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BT EEBELER
F—F EFREFHHARALZATECHE

2% (medical genetics) REF 5REFHESH—TREER, B BREF
MAEEXFRIONE, TEFREFHNBLNIRXETNEBRT REPE. EFR
XN ANERAL, EEEMRAEL (BEMEMBEK) HEM R (trait, RIFE
character) i BEMB R XMW R ER, T A #EZE(human genetics) W EE T EZH
Em EFITARBERBBEERERESFEER)OREARRADREM, EEREF
BEARRAXERNEERBEREFHENXR, RELSEH. HHMABTRIERTMS®
FHEXEROAERBEFE, NS EALBREEFREHTR,

EXREFRNESEHY. £HLFE. HEDRREE, REE, HEF, 448
fa%, DAFXSREMEFRHVAX, MEELBAZRKERZH, BAKKEFHRE
WL R, FR2 . WP, BEE RGBT ERHRI K REE(clinical gen-
etics), :

E¥pe¥ b AXMMR 5% (human cytogenetics) RIAZs 4 L5 % (hu-
man biochemical genetics)@AR. BMSHAEEE MAEHLKEHTEHRTALKERE
FEYRER, M5 T #5%¥(molecular genetics) B A LBEFHRBMMSE; 45T
0 B 8k 15 % (molecular cytogenetics) M| ZARBIEEE S FREZLETHNTH. BEM
EHME, BREESEI—&, EATNBAERKERREMBERORR, AR
e BXNLE. BB, EERTHREROER,

SE2MESFEVAXNOEDELMBERSZ, AR &% (population gene-
tics), % REZ (immunogenetics), #¥#E%¥ (pharmacogenetics), REREX
(developmental genetics), & &% :#t {5 % (radiation genetics), {75 %¥ (genetics of
behavior), f&40M 8k {E%¥ (somatic cell genetics), il {53 (cancer genetics),
R4 % (eugenics), HE T ¥ (genetic engineering)%, Hh—B AT B EHFXLE
TR El,

FoF EBEXREFHREE

EF#EFEHREMER, BRRSHUBEFHEI], HREFKREREBTHR
ETHEZRHR, ALY, HELCAHSERNMEGTENRY, 2HLEEET
XBRFRORR, AL EFERELREESRERK.

1923~19524F, Akl Ptk — & RN 4. TR EHR (T. C,
Hsu) MHughesT 19528 T 5 kB AR, UREAN (T.]. Tjio) #Llevan
(ese)ERBKKMBRIBES T AR S BHEE, T AEABREeE & 3% R4,
REM DRk BEAROR Y, —HEEEIARFERREREaERRERX, W
1959 E MR A AR BEN21 =K (Lejeune’H), ERMBALELE (Klinefelter

—_— ] —



ZAME) H4T  Y(JacobMiStrong) HEREBER & (TurnerZFE1E) H45,X%,
19704ECaspe: 1N ABHEEFEXREaES N REakBRERTR (BHER) .
855, Yunis B)NARSEFRE CARSREETHhYZNEH, BRUES
HH (BaP R o X#, HReakFESHHIN. ek ERATRUB R
GBEERHN FEREK. SERN, XXkt 58 HETXANEBR,
MNEREER (ASEEXRNWR, FRTARREZNFHIR. ETHRREE
7wz 4, BEFNEANTARKFETEERERRENRE, BELE
VERR.

ABEMm=EOR BRI BME 19024 Garrod X R BERIREE. ALK, BERBRRE
B R RAE T EE o b IANR 3 — R34 3R i B K2 3 (inborn error of metabolism)
TSR RER 1948 I E B M = DK 1952 F M SR FR 1 R th TR w-
6~ B Z 51 R A BN Garrod KIS W7 B IE5 K. 3X KB BLAR N ;15 Ve Bk P sk it 1
K%, ERTEEC A AR T200% f, B—J5H,Pauling (1949) EMA BRI
MmN Bk BENHDS, RHEARLS FHRRETRTIIR—RERK, BI*K
R4y F % (molecular disease), 19564EMpA A B IngramifSLHbSR B FHRERBHE AN
REREHRP#A-N)3|R, ANAERES. BEE.REES. 2EEA. REA. B
MAFEREERHVT=LELSFR. BENBEEEZNSFRALONES,

REEH, 0EREBERMEARRESE, BERNHAEBI K, EALE
FHRUEABRBHOHE, SUEEHARER. XNEREML, RE. BERE, &
EHRN, #ERRENZAURERBTHZRABETERER. T0EFREENER
IRBERERREROARARA—DFHRE, HREFFAGAR, BEEM, ZEL
MR ERREGTEARTHER, ERAIARBERFITORITRE,

