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S2MFENHENELTED 2 5. BKEREFNZHIIBVTE, BEN) XA 22527 XTORRHDAA
PEADTFGA Ny —2ZE L LCTHEYAZZBHPZTONLLHIBELAThE RS %, (3) #EE
HREZPPZATVIALICKRLT, TOBECHMEZEFTEZSLDCEHAL, HENICHE T3 &
HFIEBNT B, DO ANAIZE o TEMEHRONE T THHEM LIS WHRENS W, ZRITZ THERE
EENRMERS SICHEB LIS W EDRS W, BMTE5 L) 8% - ZHEZHWTHHL, BIEMH
EEAHMLTLD ) LIRAROB N Z4TH. TR L7 L THBRICHE - T8)T& 5 X H123k#&
T5 2 ENRREEZORKHETSH 5.

WX TIE, BEFOEBAROEN, BWERBEZOEBLBEAY Y2 Y7220 TR L. X
FIRIREBREBRLZTNWELL2VWEHHETH 5.

BIEFOERME

1. 9FE15¥ (human molecular genetics)

H1Z ! DNA - RNA 2708, BEFO#EE E#EE, DNA DEREBE, BEFOEE - X712
T BIRODFHEE, 9 FEEETCHEAINIEEDER, BEFEEOESHRME TORERE, EE
FRETEOEIE%IBHF T 3.

1.1 4/ L, DNA - RNA QOigs, #EFOER

(1) 7/ 4L, »EEWOEET DNA HKRGEZ T / L (genome) & LT, e baNTOAL FH72DH
3X10°WEN DY ) A% o, Ml B L, HEOHEICHLL, HHOBRKIGEETE S X
T AT RTIOF ) 2OHICHAARATNR TV S, BEEBRORS - & ICH L CEELRMH
XL TWwbHDIE, DNA &£ RNA &) 2 OB (nucleic acid) TH 5.

(2) DNA (deoxyribonucleic acid) %1, FAF T UKR—Z2LWH L) VB TREK S /2524
HHOEEIFHALTBY, 2AK0MIEELZES EABE (double helix) 2L TW5A, 7%
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(3

(4)

FIUNVR—REY) VEBHIPOLLLEMKIE, C5 DY VEEE C3 OABEI(CS R C3 IXFFHF VY K—
ADRBRFDHFGTZRT)VBHRARTIZAT VAL DTH S, DNA 51O Dl C5
WKHELREY) VBTHY 6", ) —HidC3 KA LKBRIEE &0 (3 kW), DNA 47
OHEEEFETHI LDV TES. DNA O 2 KADOFIZH VIO H 2o, HiEEF++ ¥
YR—=ZD CU'IZHEE L, DNA S TOWNHNIHE L, KEFGICX D IEES (base pair) 2T L
Twa, JHEDIBTTF=r (A) L77=V (G) B7) VHEETHY, Yb¥¥ (O EF3I ¥
(T) BEYITVVHEETHS., GERUTCLHER Bo0kLEME) L, ABLTTERHSE 2
DOKFEME) L, DNA @ 2 K IZ H WICHE#HRY (complementary) Th 5. Hl21E, —H D
5'-GCATCATG-3" Thhid, fiFid 5-CATGATGC-3' £ 7 %. DNA 3 ZDEHIOR#E» S, RE
B3l (repeated sequences) & 1= — %~ HE%] (unique sequences) 2S5, ERIEY J A
OHZES 3L (7 22D 75% 2 i b)), BEILT, ZoRED HAWHLrcEh Ty
v, == H (57 220 25% % 5o 5b) 121 mRNA KBS WA RHAE TN 5.
RNA (ribonucleic acid) 4 ¥ 1% DNA - FICEB L T2 2, Ol A TH S, Q) K—2TH
5, @FIYOPbYITT TN (U) LT 5HA DNA 57 7L R b, #BiEZT DNA »HEE
(transcription) X172 messenger RNA (mRNA) 1, BIEFOHFERE 7 v 32 EDT 3 ) BRG]
AR T A1%E % H7- L, transfer RNA (tRNA) 3% ¥ 7827 ZIZBIER (translation) Sh s L X
WCEELRGFTHS.

