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Duchenne I fJL# 354 K (MIM 310 200) | ifil & 5% A (MIM 306 700) %5 ;@)Y 8l 1E, LN E R T Y Yeta
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&b EAECF S — R 4, JCKS 7 B 725 (MIM 415 000) ; LR A& S 15 9% , 2E K 5 {7 T miDNA |,
AT — R 5, W Leber 8t 1% ¥ A0 # £ %5 ( MIM 535 000 ) | & B8 H K bk B H# (MIM
580 000) %, Hpaj =@ Tt (g, AL B s & /R, AR F8 /R Sl % SR U 26 & F 4
it 5 38 4%

3. ZEABER ALMREFE L MR SR8 BRI & A AR RO — NS 3 E
PRSE Y, T B 251 DR b B B TR DR E 1Y, 3X BB R A 25 35k R 3 5% (polygenic disease ) , L0 |
RIS BEIRR A B e R MO AL e KM T3 S e . Horp, B 2L R gt
st (& MR SGR A% I BT A VR R INB , BR OO T8 ) ( minor gene) o 25 T AR 36 R A 1 FH R AR
Bk , AT LATE B —1~ B S () R AN, B R N 2800 (additive effect) 25 5 PR3t A% P 4R s ast 1% 996 A T B2
AL 52 3 Z Ao R s L S m R ), B F BEARAE R ENS S, i Fhgi e i A X E T
J% (multifactorial disease ,MF) . IT4FMBF R, ZRFH R Mol fEA EREMS 5, 05 103K 0K E A
R K I) APOE JERAE 5609 A HE 1 BT HOVE A 5 i RRARITAR DG ) MTHFR 55D 76 0 28 A ke R A=
H TR B

4. PRAMBAEIR VR I st % ) TR SO BT BB, R Ok A 441 D 35 4% 95 ( somattic cell disease ) .
FH TR R A M PN B A ) T R A R, B U T 52 BE ARG, — O A S LA R, s Fp b ya
) A FE TRV B R i AR 40l 8 B PR S R ey 0 o 3 PR AR A

L BRI

AL PEBR I A A T B —RE MR AE SR . 7 R A A FE A0 B 6 B A5 ) B R AR RV X P it A% ik
il ] e dk — 2 B 7 A B T ARZ B T4 08, A LA T —LE45 51

L BEAR SEREEMKE T REREARR R EERR —RTE BT Z R E H %% (ver-
tical transmission) . X ELf&i8 7E YRR & 07 AR b, anea$ig (BE) SE JF48 (BE) %, RIF L H
Rith, 2H A LB BIR R P E A HEACHA 5 32 R 5 006 T B A0 R U0, 4 H A 4 19 R bR AE
4 IGERE EESE P TR N R EBURER £ F R P ELE RTERIEE —MEA —
JUIA B TR E DR ST L R AE R IER K.

2. SERMEMAAEN o TRASHAN M S Y B 5 R ), R BOR AL PEBR R A e KA
LA, N REE IR H AR 2RI AR K FRE B AT LRSS EASER, Z46 (i)
AE B TE AR B2 R B 248 (BE) BAERSE . (AR BT B R R I8 e KA AR A1, a0 if A
A RBE — P LB R A B B i R AT, DK 20 %50 S WU B R L B AR LUS A R 5 T —
Le PR BE R 51 R BB , U0 PR S R SR 2 SR R U2 7 = BBUKR L A A B 3 9 IO U , AR R
FeRVER), HIAJR Tt o

3. FERRBME  th TR AR 1 KA T B — 8 B SR, SRR 1% Bl S 2 L —E iR 1%
7 G TIEAC, BT MR Z i A B TR A BA SRR ME I AF A, ANAEAE (BE) SE RS #i 2 RURE S5 o o R B
AFE—DREFAEZ MR Z R BREAVFZR IR TTZR L, AR N IR RE S , R
BAHCR . A—J7H, —LE PR R BB , GBS R Y 75 v FOR R B Z AR A B3
OB AE th AT AR B R AR ML B A, (EX e B AN R T i A5