REEXBREFHNLVRIRBTOER, 196204, RESRETHEARGHK
AR, FRTHRBREENOMIE, 1963FERETLABTARMBREY W & B--BRL
SERZEN—RE, AR TELREENREE, LEK, EARREE LLEA
STFR. BEERER, fEREE. BEREY. RERBSAKRER, RIE,
BRBEARSAIAR. R4e%, BESHURATARNETEHNEB T —KILRR.
ERSRBHEER, FELAEAR. BhBAL, LXK, XHRE. BREXEILE
FABRERNERZCHURELEHMROTERAUAE, HEEELRBEIHREKTY., BEE
FAKHR, RERZHREXRSHIRFTORE.

FoV EFREZEIREFFRBA

E¥REXEERNARBEZH -+ HEBEROTR, RBETHRE, HFAR.
SIERERER:

1, BRERNALRBRORBARTE, CRREBIREABIEHE, RERY
HANERREAMK, BFET, | PURANER, EXBELEN; BERPERERE
H23~25%0, NI0HMBARTRENREGKRE, SHPRILEEFENRERE, b
4/5 A BIER SR, .

AL BREROFMERB MK, EMckusickZiit, ARBERRRERE &R,

—_ 2 —



E 19874 4 A15HBEXR41015 (F1-1) . REAFHE G@TMH. XFERSIEAN 1R
REKE,
k 1-1 AXREZARERHEERS LT (McKusick)

AR EFRR SR (KD
1978 , 1982 | 1983 | 1986 |1987,4

x B

-
1966 ‘ 1968 1971

B 269 344 415 583 736 934 996 1172 1273
(+568) [(+449) (+528) [(+635) [(+753) [(+893) [(+959) |(+1029)|(+1075)

® B 237 280 365 466 521 588 599 610 620
(+294) [(+349) [(+418) [(+481) [(+596) |[(+710) [(+741) |[(4+810) |(+837)

X4 68 68 86 93 107 115 118 124 132
(+51) | (+55) | (+64) | (+78) | (+98) [(+128) |(+137) [(+162) |[(+164)

g it 574 692 866 1142 1364 1637 1713 1906 2025
(+913) [(+853) |(+1010)|(+1194)|(+1447)|(+1731)|(+1837)|(42001)|(+2076)

B % 1487 1545 1876 2336 2811 3368 3550 3907 4101

. BYRBFREXRESEEE
2, AEFESFALBRREOE LREEH SHEEEAX. E0ME, BERR.
R EHEEL, EOR. ROER. BHORES SEFEFARE"NER, AE
BHIEA R, TP, BEXLRERFELREOE—F M, ATTHAIRER
ﬁ%ﬁ¢ﬁﬁ&$%%ﬂ%,ﬁ%—¢EE%%WFﬁﬁﬁ
. BHRADEE, REAORBRRESTHUNETNERANEF, Hit, MR
F%ﬂ ISR, REEREBERAREFZREFN—HMKEBR,

SOT EFREFNFAERMTE

HTEEREFR-TTLEZH, BRET EHRA TSR, £HLE, REE,
EMGEEFERRAEAR, XEFRYNATHREFZERNBITER, NRFEHRESED
MREERERR, EHSITRASE,

RF¥EBREFZOMALEHANFRAOPRENTET. BROGTEFETALE.

1., BAfEE RA—MRILAER. QEHFT—EWHRENTE, HE—AR
HTEMBERKBEROEE, XAWE-RATTIEN:. OTBEMBEROER
RREAME; OFRERNOTMBMBTHE; ORBEMRER, BIHRRERE
RHRERATE, ORIEMRRRTFARERESS,

ATE—BR, YELBEREAE (PINBERRE) hi#fT, BIBERERK
RE-BABERELE, NTRELZRSRERTRX. WREMERSRERE,
MBERBRREES T —RARN, MERRELRRAN-LXE (R, Al F
%) >ZHRE (BARE, Tk, REKE. E8) S=4FKE (HRAK. ¥HER
B%) >—KAH,

BHTR—-KERAEEFHRARELUNEERE, REREXREREERRRTR
wE, MHRFERREROTEE. BRRANTER. OBNEFESELEEE
MR, ENMEZAEMEZEBEBREETIELEER, ORFXkAZ, WAERE
FRFREFBRETRABRENZR A UEH S BNELBELEETTFRE BEH