BIEF (gene) ¥, & FTIEDNA THER SN THBY, ZOWEERINIT I/ BENZa—FLT
Wa, TIIBIrOESNIRUNTF R (polypeptide) 3HE S 87 HReWEL 20, ko
TEEZBHEZZT-oTw5, ¥ Y378 % 32— FLTW5HEETIZEBEEEF (structural gene) &
LiEhs, BETFTOSMICIE, 7OF—4%— (promoter) & X I BHEEEFHH H, mRNA
DERPHBIFREZHWL TS, FOE—% —I121%, TATA box, GCbox, CAAT box 72 XA
LM TWwab., T2/\H— (enhancer) 13, BB TEEICHAET 2HEERST, BEFOEEZE
DB L) IHEHT 5. BERBRV»SBRAOLZ Y Y OF i T% leader BEF L W5, T7V >
(exon)iZ, hnRNA WCIZIEEENBENBA T4 Y v FICE W BRESNEWEXRYT, ¥ v 28
WCHERE Al E a—FLTWwA, 4> O (intron) 1&, hnRNA I2IZEEENBEBRA T T4
VYT YVBRESNDHEERSITH Y, ¥y BCHRE R, BREOZZ Y Y OEEND
KU AT —JV (polyA tail) {75 F T%, trailer FBFlE V9. K A FFEEBLO 10-30 HEHxt
EHRIZRY AN FF IV (polyadenylation signal) 2SfEfET 5. /NI X F —E > 7 &EF (house-
keeping genes) IZMLDMEFFICUELREZEZ I—FLTHY, FOTFIE—F —FHIRITIZ5-CP-3
FCHIASEBHEEICBIZE S, CpG 774 5> KN (CpGisland) & XN 5. BEEF (pseudogene) i,
BZOLAPOTEBEL TV ABIEZTTH o722, #BILOBRTEETFEDELTDY V2B %
ENZL BB L) BRERERERILLEDDEZLZONTWVS,

1.2 DNA OEBEEE

1)

DNA OEH. MEOFRoROm FREL S ) 1213 XCTo 4 /7 4 DNA HES (replication)
ENs, BEFIZATNTOLHBIE S BOMICER S, BETFPHIVEIATVERVE
BWIX SHIBICHEE S, vV X T7THBRIISABHICHEBE SN S, BHEBEBAICHE VT DNA
5T D 2K H DNAANY H—+ (DNA helicase) EWIHIFEHRICL VTN, Z0O 1 KA &
7D F L DNA $H2°DNA R X 5 —+ (DNA polymerase) & WIH BZEIZI DB IS, 20
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(2)

X BAMAICE S THEENS DNA2AHOI B, 1 KD LD DNA, 1 RiZF LGRS
DNA %D T, HF{R¥FHY (semiconservative) EH L vwbh 3, A RmoOHERIIFTOXT—H
(telomerase) &\ ) BEFE Z A LT, # 0 R LAY (5-GGGTTA-3' ) R L THEZIT> TV 5.
ZDOF x5 —+¥iE RNA $8 (3-AAUCCCAAU-5") % & tr ribonucleoprotein T 1), DNA K
DRV ELEINCKEAL, OBELEYZTHSICEREL, DNAKRKY AF—EIZIDHEBL TS,
DNA OfE{E. DNA OBROBRICBOTHLBE TR LHEENHFAINL I LABH D, L b
OMMBICZZNLOHEDBRY 2RO, BET L VAT ANHFAET S (DNAEE - DNA re-
pair)., Ro72EEZELDNAZ LY FX 27 LT —EICXEREL, MAISHE D LI DNA KV
A5 —FELDNA Y —FICLOBETLIEHNTE (BREIEHE - excision repair), BHEICHED S
BENHZBERRZL LA RIMEEEOEY 322 2 B (pyrimidine dimers) R EEE
% (@ : ¥ b ® deamination I2TY I Y VIR 5)DE IO REBEI TS, DNA HE
RRICRAETRHEEDI AT v FIX, ZOH oL bIEEHED GATC KFIT DNA Sz Yl LIBHE$ 5
S EMNTED (I AV Y FEE - mismatch repair). F 72, DNA 2 KA 2 2 -5 & 13HHF
Yeta KD IERV ZFH L TBET A PN TE S (R A 818 - post-replication repair).