4. BEBRFEERNFRPZ-EUFIHEA ARBBEWRE RS T RRAEEHILE &5,
A BIZ REEFR AN AARLUAFE e f H B, nH R ak B em BN T Raf —F8R
PRI 9 AU Y R et gt A B R UEEE AR 2 50 o @i T Al & bt A S A% i i AL
il , AT AR ZR X PR KB E A THE SR, LR S PR A g A A8 Lo
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= e A A R B IR I R  K &

B A ) A RRAE R i A Y BUR A T O, Pt s 2 b 32 B 45 M AR SE I R B9 R . AR
B 18t A FERE AN IE R R AEAS [R5 S Ak P IR RTINS TR, — ke g A i 7 0 3 36

L R emBFERRRE HATROITEE RN, X IB 5 4 s & R R PUE A, MR &
B R PRI R Z B A AR MM Ve o i, BR BEK AR T A 2Y R B BRI Ak R 287 R B, 12
AR F8 RN REN, EREGESIERM TRED 17— 21 SREMKFTE, M Tumer £ZE51EE
HFRED T —5& X REKSEN, fEX BRI A+, RN ZILTF TR,

2. RFERAMBERRRE, ARE— SR BENIER BTy, XERBHMLES
R HE A ) S AR AR G, (LS O B N 1) IMAR 5 Ao b 7 B LE IR N R 92 5 Bl , SN i SR AE
PR EALT 12q23. 2 ERRNERR BRIP4 RSN, BT B —E BIRN AR A 2 &0 ; #
EIHE-6-BR R I 28 ( GOPD) SR = AF ) & A BT B AL T Xq28 9 GOPD P K A RABHL , i 75 BAF AR LE
AP R GA 5 KBV EUE L0 R I RAE IR ; R P R H 0 SO PR T 2
{2 F mDNA _F ) 128 rRNA SRR A RAE i 5 B A @A KW A RES | N B4R 34, #E T
SR HEN KA.

3 ARBERFEARMAEEARONERR EXRBT B L AR IS N Z X A&
HEARA AR R (B BTRAE F B R/ INAIAS ], JHE g A TR R B A B9 R/ RO i 44 2R (heritability ) o 1140,
XA 0 BRUIE |38t 1 1 i 190 368 £ SRR T0% LA L, SERATE X LU H , 38 4% B Al o 0 1) K AR AR 3 T
RN 5 8 LR O S B R IRAE R 50% ~ 60% 5 S KA ERR |+ 16 i 5 55 1A 19 18
e R/NT 40% , Ui B FEX L 5 H PR 558 IR R BT /R TS R — 2

— RO (R th S MR N R S R Y, (B R B IS A B, A7 S AL G B i & 2R BR T
FE SR SN PEAL Y IR 2 81, e FE8 A% REORE B R 1 YU 1 5 Bk RN S e i B e 2 AR . B
an, ELL T 19q13.31 () PVR SN BLE T AR H 8K 5T 5 9 B SR L 1) B S 5 T RE A2 T 6423, 3 19
IFNGRI Z:H ) — RS AR R AE , A B T e — MR A X 25 00 5 I O AR 1

BT BEAMERYEREARNES

—H LK, REERAESAT R OB RS A DR MBOR, WA AT RIAEE T B 2
BT 4", Ui E A Do i K C 2R A B, E 4R N 0 R A i R A Pk
AR, Bl DA R 2 AR B0 5 R LA R B 7 IR 55 /KT RO 4 i, JEHR: A S IR A TR i e 1, 16 7 LA
R G R 1) %2 S PR U AR © A8 B 1 H 25 A B0 FE ] (8L 1) Isf 388 4 P 0 o 0 A\ 258 L) f 35 4D
AR AR A

L BT HAT, FE ARG G 2 Ik S8 10% ~ 15% , JH 244 50% 2 h & i@
PR ARSI R A, AR th B N 2 R SR R SR . K2 BOT —#%/5 84 A AN
1750 J fl o, 3 B A4 A e (o Al AR 5 R B9 B SR ™ BEGE 90 J7 ~ 130 T X Ridk % TR E /Y
BT .

