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B U P i R L T BE 2 R R R BRI M S BR X F B MR B T e . B A B 5
X 5 N KRB AE R, EEM A SRR 00 AL AL R Y B ARl . BE R R el
BHRARERBOKRE EESBEEHEEMXR, RS B, WP AR T8 0 BB R &
FB L TERBERE-NFETHELR, FIREIE AR DR E T B0E AL E R R
YEH Filk. Ht, B¥ el iR —TH B R"X — A s MEES G EX
MG %ER . BFBREFAUEEYLSE BEY R GRS REY ¥ EEMES R
X, MEEBASRKFERZF .,

B NK E T8 1% 0% B TR 12 W R I % 2 R A I PR 3t 1% °F (clinical genetics) B
% B % (genetic medicine) i B% , T BS 27 35 1% 2 W00 22 T 38t 1% 0 00 D9 2 L 38 A 382 1 BOF
7. R AREEFWEZREXHMESUEEEETHRER —EWY 1, EEEANNERF
BT EAEEBERSHECGREEENEREH EMETAGEHNMAELELE
MR A E RERR R E KRB RS R P IER.

BB 52 0 EBAL 55 2 W41 4> F K PR B I A2 58 4595 (BN 280 B R 19 %
AHLH] AT W IRIT TR AR KUK 4 I AR IR R A R TR TT O i WK
TR IR A 7K % R T B 382 1 0 110 R

T BB E RO B S T B A o B

B2 R TE AL R A R MR L, 0B R MIUAE R REAR &G
AREXMARERN. MEEF¥RFMAEGHZRN AR, EFREFHOHTC B ED M
EBEFUREKREFSER, ARCESNGF A A EMBEEKFEENAFERERETR
EEBREEM&MEE, FEXREFNMREEZHHRE, CEL THFZ 0 B RS0
R, EEBREFTREE LTI 3 AT EHFTHE.

(1) i 98 18 /£ % (cancer genetics, oncogenetics) : B R MBI Z 4 5 #E X R EHL.
987 5 TR A o 2 R ) R B, 3 AT AN DINA K SR R 3R IR & AR O AL, X 4 o AR A e
i 88 B R U ST B SRl

(2) & 8 £ % (immuno genetics) : EEWFFTLL 40 BT R . A 40 M 5T I #MME e 3R &
45 38 AL LA B LA P 2 R 0 82 S IO )8R £ B

(3) 25938 {& % (pharmaco genetics) : I B 52 245 41 A 19 38 1% 22 5 FUAS [6) S A 3 25 9’
IO 3 % 2R, 8 il R B S B, WA YA BB .

(4) 8 & 3 3 % (genetic toxicology) : W 5T PR 5 i Bt 1% 1) o 45 493 ) (R 3R B LA A AL A
At 7 B ) — 1T 2B, PR O 3 HL 3% 45 2 (toxico-genetics) o

(5) %8 51 38 % % (radiation genetics) : BF 57 45 ot v, B %8 56F X 388 £ ) 5 #9463 45 S JHL A6y 1 A 951
B -

(6) K B 8t & % (developmental genetics) : J& 32 B BF 77 5 B 40 fof 2 il #1301 55 A AR AE A [ B
Bl FIARRZ RN, MEMAERKREE S SRR RE —T%F ., MR AE R R 1R
BT ARHE ™ 4% B B 25 U U R st SE B S ROR . AR T 5 B R AR TR R &K & 436
LA AR MM IER KT MAE R ARG EXRBEMERTE L EZSFBEFEIER
BT,
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(AT R {5 % (behavior genetics) : BRIFR AL ZE R IEH MR EIT A BEREN 1%
B, mxt AKE N A UFHERBEEREHFR.

(8) F WM iR 152 (epigenetics) : HFFE A #F & DNA FF 5 o 28 i 5 B R 55 MR 1 0] 8 & 45
k.

(9) % E 4 % (morbid genomics) R HAMMA %Y . KR ERAXFTEEFESTBENEE
HERMBUORER RAHXER IR EBURILE, B 2w B R 28 BB MG r R4t in &
i, 2P EHEH ¥ (pharmacogenomics) RAH M N R Z LN ER HAREHERNTF
588 REEMERRR NPT KR E KL IE T R AR MK .

(10) i 4 Bt 2 [healthy birth science, IHFR {4 2 (eugenics) 1 & F F 18t 15 2 09 R 3 A
EREALBREREA R EALBBRBERERR.EAMENENR.

2. BAARABRKRERS X

(1) BE % 40 f3 i 1% 2F (medical cytogenetics) : 40 M F B, 32 2 A 3 £ {4 1) 45 40 A AT O Ok
rRBIEROZFEILH . FEIFTAREEEAFRLE I E B R R 5RE LR
¥#.

(2) NFH: 1k 8t £ % (human biochemical genetics) : FEM R AL BHEMNELSEAQR
(BOMAR EERTERBEAR (B ARREE SRERNXRENER.

