRFEREER. ..o 183
BHAE RDBRIEIR. oo, 197
TFHt B8 RESMAMMKZFABAE. ..o, 225
£ N\ B BRZKRMmAEMAR B B EinARE 237
BHAE ERIEMRERE. e, 239
B =+ B SHRAZMHAREIEE. ..., 287
Bo4+—8 NERRX- - EERRRERTIFERZ
SFEEBRE~Z Knudson BRER................ 261
B4+ "E DEMERAEER.....oo oo, 267
BB BB A
F=+NE RBEINERERBE..........ccoooe 285
Bo+HE ERMBRERRE. ..o, 289
B£=1< BRI R. oo, 293
B+ TEE BRI BRIAER. ..o, 299
FB=1+NE LEREBERBER.........cocvviiiiin 311
F=tNE BRNERERFIFIFHER........cococonn 319
EN+ B MR- RERESENHMOER............. 325
FN+—EF RERBVFWESERE..........ooeee 331
BN+ B RERBVFNIEZHRIBK.......... 333
FN+=8 HEEFIFEBBZEA EA - BEEEE 337
FN+NE RBER2 . FOFBRBHORRER............. 341
i 8% — RUYR -RERBL/FREEEIEZSE..... 345
i 8% — ABEREMBIESE.........occocoviiiiiiiinn 401
Bt 8% = BEITERB|iiiiiiiiii e 415

@
0.




BIN5REFRIRE
f—

B ERRER HES B RSB - R - it &e o
B ARG EIRTENHIRMET » LERHE T8 -

BEROEEWT

1LY RIEER - BERBZTE - LERHE TEE -

2T E SV RERELRFIEEEAARRANERH - K2
9 ~ it EEIRT - R IRARIEE LAE Tl - MAE L EAIR
BREOEREH - FHF -

JHEMBRARES  ERNHEREEEE 3@ ~ 4 HARTEEE
B BRI HIERS

4. FEASEH — ISR IR /) ~ B8 ~ BEE ~ BT - TERERERE - LU
{58 B HAME R PR RO TR #E 1 - BB S T L BAY R E
7

p=1i11}

o

W]t

38 LEMR AT TR ST R A R T o (KR 1-1)

.



2 REBRHFIHFES

K-l BEEHARMZHNYE

FRBAZ AR A &

@ /7N Lt RS
@ i

@ EEE (AZ)
@ (Fid)
® MERR &

OFRE

O RITHERERHE
@ HAHE %

@ Weil i
OF1 )

® FERIH

® B B %

FEETE MR (& )

B W R DN M

@ EH% (&% ) %5 % 5 (Component vaccine)

O\ H& BER
@ WA

= 2L m

1.Zuckermen BS, Frank DA; Infancy and toddler years. In Levine MD,
Carey WB, Wocker AC(eds). Developmental-Behavior Pediatrics. Phila-
delphis, W.B Sdunders 1992.



BB iRA21EE

Bl —#& e ERR - SRAREFERALIN 1/4 2 1/5 - Ak
AR B R EER - R ERERESEE A B o

HAA - EAERRBIENRE - ARBEBAEBRR LR > 2
REERE - BRTE - SRELNE - 2REEASE  HAREZE
MR E

RE RARFREASRIB

1R - BAEZEEDE - 0 55 8F - —RESERE -
HEIRER - RE - B3t - REEAHI (2% RERETHR) -

2 RIB R EEORE R - ILURE - SR ERmATEY - DU TAMR
fAITEHE o

S.FHBEE - BAMERR -

4. BB BEGYR - BV ENTEN KRE - i B RCR M R A
BUFFRATRE  (F2-1> £ 2-2)

5. MKBER ~ BRIHIE K » BT LAE o

6. BN PR B B B RieE R B E - BA AR f#ED
B E R o

7. EMIR BB R L RED



®2-1 BERERMERR

BEL - B R BB  HTE RALE - YR MITHERER

e Bk~ BUE - HAR A » REMEE - IREEERRE

FATHERE « B E - F /AR R IEAT 4 - BRARK - {8

28| s - kg - IR A -

R~ VTR ARSI A - S E MRS A (HLARAE ) B3

BB | i s o

K22 BRERRERZER

FATHERE —— — AR DL RAT SR 2 RERANADRK
N FRE—a R EERE A - RIS RRIERE
AT A —FEEERBEE

B HE—RA Rk &

fiis —— M ET R BBEEIR

R R — R AR IEAR R
EERE—REHEAR

AiE— BB &R

IREEAR RS —— — R AT » EEERIRAR R

m ZER .