2. WA HARBREMEYWNAANORRMEERRZ —, tFBUE IR W™ S
e BT LA SAE T E B RN o Bl 2 X S LR G P g A IR AN R R i, ) A R Xf
BLARIEAR B R NS B, [RII, R JL A At 45 FRBE FiAt i i UTE A dE . (b H Ak
BaBiR R (2012) ) MRHE R, B ATH E 1 A BEE B RN 5. 6%, Sttt F b SR A BRI
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AR . AR BOT — e EE B A AN D 1750 468, B8 58 1 A BREE U 100 75 61, 3 A i il
PREA S mT DL AR BRpE A 27 2 il, Hob e RO RS 238 () JBRESURMEIS R M2 8 B
B e RMERRUK JF48 (b ) st e threnn i E 3 BB AR LS A BT A9 RT 10 £, X 86 A Bk )L
K YA 30%AE 5 % RIBET:, 40% 45 4 A 5% ¥

3. REAFEREHET WA, REARTAIE 10 ANTFESEF RO, P UERES
TIE B Sz 9 R Fo e , B AT B8 2.3 J7 ~2. 5 J7 0, HL A= i R0 40 B 2 5 fEE s 100 12T

ST (mental retardation, MR ) JE 576 & & B 1 4 , — 8 o D e BA B4 T R K7, IR fEA
ERNAT ARG, X REmREAOZRMEERE, EREARBEENE KT ERESR 998 7,
Y 40% W Bost et N &, EEEIEA Ak ® SRR B ESA IR,

4. BEFSZERARERMREREE  HC GRS R BER b, BRZEUR I BEA LK
AN, QR P R PRAE 76 TR E R BF A & R 290 1/13 000, (B B hn 3 —i , il E AR A 4% ~ 8% 1)
N A B B B AL %

2 S DB ARR IR R R /0 | (E 2 B0 O BE A s SRR 8, A T HFE ABE A 15% ~20% ) N 3t
b 22 L PRI AE R BT R, 33 A o i I 575 e 20 A 008 PR AN 08 M VP IR R G i 55 A A IR E &
FED B A TR AR A, & R 25 iR 120 B K, 4 2003 4E ) SRR E. , 38 H 447 3 & Se KO
FE s R et 13 T 1], L AE i JR B Y S 22 o fR B R 126 {25t

b. MMERRE A MR 15 A iR e TR B RS R4k 264.85/100 000, HE 4r#, K E
2015 44587 AR I PR B 8L 429. 2 T, (5 BT &SRR B /) 22% , 4124 T K E & 12 000 4
JEAE s FEAEAL TR 1] 281. 4 J7 , [ 2 ERIBAEFL TR Y 27% , A0 4 T -4 K 7500 ASE T2 AE , 1 e i
RN 3R E 280 X AREPET R 2 5 — A sss . 3. E AR R I T 2 a5 ) 0 e g A vk A fidi
9 T R ANGS R K FOR M R 4 R RE R ) S B 63. 7% , BET R B o 4 [ R
KESET GBI 74. 5%

6. RGBT FEAREH, BME R Z BT BRME, it R SR 2Tk RI\FRMET,
NP A AR AT RERF A S~6 Nt FRA PN & , 1R KRG, (A A0k X s A F 5
B ) J5 0% 1% , X A2 18 1% 7 AT ( genetic load) o DA FE i B, | R & 230 #h ip v 22 1 i3 R A 1
Z— o A I B0 S AT B IR A N 8.53%, B -4 g 3R M BUR R H A B E LN
2.54% , HEAHFE 2 MRS ACEEAE S8 1 ARG E A M P A M SR L AR o R o rh A I 5
9000 1], 46 K 22 %508 JLTE R A S99l 1R o R /K b R A5 S Y B -th v g 43 1 £ L2 1000 4281, B 4E T &
AU B -Hb g B MR LAIIRYT B Rk 104200, 5 4h, 5 24 -6-1i R i S0 ( GOPD ) it = JiE Je i LG
Ve MR , FE TR A R A AR 2. 3%, R R AR RS, TR RSB AR R R .
Giit e RBRA DR B HERER 8. 98%, Wk ARE K 3.44% . fF GOPD =i 2 —Fh X 1484
AsEa AR AR, X2 BB E 1) L LB T e AR, X e L R E R R NA 172 ZRREyal
B AR RO Rl 15 B , AU P0G AR — R, XA O B R ARt AR . 0 ARE
HIIREE R & S E KA SRR T A TR B IS S, T AA RS R KA AR P &