1.3 BEFOGEEIOwY 2T, BIREFCNIEEER

LI B W T DNA-RNA-RUNRTF RO FHICHRIMEDb L LI MEZ > PTILR T T (cen-
tral dogma) & k&, AEMKICE ) BEELHE S V7 HRBELE X1 DU EORY XTF FH HHEK X
hTHY, TORYXRTF FHIE mRNA FOEHRZD LTI/ BIrH2L bM3,

(1)

BIZFOEEE RNA 7Ot 2T, FuE— ¥ —EHIZEBREF (transcription factor) 2%k & L,
RNA KU X5 —+ (RNA polymerase) P EERIIAERAI (transcription initiation site) 7> H¥EE %
B4 L, heterogenous nuclear RNA (hnRNA) #& K3 5. 2@ hnRNA 1%, leader B, =72
VY, 4 v ra Yy, trailer AP SR SN S, BIZT DNA OT ¥ F& ¥ X5 RNA SR OH K
L (BEE$Y - template strand) %0, & ¥ A FIEESH (coding strand) &% 5%, & M
BUIBEERTOY 7 F VIO Twiw, 5 &7 hnRNA X7 0O+ > 7 (process-
ing) 2WVWIHBMRICEY mRNA &% 5. Futy v 7#igiE, $+v 7#HE (cap structure) Off
, RY AF—IU (poly-A tail) DfM, RFTZ4 2% (splicing) 2SR S 5. Leader ALY
DS PP T-AFN T T =AM MEN(F v v THEE), trailer BEFIO 3" JIZEY A 7 — V0
EhaZkicky, ZORNA 3&EfLL, HHZEIEZ%5 mRNA ThHhoEERINE LIRS,
A rarERELIZV VRERETIRBERATIA VLV, £ VbR YD 5 X GT
THE Y A TS5 4 X NF—EBHL (donor site) & W\, 3 HiE AG TRT LA S AT €T 52—
BRI (acceptersite) &), AT IFA Y VT KF—/T o7 —HUODERIZLIDBATSIA V¥
FREMIZBEINA TS,

BiRESUNVBEARE. BEBXIVP /0ty v 712X ) TE7: mRNA BE»SMBEHNO YU K
Y — L (ribosome) ~“BH L, ZZTRIUXRTF FIZHREN S, mRNA Lo 3 EEACS (triplet)
B12o0T7 I/ BEBELTEY, Co3HERSIOZLEZARNY (codon) &), I FYDIHBH
1FZHL 2HFHOBEKIINIETE27 I/ BeRET S LTHETHSD, 3IFHOWRKIIS I EE
BHDONRAE, ThZhOT I JBIZtRNA CHAKALTED, tRNA DT ¥ F3 F ¥ (antico-
don) l¥ mRNA Lo a K X IZHENTH 5720, mRNA OFERIHEVWRY R FF FHEMET L
ENHETH 5. BRI AUG (BIERBIIEA) 6 F 0, ChidAFF =2 a—FLEKRYAX
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T7FFONKEZREL TS LFARFICHEARY B (reading frame) bHEL TV 5. BIL
mRNA O 5" RK¥aA S L, 3 HHNHETL, 5 KAY Y N7 EDOT I 7 KWIZ, mRNA D 3’
RIGDS YR BDHNEF VHRBHE L TWE, X7F FERAPEIET RS (UGA, UAG,
UAA) I THEE, RURTF PP RV —LhoMhs. RYRTF FIBEERZELSE, 53
SELBHZZTITY ORI EICER S,