Wood DL et al: Accces to medical care for children and adolecent in the
Unted States. 1990;86:666.



BESRAXHNRER

N 3 AR RREFEIRE DNA # S EE A AR 46 8 3
et AETEEREE -

RAR/ANEEFISE 1 $HEI5E 22 B B Rl - MR R
Gl EZUS1H X EFES1EX1HEY - FEREEE ]
5B (p arm) UMEEE (@ arm) ° T EE L $F.L/NE (centro-
mere) °©

B THEMZNE DNA 4t - #iIlEE IS5 2 6 DNA » flaIA
FERURLEREE (mitochondria) A 10 REEGEIR R DNA o

NEBE RS EEETAEMA R » DR ERATHTERACH -

B4 TEMM AR A - 2 hEHE eN) - RHEET 2
T AR FEAR A (N) » RICES AR s R e - A TEMEa R A
HEENRERE o ATEMIERERE T 2y BWREREEE - 58— B
BRI BB 2L PRI B R AR R A X R R B X EE
R EYEB U A - HERFAERZER o

— ~ - EEMS % (chromosomal anomalies)
RS > BESENEEURBENRES -
1. RERIENES
EHEMRaEReEE  (diploid 2N) ) » AJEMAEAISE

5



N
e
e
I
e
N\

Y5 B

£3-1 FANASRERETIREAME

e 5

Q Q—7

QFQ {# quinacrine FYE Y Q BEIFIL

QFH {# F§ Hoechst 33258 fy4&-¢ Q BEAF %
G G AR

GTG Fefti M trypsin BEELFF LA Giemsa 19 G BE#T %

GAG Jeli M acetic saline FEEEFFF LA Giemsa i G B75 %
y C —7

CBG Fef# H barium hydroxide JEH » F# L Giemsa MR £
R R —7

RFA 5/ acridine orange BEFEHY# O R BEH %

RHG FEINEFE L Ll Giemsa # R B

RBG Je F Brdu AL Giemsa B R BE# %

RBA 5ef Ml acridine orange Bl Brdu M R B#HE

®32 KSGLRBEYES BEEERREES N

R T B B R

Gl g
(HETE) (BB1E)

FINE HEH A FINE LIS FEIE B 4 RIREERZH

MRl 25 %2 L MR R 5
wiem || X meta BETZ | X — suspmr |

IS RBrbae




%

=% WHRFRARKRHHET 7

R3-3 FLERERRZEFERZARMER

a8 BLBEEERZEH e
FE EIE 21 B YLEBERE (95%) | JEEIT AT R B BT
(Down Syrdrome) f@ﬁ_jé 1 (5%) REE 2 sk 2 AR EE
g (07 H o B  REEL > BRE

fii » ERHHE

B (ThEF) » F5iEERE

SRR EEE CUE BN

BEAMNARRERT » BEH

#iH

BB E (3t)
[ © ECD, VSD, PDA, TOF
Bk - BB + BB

FAsE » ERGE - $RAL

IR —@M E sk % fE

BE AR AR ( >355 )

FERGE RS
(Cat crying syn-
drome, cri du

chat)

5 5 R BEE E A

/INBRIE

i H e

Soh SRR DRI 5 2 1 R SR R A
e

i £ 3% B

Edwards fE{FERE

18 Z YL EHRIE

/NGE ~ /NER - BRRRAL
T4 i Y4

WA B RN

SR FEASET (98%)

= BECD : L NBEIE
VSD : LEHFEEEE
PDA : A BIAREE
TOF : ki K 4 &F



8 REEFIFES
F3-4 MEERBETEIAERESE
g HLBEERZEHE [z =2

Turner fEEEE | 45, X {8 FoE/0N BEARSE T I 9480 A ik i
FEREATE B AR ok E
ONEAEH A RFEIE 52 2R L
AR » FSH-LH1
BEEBE © KENRKEZE - PDH B R
HHELEE  ERHELME S