B=EY BEFSESRFRBEEZERERE

1865 4, Mendel % 3% 1 & 2 B (R 2501850 ) , I 3dt AL bR i O B3t A4 R - IR GE 1Y), OF B 25
AL 7 B RN E AR, DU AR T YRGB AL, 382 T BUGR A2 R . (BR AN %
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cecs FE & ®
PSR IR, AT B T XA

RAE W A S Hippocrates YR, BEE 44 T X TRIRMERUR A IC 8., WE L 2EE S8k 7 IILHH
JE IR PRAGR AL " B o RHRMRAE 1B Ot A rT LUE M 2 200 | e, 2400 2 a2 PRk
b A AP L PE TR JE A 1k, 26 55 AT 46 T FIAL A9 MLAE , Bt 17 24 I 22 X6 1L A s 19 40 45
UNLE

1746 4, 1 [E A SR K Maupertuis 788 SCH ML 76T B R B (R IR RIS, b 0% 17 58K
FRAEHE A K AR R PRI % . Maupertuis 3£ X Ruhe KK 48 (BE) iESE1T T 5T, 5
IS B A S L PR T DA% 3 2248 (BiE) SEAR . Maupertuis B9 T4 1 YR 1 0 1E ] 4k 2 A A0 St s ¢
FHRAEPERT, B2 T Mendel %4 — /M4,

1794 4 Dalton #£— HH5 b i fh A0 fil BF B 6 FEL Gk ek« B ANBR R 20 €8 ) R 350 4 el 4 Xt
ook SRR SR TR A B A S E AU R MR BN A, IR AR A", )5
%, AT daltonism” —iRPR A A .

1803 4, Otto Xt — A AR A Hh M M08 A 4 28 R MGHEA TR 5 I TN A, a3k e b ot 1 s 6 5 i 55 1k
1813 4, Hay #2152 R 55 £ AT LUK b i i A R A% 45 AR 52 B4 )L, 1828 4F, Hopff 1 {8 1 1l A9 ™
— T Rt AR X B AT H MR

1871 4 {EEIRFLEE A Leber BHIRAFS 1 Leber it fE MR 2205 , fbfifiid T 4 DHREH I —LL4ER
KR R B B AH AR SR K 25 ST BRAR o Leber 38t 4% 14 ML A 2290 f5 SR A 7 & — R b3 4%

1875 4, Galton % BB XUA: B AR AR [R] (4 25 R BY , (EL7E AN ] f) B0 458 v A K HI T RE A AN [ i) R B A
it Galton [X 43T 48K 55 KM, Galton RAYGEIHHFHANIH N Z —, B UL RNH 2505 | i fe
F AL T FOCRE B B A UFREE . Galton 1842 HY T L4 % (eugenics ) BIMERS, B bRl i vt A=
B ARG ANLRBRIE R

1900 4,24 De Vries,Correns Fil Tschermak = {3 £} 5 43 Il 3 57 b #87 Z B T e /R E /5, A
Tt 1o P o o PR E R T A KA

1901 4, Landsteiner & 3B A [ 2 [ 69 100 W0HE i 2 AR R AR, OF U 45 7 T AR MY 3
A E A B Fl 031902 4E, Alfred von Decastello 1 Adriano Sturli % 31 T %8 4 Fpifi £ AB %, 1924 4,
Bernstein jiIEA ABO [fil %Y 57 — £ &7 % i L A FE il

1902 4 BE E W FHE A Garrod it PR BB RR PRAE HEAT T WIS , F-HE U 28 35 1 P o PR B 1 2 1 PR 11 P
=, Garrod 7347 T 4 MRBRIRIEER R, X 4 M HKELA 11 DEE, HPELH 3 MEERLE
RFGE X B R R RIEF 1, 3352 K Bateson 194271, Garrod I\ K R B RRPRAE L Fr b2
— o R B AL RO . 1908 4F, Garrod 4T Al Xof bR MR PRAE | D 2R PRAE . JWH PRAE F1 Ak B4 A
FEERICE AR T S R HEABHBRRE (inborn errors of metabolism) S, BE5E T A= fLigt A& 27 i B

1903 4, Farabee i@ i Xf — 4™ AR S BB FT 45 i A 46 (L) S MR, A~ & fE/R E BN
TP ARSI Y FEALRARGREER" . M (i) 525 — e B3 4 a0k B H0se i .