— 8 —



fis AgH, HestonfiDenny ¥#& T H A F o MESHFTARNGRERAXRERERER,
FH_EZzAAEREER (K1-2),

F 12 HELAERFNERTLEEFRTX

HHRBAFEHA

EFHTFE GTRE) BRTL(MEH)
FzAH 50(5F336.3%) 47(F3#935.8%)
o BE 0 5
ks 0 4
RN 2 9
FHEEERE 7 13

2

ERFRBERAR | L1 L 1

2. RSoWE BERAURNREEAFRIRZEAR.AEREIR.ABRRES
WEFRZE. FiTRERAES (BREREDEIREABETE),

3., MAEFHE RESFFM. —MHEAEPNE (FPRLE, monozygotic twin,
MZ) , RE¥WVESE KBRS, BIMTHERSEFTFR— 4K R, R EM0EIER,
BREBERERGTELEARR,; B —FHRAINBPNLE (RIPNLE, dizygotic twin,
DZ) , XBFETFHEANBIF oA 5B F2HEMETROEANE R, " HENR—2HE,
BEBERBRCFELEL, FHRAET AT ARG E. KL, N8, B,
MER, HHRHLARRMUEE, BWNAEFERAERBERERE 8§ W UBHERAE
A RB P, RPRAETHER—FREPREAERTUAELARERR AR UR,
TR AR A MW AEE R (BFEH) BEE — K ¥ (concordance), 7
DU ZEER (RER) RAEPREAZREFERAOR D, —BRTARF—-ZR (AR
x) kFx.

B B 5 2 F 5 3
BR—BE (D)= —E 5 (BN A)TE

PIMEBRMIFRERANT4%, DIRKRER28%, TTLANAGRRNEET —EREY
®o

4, MEEREE FERREERALREAOEE, wREBBEN/LELANEEN
AB, EAOFEOENE (BEPEdnEnBEER) RERHR, IREMERER
FMEPROERE, WRERA, BRERTLES, SHESAREEZR, WNSERER
S5#ETRERX, XHAERFRHENERREFERNBXET, UHRABEEEN
BEEROE R,

5. WRAS ST HHRAS S (component analysis) & 38 X 4% b B H i85
%, BRIREERVERZEZWNER, UVEAEEMARESEHE, TUEERR

FRNBRE—RFEIAT (A5 TRBNBEERT. XFPFRTEXKRIEERR
it (subclinical marker)B%i, MFPEHFTHAHERA S SREBH, WTARXH
ERB B E R E,

6. HEERMAL EHEROPRAD, NRE-RRLELES -EREhRER

—_— 4 —

X100



FRERREFEIA, WHEBHZRSREFTX. EROABEEATURET & B &Y
(linkage) , P BB R ARE M@k E; AL R H TFXB(association), 15
Fgis ELAERIEMVIINEANHI, BTEMWABEROKERELAKMNSER
BFRhmA FHMEH, BAXFAEKRORE H K ZEY, EENT I SRakiER 3
X 2#(1p32); EBEEMTFIp3s. B TRBENHEERMOM M HE+ —HBRERNER
R B &30~40%, B, BEAMRERCAHLARSZE (BRELE) . ERE
BB R TR R REFRIS, MltHHEH AT SRAEERELER, BTEECLEH
ABER, KWETANISRERRTX,

7. HHER HFEEPRALBRERIFEERY, ZKHPHHFEERERBRE
FRBRBERER T UERI AL RERORHTB, BRERFEELNTHES
%, BREEMAT AL, XLHYEEAE. ROZHE. PROBPEAD, NZ3HRAR
B+ _HBisK. S0 REREEL. ARNELERS.

8. BMEMBEME HehEAEEER (cultured cel ) F#TREXEMARIN FRE
FHEEWRRIEZ—, BYERZELRAERREE B AN Wk (cell line) <M
EREBRE, TUTEANEFTHRESIREEMR, HTRNEREERALEHR
SRS, WREAEOEE, SHERE, SlS MR ASIERTNE
(BHEEALE) .