Klinefelter 47, XXY GERE

FEREE ZIN I T ERIB N EALELE
FSH-LH1
K

#F : FSH : g%

LH : #E#EHE

fZ#8 . ( haploid (N) ] o BEF M=% ( triploidy, (3N) ) » Z#
PIEF IFEBEEIE (aneuploidy) » W2 P EBIE (trisomy) ~ H{ M
&% (monosomy) HERTEHR o (#3-1°32733°34)

2. LEREENRE

A T HEEERE I (translocation) ~ =% (deletion) ~ B
AR 588 (ring chromosome) » E # (duplication) | & (inver-
sion) ~ [F] B # A% (isochromosome) * K 1/ 38 F E& (centromere

fragments) °

3. BN ERE

(1)8E % # (mosaicism) : A—EABALEHEHAEEHEHEE

et o




F=F HEERARKRHEET 9
(2)3 488 (chimeras) : FI—{HEEA » FEZEXRBREES FHIMH
fa% o
() B R4 L &8 (uniparental disomy) : KB EIRRGEY
KER—HA  WREH LR OHTR2 & B “EEEREaR7

(isodisomy) °©
=~ BEREER

i LEEER AT S 1865 I Gregol Mendel & H FEE 1 - #UOUE
£ CERAEERT 0 BSTHEE 6 (THEEEREERSERET o 5
SR CFReMBRESRT - “FREMEREER” © "X
SR dR” ~ “X—REnEERT o SEHRM EEKRER
eI AR HEE AR ( AR 3-2) o« INADBE Y Bl gkt
AR o

1. BRERBITERR

BRAREEEENREEUREAR—ARRK » B—HAWER
R R RBBEEER - RBERFNEENERRAEE 52 B
HFATRAFEXASEE A ZHE TR EGEHR  WEESZH
TR ETEE o ERUNREHNEREVBEER » LR
ARG P A — R g SR SR - NS — R
Te K SN (double-dose dominant) * H F T B E H R B
H o AR 0 WEE I £ RS2 R (F (achondroplasia) * K&
HEEERME ; ({EWAFIS; > 40 Huntington $#IEE - HREET
HEE FRRBAE T )  BHAEENSZ—a L FaiE
R R KRB EY » TR ARBHAREME - SEEEEEN AR
HFEAH o 11 BA— LR B ER ML -



10 LEBHIHFES

® Penetrance ( B M ) R FMERE AR KRBT HLOEE » £H
e EEERERESSE 2 RHAAE KK H K - non-pe-
netrance & #H/ BELEE (skipped generation) : & £ % 7
HIBE MR AT BEE IR non-penetrance ©

® Expressivity ( RIRE ) : RARHAWKEE AR » EEEARE
RIEN R BRI E E A A —E o

® Epistasis ( PR %) : RAEERZHEMEREEREER
FERIRCE > 5 P R R — R N AVER IR RIS — 45 o

® Domains ( ZFE £:888 ) : [F—&E A [E Domains fff 5 A [H] 28
BT E  GERE—EOEARIYIEE » F— R 2 RE
FR AT S N R R ERAY o

® New Mutations ( 228 ) : W REZ F TG FIAY - ERE %
ggﬁﬁiﬁﬁiﬁgﬁJ"f§3§%¥U]()é%ﬁﬁﬁﬁ%g9E?iéa%§-*ﬂﬂ§§éE%55§§%°

® Pleiotropism ( REIRIME ) : [A—BEA A HERBE L AT
FIZRB A o

® Germinal mosaicism ( 4= BE#EAESHAREY ) © BV A TEAAL A IE
HHOE B A se i » BREs 4 e i) AL TEM B s B TRV £ o

® Paternal age effect ( 5 E 2 E 7 ) - Gl AHAR SRS
I S € BSR4 G RO 28 8 o ARV M AR R B R (R
(achondroplasia) * Apert fEf&#E « Marfan fEMEEES o

2. BRERBITESER

BHREHEERMERNTRE  WEFRARETRLREE
25% HIKE IR » 25% HUBE SR IATR » 50% B S E A
R o HSRIBEERETE KR - BATEESR  BER
PPIELEEHIREE - ELELBARKBMEY » BEAREE » EHN