1903 4, Boveri 1 Sutton 5 H MBI 73 & I €0, 4% (1) %5 it 75 A= 5 40 D Hh ol 20— 2 78 5265 90 Hh R &
JRARECRL XA AR AN Mendel {5 B F AT M 82—, THRMASS R, B N Fatre e 6alk £,
AL TR AN R G £ A% P X 77 A BB AT THE S0 S 20 1) 94 435, T A R R A% 2 AR A R, 5k
J2& Boveri-Sutton {8 {K R & 211,

1909 4, Johannsen #% Mendel fiT$8 )38t % PR F 2l R 2 [ (gene) , IF 15 W45 B P B ( genotype ) 5
AR AL 454, T Y ( phenotype ) 48 FREE Sk 415 25 K BUAH B/ M6 12 1A 2 B MR

1910 4F- 72 47 , Morgan FIfth )25 A= FF 449 BSR4 ( Drosophila melanogaster) YER N is% )7 2, 3 th
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WAL T BRSNS B a  IESE T Y Bk R % iE . 1926 4, Morgan EL45 | Z4ER AT
FEBR, AR T (RIS —45, iR B f /R 8 B4R s AL = IO LUK I R G 45, HI R Be X 4 i
BRI A EE R BRE S T Wk, e s F R E e EE,

20 48 20 454X, Painter Fi| FHELL A ) ik X ZL a0 i S 0 AR A TIE AT, ik T HEPE R 2L 3h )
) XY Yefa RS GESCHEYE FIMEME L Sh A AR A e (A% H . 1923 4F | Painter #i € | AR YAk
HIECE & 48 4%, Bl 2n=48 X MEIRMLE L —H ] 30 ZEFARBUMIE,

1941 4, Beadle F1 Tatum 3§ iz % #H4E ik #2 5 ( Neurospora crassa) WIBFFE R H T “ — e Hl——14>
it fBt Ut

1944 4F | Avery MacLeod Fl McCarty 5¢ A% 1 fili 98 XUER B O AL 3256, T DNA 2 il 98 BREA F AL AL ]
BIFEA AT . SEFR L, BR/ZDEC RNA S50, B fs B A Y 08 5 9 i R & DNA

1949 4F  Pauling SEHF5Y T 1E & /M4 St 40 M 73 1 28 & FH0 A SR00R 440 B R A 4R = Fh 28 Y iy af 21
EAHHKIBENZESR B T 4 7% (molecular disease) B, 1956 4F, Ingram i 12 45 1 i “ F5 4C
B, WA BIRCR 40 A A A& A R R L B BRER P RREESE 6 (A B R R M E R T A IE W A AR, X
SR R — Rl & A R 4L

1952 4F 4B (TC Hsu) KB T FE QAR br A il & b 2 X EE KB IR0k, 1956 48, %A 2%
(JH Tjio) #1 Levan #fiiA T AZSIAR4H M (F 5 A Y A X H 2 46 5%, Bl 2n=46, 1959 4F Lejeune & HLIH[T
GARIERENERARNLLIER A2 T —4% 21 SRaEK XREALXERNE—FMLOEKEHR T SFEW
P99 ; Ford & B Turner LR AAE B E HA 1 5 X Yefafhk; Jacobs & B Klinefelter £5-5 fiF F8 35 1 1 Y2t (A 20
AR XXY, 1960 4F , 7£ 3 [E Denver 4 FF T — UK [l b4 M it & 22 20, BT BN T X T ARAF 245
Hrh Yo fkar Z ARt RGAERIL” , BI“ Denver {12 4 VA il 285 A B 04 b 72 01 58 35 | S 4 4 i 44
A N A st % 2 i 4 B E PR A", 75 & ISCN,

1953 4, Crick F1 Watson % 3 | DNA () SR IE L5 14, dn & & 47 Fst L = AR P 4. 1957 4,
Crick #2417 A0k, B isif4 {5 B DNA 1 RNA %38 8| & H k.