FET #ERHKR

—. R NBE

Bt 4% 35 (genetic disease, inherited disease, hereditary disease) AR
MIERZEPOBREDRRERE (RBHE) FEIEBRER, BERRATEAEMGENAE
R RFAE,

ERBREE T REROEANFE: OfEl, IAHEREETROKSE, X—
FRAESFIETERTA R GIMAE LB, XRFEAFURERHIRLAKRES, BTRER |
BERBABFER, UBNELZEEEBORBIE, OREYR(GEREANREHE) B
RE (RBE) . XRHBEFARTRMOFROZERE, WhREBEEANEM, O
HARKRZEPNARGHEREYDRRE, ABEEERTEREN, OXERE, B
BB UK BERRERAE (UERBBE) , ENAERERENDRERM,

WIER 58 RELK R (congenital disease) FAAXG], FH RBANMGCHEFHRR
HERER. WREABELEWREE, HHEXBE (congenital anomaly), HBE, %
REHHA F ARk (birth defect) —AMMRKHA. REGLRERBEELLE T
EHH, BERERFALTRGBMSER, AlotRitfEs FEEHRSERLIIENERE
LIER, ZWsIENER. Z5%.

: GRS R BR (familial disease) MYl X . REBFERBERAHEK
BERBARKER, WE—NREFTEFRMULBRRABR, RERLBER (BHIRAB
EHRER) BASAKERAER, BEOEFHLRERTEESE (KRB ERERT
e fkim) o MARERE"RE "iﬁf%ﬁ"_ ABHY), BUE—RRAREEMARIERR

—_—f e—



WA PR R KR — R, {E 2 B O A 0 a R A A

= BRI R KR R

BIEHR — AR IR E R (genic disease) 54 a k% (chromosomal disease), #HA
% X 4y Jo B3 A% (monogenic disease) 1% 3 B i (polygenic disease), HIEFHKTT
BBESTRANAS; FREAFITRERAENEREERE ST AL (R1-3) ,

F1-3 HERHLIRRRFE

g =%

ERE(D)

PR
HEER
WY EED R SR
LR SN deR S
SRR
Fofth#t 595
SEER
Rtk
BWREkRE
HRakRE

3.5
0.9
1.3
0.3%
1.0
18.0
0.54
0.36
0.182

* FHuReH

BERWRREEHNERZHDOTR . XRETLHEKE, PIROTE, Bk
MEBEURSENRERR, SHXARAZERGARAZS, ERELRZLHOT
BEMBHLFROBL, K1 -3 PIHORFION MR, Hhfak HnR wE

P

CPLBERAY HiEH)



BoE OB EHERK

-7 ZHERZE
—. EREREN A

RE FERBBEYNEERTRMAERES, T XEREA SIS, OF @Kk
W% 75 (chromosomal aberration), B ¥ fa k% H f4E MM E: @ FH % (gene muta~
tion), I BIREMKR T, BXWEENIEXERT,

WA K R, HEpE ek E— 8", B, ERREXHRARE (point
mutation), HANSFKFELE, RERERBERESE W LR AEREX A R K HERI N
FHEE, ERGRIERTSOEL, BRFEEFENTR,

. f*ﬂlﬂﬂﬁﬁﬂiﬁﬂﬂﬂﬁ& ERREAREENMEREEOEAHE, EARR4E
MR OER S, MERTEEAEEAMRSD, ZENER REEAARPERE,
Ht kAR EREEERET R,

MR R E R AMIE, XEFANMERABERBS BRI ERLAR
R EURME., MR BMRTRFEEAHMED KA, BRI T REE L 28 U0 0 B £
W E R ZETRAPRIHE,; MREBHERRMEN, WH R H S
HEEE, WRREREEE—BTH, Ba, EFRPRAFE-ET TEER X
ARVER, B, WRRTELEFERTEENRYNE (MEEERRSBEOESH
Fa) , MASAEFHRATEEIZAER, Hit, REEREGIEROTEERSH
/i

EERENER ERERTETHWMTILAER.

1. ZROEREBYM NAOER=ETEROBN, NHEREE, XFHREHRN
“rh #2825 " (neutral mutation),

2. BREE AEEMLEAG N REEER XWERN AR LEW, Flnm
HEALR, ABOMAE, A4HMEEFEFE (HLA) #MUREMEALE, BEEXMHER
TthekEMERR, florRAnBAEN, AABETEERFRKME,

3. AERANMENAETRNDNAEFFER—ENEFLL B, HbSEERRJE KL
EHHbA G RERET BEER, HRFMEER,

4, ARFAMEWETRDINAS, SIEREEERE XERERRREREARR
WS TR REEERARSRER, BEF, AL F000/ M EHERN, EEA
REE AL TREREHTE518% . —MRBEAZEDLHES~ 6 METRERSHEE
R, XBERTNESAERENBASTEFAERRE BRAERER) .