() EX¥4 T3 %% (medical molecular genetics) : FE M DNA K E 5T HI1EREREKW
gt i, U A2 B M ERISIT #EER

(45> F i 1% % (molecular cytogenetics) : R MM IBME ¥ 50 T RE¥XLE SN ™Y,
i AT DA R 0 40 K 48 s 4% o2 9 ) 4K J5 , M T 58 38 388 1% s 5 181 12 OO R 80 B 5

(5) A FERE 4 % (human genomics) R KA ¥ AKREFAFEMRALEFTANA
BRI RER 2R . MR HAth 4 % F J5 B 4 % (postgenomics) 1 3 M 5 41 2 (epig-
enomics) %,

3. AR REEAS £

(1) AEBE KB £ % (human population genetics) : FEM T ABH PR BRERHIL . R
R ERTRX BEE BUREEGRE HHEERR RTR BERTEREEmMEZ, A
T RS R TE AR B E P R W AT S [0, A TR | W T8 AL R SR N A WKL .

(2) 4 40 i 38t % % (somatic cell genetics) : & LAASME F¢ 14 40 BT 49 A1 B #EAT B {2 2 B R
2R, ATURRARREFIRPFENMALHAK . FREB D MARHETHE B W IHTT
MEIASE I E. ZERN EEMT AT AT AR EREUMEREREARSE.

(3) it & L2 (genetic engineering) : #§4> F/KF it TR, AL BHAERAMNE
BEWEMER, XHRERTR. 23 58EEEMEZFAZEA M, 6 B 095 E 732 K4
s ik, L HR DNA EZH (DNA recombination) , @i HHEFKWEBMEIR, THEREN &
R R STRA .

E¥#EFHNIIRIESRIER ZH, FHEEMRXER AR AK R B AR A B
Bro S, T BT 7 SR S BIRE 2 AR .
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24 B HE &, 8 5% (genetic disease) — 248 114K ) A5 5 40 i 5% 32 46 OF A 33 5 0 TR &
AR (BE W) RN —RER, RERBRERBEREMERRNRETERS —EMN G
Ebl B X BRAEEM G —-EN I RETERREFERMER. MERRESE S, #E
REBESE Y K BEEEAMUNE—SERORE W 5FARHRE - BERRPWERE. R
JE BRI, FHIE THREFRE¥H, BELEL MR ERES, hEX#
1% 9% B %7 ik B A BT IAR.,

OB TERIR R AE

EA—FMURERRENEELRERNRER. BT LA R EWRORES EF
LR LA :

1. #i#4# BERELTRZE—MBREEHEL# (vertical transmission) , M HFEH &
Bt B » QB Y e B A B RV R R KT I VR . EEA B MNRENIEE
AR RRPETUNES X EEANEERER, IR REEERFEEE BTFEATR
HEFER, BOREE A B E B 153 M RHE .

2. AARMAEEN BLREFOGREREAREREMAEE N, KL BRERD—EFR
AER - WELFRE—FEREERERER, BILNHANRERRAE“GH7ER, M Hun-
tington $EB% 5 J& — Fp SLAY ) Y 2 0k B MR AR BB R 35 F UG A AW

3. RAREHNR BEREHEAREENFA. KEMHRERWREFNEANRKER
$4£, 10 Huntington SRR ¥ RN ER S FRIARLHE.

4 RAAEXRBA R T AR BERHEERNERN+-FERG-RABHAE, K
R ERT FEIEREYRAERE SR MINEE ERERNBE.

5. FRAFRTHE—ZIHBA BERBEEERMFRPEEU—EHE WL
HEL BEES EFRAZEAE —ENBEXR HEABERMHELR.

6. —IFMARMEREHROBMES TP RAE —NAE L A BRRERK
BMEKX,

ToAE R —REWAAR BIERERRAEREN., BREEB IR L. EREHML
B M ARKEAZER . B8BTS J KRB, AKEH RSB (human prion diseases)
) e — o BE 38 15 B AL Y tE AR . B EB G BE (prion) L FR I B 5 | A% 8 1 it 2 B (prion
protein, PrP) , & — R REM A M E A K. BHETAN,PrP EERESFH PrP M4
RFBFESFEEMBEARNERITESETS ERMALMNBRRKEE  BELSFBURIIEEAL;
M4 RTEN PrP A IES R EAE A RAFEFAARPHEFEORBREERITEN
B, T LAZR N R N EAITERR.

BEIEFRANRBRER, DAEBEX U T IS . OBfER5ERERR kK E—8H
B L A R 2R B Ok BB R S5 KPR (congenital disease) . BA K BHRIEHRAERILL