1953 4F , Bickel /A5 T il ik 45 il A P9 & BR A B B, A5 R0 Bk 3 T R PR R PRAE B ULAEAR . E AT, A
FFFR L7 B WA T IR B 2 S U B A Fidics Se KRR A & F- Bt 1961 4, Guthrie 5% %
TR REE , HIFRRTERT A L b AT A8 P R PR AE R O 2

1956 4, Fraser B W4 1“8 f% 5 B PE " A9 RE-E, 45 tH PO 7E I R b 22 BUAR LA 99 1) ] B2 pl A
() Féy gt % Al 5 B0

20 40 50 A, AT5E/E 0 T 3% 3 ML AR 68 U B T T MR BRER Al k= A B0, 11 = 5 2 25 )
PRV M2 BT G W -6- B AR IR BB = T B, 1959 4F, Vogel 4 tH 2449351 f% 2% ( pharmacogenetics ) (1) 4
&, FERMEEAEE B A R R AR 25 YA 6] RN s A L . 1997 48 34 T 259 3L R 4 °F
( pharmacogenomics ) iX — 8 , B AEHE K 24 KV BT A [E) A S A BERT 258 B0 22 57 i i A B

1960 4F , Nowell F1 Hungerford £ 154§ 40 il t4 (5 % 8 & P 45 50 8 Ph e fafA, 53 = A28 KAIE
T — R A e R S I AR S — AR SR Z R R R R

1961 4, Nirenberg & T 55—/ =BK{K” %57, 3 5 Khorana 4k 58 i T 430 & 69 F B9 B %
1964 4, Holley #fixE T tRNA )43 F 4544

1966 4, McKusick it T ¢ A @ fE/REL ) (MIM) — 45 3R T 24 B A 4 B 2 SRk o il 1938t 1%
RURHESHRE, 1987 48, 498 - &I &R E ¥ B (JHUSOM) ¥ B 7 A 2K o 18 /R 18 1% 7E 2k i
(OMIM) iy 345 (omim. org) . OMIM JZ AW BB 1 G F AN B B | 8t A5 B AR 1 E 3%, 0 56 v
H-RBK R, BT AT AR I A G5 A 2 R i 2 L T L
6




cccx g_ﬁ g ie

1966 4, Smith & 2 | BiIE 2" X ASARTE VARG 8 A& Mg s AR A PS5 0 W I 45 6 AR 1 &9 bl
il . BRAEC N — IR AR Rl A S (0 AL | R R B AL AL , LA B T 2% b 26 U A ik P
S R ERHE M EE G 1 2F R

1969 4§, 0'Brien WY 1" 778 2 M K AR 1785 & 1 Tay-Sachs i f& 1 TRZEC TR A BFET R,
FIF A T — R i A 5447 2 B9 MR X % . 1971 4F, Kaback 787 52 _E B KA 3 T £t X Tay-Sachs %
AOHETT A TAE . #5702 o] ORI S AR SR HE 78 20 045 8., JFFE Bl A s & i kg o 38
1o 38 A% i A 5 35 2 1), 2000 4F 3 (5 5 & K A KA, Tay-Sachs J5 i & 3080 T 90% LA |,

1970 4=, Smith % B T 55 —A~FR il 1 8 DI ; 1975 4, Southern #2357 T Southern E[Jif5 , 13 46 K fiff P Il
PRI A% ] 42 It 1O i £ R F- Bt 1978 4F, Kan 55 8 UOF| F BR il ¢ 1 Be < FE 2 8 ¥ (restriction
fragment length polymorphism, RFLP ) I Southern E[J3fF 4% A s Th s X itk 40 MO 73 1 3247 T F= iz i, 7181
T B AR RS W T I