1.4 HHRREHA (cell cycle)

t b ORI, MOMIBAGWS 2 RREAF (growth factor) MBS hAlAS 2475 . ZoMaN
Tld, proto-oncogene signal transduction cascade A5iFt# b 2L 5. MIMLE M i cyclin-dependent pro-
tein kinase (CDKs) & Z® cofactor T 5 cyelin 2k D IS h T3,

GUMIZ MM & SHOMICAE L, DNA OF#Y ol & BE, MEASEOERICHTONS (G
check point). DNA D45 LR p53 DIEHEABM L, cyclin-CDK BAKDIHEE2HEL, Ml
ZGLIICEEDTBLEHNIILT VA, p53 EEIMET LTWwWBIRETIZ, DNA OZRIER Ligkd
SURENEA R 2 5. GlLHOMBEA R S RERF ORI %213 %2\ & GOMIZ A %. Retinoblastoma
protein (Rb) i, mitosis suppressor protein D—Ffi T, Mla%E GO ML LHTHEL L IZHELTW2,
SHIZBWT DNA BB S h, ke E (sister chromatid) 2R EH 5, G2ZHIZSHE M B0
FICHLE L, DNA OBEBAGELETH 2 D HELT 5720125 T HN TV 2 (G2 check point). M B L4 %
BIH8 (interphase) & & .&.

1.5 BEFER

BEFVHEEN L ZEB I THRELZZER (mutation) & V925, —BENEZLREZRICET RV, b
FOT 7 ATREISELHMEOERLERED A A= ZLNHEEIA TS, ERIGBET OB Z1L
SEROHPHEEZET S5 (HEERARTER) CENEFLALTHLA, & XICIIBEIKET 2 (8
FERRRER) CLdbhd. ZRLAEETIESRE, Yoty r 7#f, SREeRcEE:5%, ¥
YN EDEN, BRNELE X727,

() R& (deletion). BIEFO—HMHERBLEEIKELTVWIER, KELXEIFRHEEY (un-
even crossing over) R ERERABARORBIED L X2 ITRET S, REDOKX SN 3OEKTH
WEERTFVYDORY ) THRVEZATRESRET B L, BEFOHRARY 2 ELL, 3 HO
TIVBENEES RLLD0L LY, SHIELOEEELETI FYBREL, Radhy v8y
HPEEINDILILRD, CO0X)RERETL—LY 7 NER (frame shift mutation) & W5 .
AT BAEALR S, REBOMYDT I VBIARE LI BE2 A TU—LERE VS,

(2) E# (duplication). BEZTD—#ERELARPEHELCVIER, FAHELRIOL X I2RET 2.
REELFBRT V=AY T MCXYRER RS YR BNEESNS,

(3) & A (insertion). DNA FREFIAMUDBFICIFEASIND Z & TRE L BETER. DNA BFORE)
REFOL FTHRELTVRHKTH S, BETICHBEEZLILEREZLOATVLS,

(4) RZER (point mutation)., —2DDIEHAMDIEIEIC B (substitution) SHNLR., 7Y L HHEF
LRE) IVVEEFNLOEWREZ FS Y Y a3 (transition) LW\, S VHEEISEY I VY
BROBRPZOMOBEHRE T2 Z/N—T 3 (transversion) &9, 18RS - A EHE
RIIED25E3H5. 1HEOBER - HA - KEI1ZDNA BHRBRCHIEETRET BT
bHb. HERODEILIF VL 22 ERZF 12 ZFR (nonsense mutation) &5, HER
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XV ROT IV BERETLIIFVICE LT AEREZ I Xt AER (missense mutation) & W
3. F U EOWERICEERFMICRELLLEICEE D LbhE, NERIZLVIF VI
AL, 73 BICEBARROWGZVWERZY AL FER (silent mutation) &9,

(5) EEHEHSBHENDER (transcription mutation), 7TE—F —OERICL VEER T2 LICL
Y, BESNE Y YRZEORFHIT 5.