1% # %F@W

T \ T ll(NH\

A B BB R R R SR B AN 254 (BB E B AR AN e K BRLSE L BSE R B R ER R IR 505
1] 4 e Y R 39 A 4 R PZ R 2 5 T (R SR L A R SR RO IR SR R E I B, 25 1R
BB AG =5 . Qe 5 FKIERPEER R « KRB (familial disease) B4 R I KK RE
AEHER M-I REFANNULRARE . RERZBMRERRAAE XK, BERK
WA R R . F—FKEHE DR i T AEE KO T L5IRE - FKEP 24
AR MK BT RZEAR ANE RSN HABRKEE. MEATFZ@RER
RIS 2R N R EERERE R MR aERRE. OBERSERERK: 5
KB (acquired disease) BIFR LM AN ER . ELUE XTI BPEHERWER. 5K
PR 25 O AR B AL YRR » WNAT R i 45 R R MG 45 5 IR A% R 2 N SE KRB (B R e R R
BoAE R EE —EFRA RAL K. MRFELSEE . BHE 0 S EHRK. Fﬁu IEPS
PR I AR A R L
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ANEBERPMEE L, BRI, BATBEHR LA BEMHLE AR 100 AR AN
B AR 3K 300~500 R, EIXTFE AR Z MB G, X —BREAKRE S, L
ARG tein MR AL R AEERGBRER . OMERERER . IMRREBRER. AW
REstemE; _RIEBBE I H#T L. AREXREERBREYRNRE TR KE
AL R BRER T MLLTE 53K,

1. 2 X FB HTFRNEEREEG]E KRR N HHFE A (monogenic diseases) , XFR

/R 8% £ 7% (Mendelian conditions) ., MEBUREF A RGEMEMNERNEBREXEREDY
KE]&‘MHJ%W%EEL HRMEERRBA QR A6 KRERES.

2. R&tkm WM TREEEERSEHSTEITGIE K ERK YA KK (chromosomal
disorder) . R4ERHROKKAR, X AEREAEBRMEREAER. REEFPERE LY
/2 Down 4 1E .

3. A AsAm HEXMECERMAEREEWEL TSR —BERRRNZEER
(polygenic disease) , X R % [H F 4% (multifactorial disorder), —$65EREGTE K& & UL, 10 & 11
E BEIRW%ER T2 EERK.

4. Kxkdlitbam B TRAIKNK DNA 2728 Bt 5 2 5 5 08 R 8 4B A 18t % 9% (mito-
chondrial genetic disorder) , 3 Bl & £ £& # /& (maternal inheritance) 45 4F , 41 Leber i /&%
PR 2295 RO LR 45

5. thmpe i hm  FRE R DNA 5% B 5| & B — 85 58 7R 8 74 40 i 18 15 9% (so-
matic cell genetic disorder) , 4% M MR . B 1ML . — L6 e RSB Fl S B BRBG TR 5 .
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L AXRBHBGRAERKEK 5 Verschuer GE3t, AR EARBI #Y 20 5 B K
HHARE 2 B7E 1958 4528 412 Fp, #IE 2012 48 9 7 6 H , E& A X & /R & (OMIM) ¥
PEIC B A S B P (MR B AR H iR 21 39170 (R 1-D  Hrh B A RS AR (R £ R
HINT 37213 T00ZFMERR A FHLHEZER 2 000EHEL R KL RTRFE) £ 1-2],
Hepl 300 MR EAEF ALBRMN.H 300 RMAEFENET. EALREE LB EMEY
EHEA12 00084, ZHEICRM ALK R AEFH (56 FE A 4 16 0005 (K EHE i #
1 000 /), ZREEMKH 100 ZF SXAEARTEAMTH LT,

£ 11 AXRERF(RIER) 0BG

wp | HRERBH | HREmmY | XES  |YES[REK /it & it
wE | kEE | mE KR we kiR WE | RiiE

1958 258 89 38 412 412
1966 269 568 237 294 68 51 574 913 1 487
1968 344 449 280 349 68 55 692 853 1 545
1971 415 528 365 418 86 64 866 1010 1 876
1975 583 635 166 481 93 78 1 142 1194 2 336
1978 736 753 521 596 107 98 1 364 1 447 2 811
1983 934 893 588 710 115 128 1637 1731 3 368
1986 1172 1 029 610 810 124 162 1 906 2 001 3 907
1988 1443 1114 626 851 139 171 2 208 2136 4 344
1990 1 864 1183 631 923 161 175 2 656 2 281 4 937
1992 3711 1631 368 5710
1994 4 457 1730 412 19 59 6 677
1998 8 005 495 27 60 8 587
2004 14 289 854 48 60 15 249
2007 17 212 1013 56 63 18 344
2011° 19 514 1158 59 65 20 796
2012% 20 093 1174 59 65 21391

ﬁi;”’ﬁ Verschuer(1958) % ¥}, H fth ¥ 8} # Mckusick(1998) ;@ 48 2004 4 3 A 31 H OMIM ¥k} ; 9 48
2007 4 12 f 31 H OMIM %k} V42 2011 4 8 A 27 H OMIM ¥k 48 2012 48 9 H 6 H OMIM %5k

®12 OMIM¥EESZITHAEFRREHERLERFOTLR(2012F£9A68)

% il Wik X %9 Y EB KRk it
EHFHCH A RERG#R 13 289 647 48 35 14 019
B A H 5 & R 142 5 0 2 149
SrFERE M. A RE R 3 261 263 4 28 3556
OTHEMAR BFERERRBSAA 1 626 134 5 0 1765
HAt, Rl TR R 1775 125 2 0 1902
Bt 20 093 1174 59 65 21 391
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