1978 4, Boyer FI| FH % 5& R 40 18 & IR S 1 5 3 ARAG 802D , 3 T U I T 1l R AYT o

1986 4, Wilton FF4 1 52 %5 51 519 4 [ B K A BEAR , 6 08 358 12 14 95 (1946 A T2 B8 ( preimplantation
genetic diagnosis, PGD) il A AJE, 1990 4F , Handyside S5 763245 00 6 ~ 8 4 g [ BXali ik PCR §7488 Y 4u (o
R EE RS, X X EBURE R AR R I — X R IAHAT TR % 5E , % —A PCD B LA, X &
PGD HAR B BRI K o 1992 48, PGD HARE R FH T8 B 40 , (F — X #5417 A T 27 4R 1L B0
ERMREET —MEREIL. 1999 4, PCD AR H TR A HHEm N4, HAr,PGD HAC
J Iz N TR AR AR A AR AR A S PR TE N Y 100 250 A& 0 19 i 4

1988 4, Wallace % B mtDNA 11778A 245 F 3 T Leber 8t &1 M # 295 1Y & A4 , X 2 1 B4 A 19
mtDNA RAR5 I ALHR . BATE &AM 1 250 # mtDNA 48 (4 AR EMEH) ,5IEA
[7) 2 AU AR [] o 407 1) 25 Pt A M0

1990 4£ 9 A, 36 H [H 7 AT B (NIH) i Anderson %5 F1| F 52 % SR 8 BUA 54 8 ADA BRI X —A>
A ADA BRZHER 4 % L0 TR I EERIGYT . Anderson S84E 10 2 A WXL &7 T 74
B FEEIETT , BLIR P ADA 7KV H FOR B ZAH Y F IEH A M) 1% 8= 5 25% , 3X 28 59 1 3
RITE TR NG . 1991 4, EE B RFHEE ST AT A FO BH M) R 0w # 8k
FATERNRYT , B2 IR YT 4 i A B AE RIE R 1R B A B, B4 17 4ERfVT , R R BT
i Bl S g S -

20 42 90 44X, AZSHEH 4314 (HGP) 1 R — 301 [ PR M E IR b6 SE i, R e pl S T B PRk A2
FREAH L (HUGO) i [ Br A\ EE K 41 )5 U ELH (THGSC) , 2000 4 6 A ,IHGSC A AJEFEFH T
YEHEZE P ;2004 4F 10 H ,THGSC A A 7 AR R A Sk BP9 B 25 R R AR RH A4 H 28.5 12
BEEE , & 20 000~25 000 I

1993 4, Delhanty 255 2% Y R {37 2% 32 ( FISH ) $ AR 5 B F 48 A 11 18 1% 7 #F ( preimplantation genetic
screening, PGS) , FH LUK I AR il b A AERE A5 AR 2 5 . 1996 4F, PGS B AR FF 4 i Fl T Y ik 5 1 i i 2
2009 4, B T EOR Y PGS BARFFtH 0 T4 Fh I (o (K % 5 A . 2013 48, 3 — R P B AR FF 4R
N FAEART R AR AT A . Bl T R4 2REE AT 1 (WGA) 1) PGS AR LUK L %Ok
€ PCR(qPCR) £ AR C 40T LA R X} 24 Fh e A 4 30 47 1845 704 o

(BRR)



-7 ZEREE

. R 2 R i

BB EZ AR TE KR - A8 - EERK(1822—1884) B iX — | JEH B AW AR BEEE N . 1865
858 T 8 NMEBHFEBIE, SRR T ARG EANE, IFRE THERNEERRKX. A
15 PR A B /RS —E A AN R e e M B E A A g E . EfER
TV BRI EA R, BT 1910 4 5507 - 45 - BERIRFEXHRIBAB ST A B 1 B i
SER . X =AML S AJB L7 3 TR .

L SEAR EEBREERA BRI, XA PR B R 2 5 1) — X PR RO H X R
FAXFHEAR b i) AR 32 B RE I ], Bt ER o — XF A S R bE R R g . Je SRR R B R 1
PRI RIPEAR o o R A A0 o X A7 , 7ETE U 1, B2 e 70 0, BE AR T4 . F, ARLL 3 R4k
1 B e il o 2, P 2-1 R o PR 0 S A A8 e B AR

F& (P) fm . E”ﬁ

TN ONNO
F—R (F)) Q ak x zm

g 0 0 ‘

172 12 12 2

e @ee (D Dea (Do
1/4

1/4 1/4 174

F2EHAIL,  CCl1:Ce2:ccl
FRELL a3 : Akl

2-1 EERRIFTRBS BRI