(6) RNA 7Ot JICEETAER. R 7FAARNF—/ATIARAT 7Ty —HLOERICL
D, AFF4 TV FEEANELEY, FRCHLbAZVT S, ok, BIREhATI /&
FHICBE - ARBSDBTERY, 7L —L Y7 bBELY, RELCROVALESR mRNA 2MES
NERHIZHRENTDT D, Chid XRT54 2 JER (RNA splicing mutation) &9, £D
i, nhRNA OBHOBM_OERIZE D F v v THEFINE Vb ORKRY A FFMEELOZ
RICEDEY A F =AM ENRZVERDBEIN TS,

(7) 3EERERFIOMHE (expansion of triplet repeats). x5 B <0 x5 i #i FUR O 3 3 2L SAHALH
OMEDFRB(HEERE YA b7 14—, Ny F ¥ b BRI, X RadtaErbmahgERs) o
FAE L B LTV 5,

1.6 DNA %%l

%84 (polymorphism) & 13, #HHICRWZEEN 2 2 0P LOBIRFEMICR 2L RBBT, HOMED
DTHEREROB Y EL CHMERTELRVIEILOHETBE5ILE V). HLBETORREROH
BE ISR S TR A VOT, EBEIZE, %L 2 001 OBEZRTEZONLEETFIIZR LA
hEND. ZRRRBEESNZVIEBTEBESNS, TRXTOLHIZDNA DELE L b %A,
OFEBEW L LT DNA RAIOZE(L, ¥ v 87 BAoE Gisdk, BEEEN), WRER?DH%. DNA SR
BN HEICD ESVTHHERTEY, Z0H)bHHALIOZUTICHET S,

(1) RFLP (restriction fragment length polymorphism). lFREEE OYIRTERAL O - sl i3 2z AR
L7=5hrek. Wi EoOB{beildkid, ¥y 7ay bEE I3 PCRETHISRTE 5, MM 8
fZF< vV ZIRSHHEN TV S,

(2) VNTR (variable number of tandem repeats). 4\ 3EFEEHIO# Y & LK DjE % RFLP 3 THOHT
T2 2EERERSSE L 3EERFERIISEL VD 5.

(3) I=HF54 +F%E, Minisatellite DNA i3, £ ¥ b X770 X7 OIHITDH 5 7 MHMHT T
BAEHTIERZVA, BAROBEVERX WD, ZOEMIIDNA 71 »H—FYU 2+ (DNA fin-
ger print) IZIGHTE 5.

(4) T4 204554 b%8, Microsatellite DNA 3%/ A &KL A L, TOER LT H%E
BEETOBBICEHINA TV S,

(5) SNP (single nucleotide polymorphism). #1000 %3&iC 1 OBETR LN 1EEDOZ R,

1.7 BIETFHEENEBEFIHE
(1) #HAH#Z DNA 5T
(a) HIBREEE (restriction enzyme) I 2 484 DNA % 4% 5@ OHIERFI A T L, BRI NAME
Mz shTws, BlziE, WEREE EcoRI I ABH (Escherichia coli) 2> 58S 1,
GAATTC &\ 5 HiBEEHICC 2 488 DNA 22U 5. C OBEEWI O KR IX 1 AP O K 2z
Fm (sticky end) L, [ Ut CHINT X7z DNA OE&E %123, DNA O #ifid DNA
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') 7i—+t (DNA ligase) I & D fibh 5. HIBREEHFICIE, 4 HEERG 2L 7 2 DNA 25
U2 b0%, 8HMEEVZEBLBBENCUKT2L005 5.

