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-2 BEFHLENLRAEBESZESI

g ESBEEHED

E¥MIE%¥ (medical genetics) BE¥ 5BA¥MHEEH—T]
M%¥EH, BRBEFARERFZITHFPHNA.

B 1956 SEHRIESE ARSI & A 46 MREAKLIR, BE¥E
¥ O BRERENEE. B, ZOREMA3E (FISH) #41HRE%
2RETHHERT A, EXARBEESSFRE¥FNEGS, A
TEC B B M % (micro-dessection) B ¥, Y1 T § &K E X
WAL, M IARERX TS DNA PSS A INEE, X
BA BTN RERSIERGERRBEEBBNIAR, BdRE M
KRB (PCR). EEHMEL. B DNAWR S AN, EHHERE
Bk, REAURKESSHMTMABRKESSEMEREAH
(chip) %4 THEFEF B, AMUNBEMEER R LK 677 BB
BETHOESHMER, TETUSIRE-YEESTHEER
BRI A T, N E B FMERABR IR TR,

AR B AL 15 B LT 2 3484 B9 72 4 B3 4K /) DNA 43
FEEL, DNAD TEHFA SR TREKEETRBEEZMKY
SRMERETRAVEBELEH, HP 1| FEFRENRER (A)
WESH 1 & EEER (1) BX, MSER (G) SHER
(C) mext, Hit, AMIT, GH CEIFR M EABEERT, 76 DNA K
E, B3MESHBETRBEARSEIF (BBT) MAER—#
SEM, SRR DNA S THFNEERFEL, RBHRDE 1 KKEN
1 "DNA B FH BB REE, Ra4RE DNA (REIREFR) KR
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&, EFAB1IET (BTFEHET) F 2 ZFREHEK (auto-
some) Fl 1 &Yk (Sex-chromoseme), X 2 Y, B R 22+ X &
2+Y B — ARk A (chromoseme set), B W HAFH (haploid,
n), PAEELEEKK 2T DNA > FHRAEREA (genime), ARE
P4 DNA 3£ 478 30 {2 MR (bp), BT AF L HWER
SH~10A4ME, HRHE 2003 FEZEMWALERAFFNE R
BARERAREI T ~4 AN RBEARWER, U5 ALER
HEFIM1.1% ~1.4%, REAXERAFE 1.2 BTEEHE
ML A (single nucleotide polymorphism) ., 7E A 28 % B 4 # fF i 72
PHEEZSHFIIGERABRERLE, ENMIIEE (positional
cloning) FRERERMBEE H RN, FrABERBOBHHRER
PHEERAINEE, FUTAARERANSTERSHWMIIEEH
HH, XESEHRHTBEHEERF. B, B SRERBEMEE
EFEHERERBTR.

HEHEMEELR DNA H FEEFHBARFRETHE R, B MR mR-
NA, BRAREEREGREORMENR, H RNA & EEH &
BHNNEER, EERAEELERECST, BERZ (gene muta-
tion) Bl DNA > FHAHMEIRF R EE RN, LAFBUAREAR
MEREREEYE, BERBFENAR, kK ERA T 6EH R
R

Bk, ARERHELBBEYRFETRRED, FXRE
MR EHEIRAEBERR, 8MREETHEZIIRIESH
# DNA 4+ F (mtDNA) DIR & RE B BT A rRNA 1 t(RNA, mtD-
NA &4 16 500 MRESS, ARG HM AR C AL, NADH B
% 0AFHSEREREMRR AR, mDNA KR FH
—BWE RN BERERR. BTHFAS mDNA, BEibghiikiEREH
W Rk R L B EREN,

BEERRA SR S K, EHT—MERKBEERN, B
RERETCRTX S KEPHE %,
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1. Rl RBTERUREARLEHBER (F1) HE
FREMSIENER, REEKF -BAERZPEE, BhAars3
o BAMREEKREA 300 B, AR Y G ERREERAN T%oo
EREEE 3 MAMBRER™ P, REkBERY L ¥,

2. BEABLR RE-MIEERTEROER, H#
e e fERER, Ny RERXBEEHER. RERER
RBENESNE, GRS BEE. BHASRREHBMHRE,

(1) B8/, EYEAHAREEEES, REREES B
PIHEARNF LM, BSR4 R4 S A Ao R R e o ik
W—%&; MTRBREAK EWENERBBEZSE, EHAKRAE
BH2NHFMERTE 140 FTER, RE-BEEREFRTEH
SRR, XRESEH,

(2) AmAERH. EVEEMAREREES, ERERGHE
ZEIRZEEMLK, THFAE, BILAEG, XRZ2EHARH,

(3) HBIEBMATHAE. Fl—FKY Ak 3R e 2 % g7
—EH, W ESRE (linkage group)o FITRY @ik bR E
PIMHIEE AT, EAMARERSES, Y AR Bk
AT EAERS, TREFNESHEAEERAS, XREEZBMETHR
#.

BEFBEREEEFRAAR, T2 EREEKEH (AD).
WHEEBEYE (AR). XEZUBHMBHESEILE, BAWIAER
B3k 8 500 4,

3. EEEBRLR EAMXREREHE 100RUL, B
HBEERNARE—XFEN, MEJLNER, XHERMNBREER
R EE AR/, SR A EEE (minor gene), {H2 JLXTHUE
HEMENR, Ri-d i BRRBHN, XFBREHEREE R HZRF
BHEEMER,

4. BEERBER - XR-ARIFRHBER.

5. R LR 2 CHENERTREYENERE, B
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LT A R R E R 8 4% 5 Rk, (B 0k 40 A i AL B A e R
(clonality), HTERLAKH M &Y R RE N EERRE, SUBM
BT R MR 57 (somatic cell genetic disorders), A 4k 5% K B JE 75
B,

BASHBRERNIRERRME, BREEEROHEES, B
i, HEWBREAK, Bait, ARILEFY202EE68FH#
fewi. Mo, HET, B/EIT, SREAXNERBHE, QFEXH
OIER. KIREEAL., HGERE. FER. BRIL. BEK,
ERUEBMES, A5SERBERTEHBN 0%, SHHECER
MmMARMAEEEA M, 445 BEMBERT S8 70%,. KXBE
FUEHEMBERES T ESDILEEEN 30% 4 L, & RBERA
FRBHERAILERTHFERER, MLaTa, Z£LRLRERE
HEABRRBEE,

BERNEHOEEALHMEREE ., ¥HLKES —BK
WM EEH T, HHREHEFRARE¥RITE, mEakmy
BERE. KRS, BRSWETEHTEN.

Fefa AR A FFRE B3 7 (karyotype analysis), RHL R K
W EBEF . BETHE B EARK R K870 P 6k B4 5
RE MBS, BEERBAFMAAESHEAEKENSH
RELEARIE, ETURIAFOUEELESME, BEBEENELRA
R NS A R RARIT A BB L ERLE . EFRIER
fiZ438 (FISH) HARB EMN A TS G, FEHE e AR
BE@E P, FSHHEARERE, 2%, £2. ZBESE. R
HIREM A

HHEL W (gene diagnosis) ZFIF DNA ST EAREENEEK
- (DNA 2X RNA) KRB ERHEERE, EMERNLSE L
TEEHNETHENERMRR R, DMK IEE>~Y (B
EOR) HERMERSWTIEL LY, SIHERBETERRRE
LHiH R, HREELEH XA EELE (reverse diagnosis) o X—1i2
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