5. BHERE #EREK. BRUSRKHERRITE.



=L EREEARTR

BBERLGWBRERR, RE-RTHIREBRRE., BERERREAAGRE
MR EZR=F,

WERBRRE —IHENWREERWRERNIBEERRE, LR-IPEW
BB — A FRBUR, BRE — AW TE B — 0 TR B B AR 0 Fi it (transition);
— AN B — AR BB B — AN S — MR TR R BRI ES (trans-
version) (H2-1) , WA 4 AR 8 AR RNEB.EERFHRE.
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o WEBBMILR TR
(a) BEHBANEH,: (b)) DNA NE—E+, REMNEHROMAT
HBETHR, BEERSRESFEEREARWEETEME SRR WIS,
BRRE ZEDNAHZFTHEARRE IR ER (BEXRE 3 AR 3 ER)
BRX—NEURN—ARARBREBN B IRORE, BRIBBARE (frame-shift
mutation) (E2-2).

5 E24 i Pl #
...... UAC AGU CCU ACA GAA oo IR BT GE
B % # B 1%
------ UAC AGA UCC UAC AGA A BTABIRTFIEA
— AR
(&1 £ E3d G
------ UAA GUC CUA CAG

AA e AR BR
-
B 22 BRI MR R R

BEREIRBARNAERBFRANE, BUEARKMNENIIE, TRA
RREERE,

REEANBREDTNFERE BESRAE, FBRPEEERNRRRS ZERS
X, MBRBRESNENFHEH, SREAFEE (unequal crossing-over), HRE—
BoERRERM—BoEREE. 0, AGOOESMEEH, FRERETFRE

el



T NMERAN—BIREANRINMESEEAN B, MARERTSARE, #lnHL
Lepore 2 HId MR ER T/ FPHENBRERB AR (B HEIR) . ERESSIE
MR EZRNE—MHERRENES, WASHERNBESEER (#N) . EEES
EHULFEERY, BHIUFFERRFERRPERRERER MR R ERK
ZEANIIEE, MEFWRLERALTHENFHINE, ENTHRER, NHERTF
. B, ANk aZE0e.B. YR B ERBFEFEHLZRAESRS, RPXBER
WHEXBETF—AEEER (BFE28X) .

BRBEEENRESER, REXFTHSIMTILABR.

BXREE BTEETEARFNE, EXERNERFESRENRMRALORER—
#, REBHIAR—KERE, FINDNASFd, GCGHE=ZMAGHRABURTRGCA,
N mRNA AR &R FCGCH # # 2 HCGU, HECGCACGUR R BEBRM H
BF, XEFBFELRXA", BFRNZKEEEEL, XHNREHRIBXRE
(same-sense or synonymous mutation), FXEEK T T BBESW, REE
He W, XHEHREHERIBWEFREBHWL S 2Z—EH,

HURE AEDNASTHHBHBREMERET BEXG, ANIEWE RS K
HBh— A EERES -TEBRIR, XHHERHIEXEE (nis-sense mutation),
AILHRBENEEBRBFREREARN %, =RMNEEH, FUAREXRESM™
EAERBLSRENLIK, RETEHELHENTRIAHEER, AOANERLIR
ABEME e N EEREAER, YTHUTRENRN, BHRHLS, RESHBHAK
P2 (sickle cell anemia), MRBMBEEMBR, Ki=EHLCH, RIANBEAM(E
2-3) .

ARBT THEC
DNA-eeoes TCAT woevee el CTT seesss NS b li— TTTeoeees
i (Hliﬁs) i
mRNA-ee. Gl Aswnve.  wwisas GAAsssse s AAA.e
BT BB e eeeee BEEeeere seeee R ER e
FIA  HbLS EE HbC

B 2-3 HBXRTEER

ENRE YUREBRIBBSHEoRNALHIA=/%1E (EX) FBF(UAG,
UAA, UGA) Wi —H, ZIRERITLIEER, MFENESRAEBERRERE
HRIThEE, BB N KA (non-sense mutation), i, DNASFHATGHGETHR
BN, HMAmMRNA LHEBTFEMNUACERUAA, UAARKILES, HLEBRE
Flppeik, MESE., ZEEATSERNES RN,

HIEBERE UDNAFFHH—THIEEBE A& RE, RAIREBRRLOHD
FH, ZRENEREEASHTTE REZERK, AEEE T AR BB HELE, B
MR TEROFERE, SRR EHR AL IE S 328% (terminator codon mutation),
R —FHE K 8% (elongation mutation), Hiin AR K HafE RERHL Constant
Springtb E¥ WaELIANEERE (2R 7)) ,

MEEERE YERABLRACE LOFRRERETHRESE, Hh—kims

— g —