(b) #H#A DNA OER, HIREER X7/ 2720 SAFED DNA Wi 28 ) T 220 iivoh s, o

? DNA BiF 2 KERISHET 27201218, HEICEHBET 280 % b 5722 42— (vector) 2
MAAN, #HAHZ DNA (recombinant DNA) ZERT 2 0EHNH 2. Bd—RIHEbhTw
BR7 5 —i%, FZ7AIF (plasmid) L/875F U 47 7—% (bacteriophage) Thb. 77 A
I FEE, BOLICHERS 5 ERAAUADORIK DNA 57T, MIBohCcHET 2. Wty
I REFIHART R TVE D2 MAREZ DNAEBIZHWS, X257 7 — Vi34
WDIANATHE. HAEDDNAKIKFZINLORY ¥ —ITHARAAR, MIANTHEHRET S
CEREY, ML BEFHEDBN T 5 LA TES. £ DyO—- 21L& Nh7z4 / 4 DNA
Wi &b T, ¥/ LDNAS4 75U~ (genomic DNA library) Z2{ERTX 5.

(c) 1E#M DNA OB, mRNA 2RI L TH Y TAT 794 v — L BEEBE (reverse tran-

scriptase) ZH\WT, RNA-DNA @ 2 R Z/E83 5. RNA DA% RNAase 72137V HY)
WCTHL, DNAKRY AT —E&HWT 2 K DOEHME DNA (cDNA) #4832, HE 4
BEIEFARBEBL TV 248k - Milas 5> mRNA ZHi L, ¢cDNA 541 75U — (cDNA li-
brary) Z{EETX 3%,

(d 78—Z2TOX7 82—, 7523 FTHERWIZZ o — L TE 2 DNA B i3# 8kb ML F T

>

>

»
(2)

b2V, LTORY & —i3L ) K& DNA WK - Setafkiii 2 7 u— ML TE 2. KEWillE
T =PRI EDILLETATI) —DRERDERLIENTEL I EDBFLT
5.

dZ3IF (cosmid) 40 kbp OWiH F THL Y AD 5.,

KEBEALIREHF (BAC - bacterial artificial chromosome) 300 kbp ¥ TOR K #H 0 Ao 5.
BBATRER (YAC - yeast artificial chromosome) 600 2*5 1400 kbp OB 2BV A% 5.

BEFHA. BIETFORBOMAM L MRORBRRE W2 7201213, BETHEAORILETDH

5., CORTRBIEFZHALT, #IET ORI (MRNA OFEA) & & V87 BOBRAEZ BT 5.

(@) BIEFEAOHE ZLSELBETILGEETO—-HEMBAICVRZIEE RS2 R

= VVVY

7 173 (transfection) &9, F72, ZOHEICE ) EDRREFMRICE LWEE S5
R5AZ L aREEmiR (transformation) &\ 9.
U Y MEA VY7 AT DNA % PR S8 CTHAMICINY A $ 42 )i
ILybORL—Y 3k
X447 1723 ER TN~ EET 2 EAT S ik
L bOJA1IVR (retrovirus) %5 HE

) M52 RT 1=y 777 X (transgenic mouse). THEIIDHEVERIAEIC 2 10— 2 {L L 7= DNA %1k
ATBHILIZIVERTES, HALZDNARSRYRY I ADT ¥ AL EMICHART R
. HFEHIIZIEA L7: DNA & T M2 LA L Tw 5, BIEIZRMEMIE (embryonal
stem cell - ES cell) 12543 DNA 27 EALTHERLTW 5,
54K DNA GRIZT) % b o A0 L4 OB - BIESTEkTHY, Z20RETFOEHE %
MBI ENRTE S,
t FORBEHERERTEHARRINZL X2, 2ORET2EALTCRKTLA0HET L L
NTEB,
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»
»

HAMERE 50%1-2%

L rORBEFVERD, BREORRCAMTHS.

BEOBETIF @I EVEICLEIN S YAV IRTADILE/ VI TFIIYIR
(knock out mouse) & X &, BHEDBETFZRALWVEORZET LIRBEET LMK AR 2B
ZL, AkEETEMAALRRE, ¥Y—22—5 T 127 (genetargeting) &\ 9.

(3) BIGFDAFGE

(a)

(b)

(c)

(d)

(e)

#4270y bEHF (Southern blotting) . %7/ 2 DNA % HllREEZ CTUIlT L, 4 U7: DNA Wik
2 VESRKBICTHFORE S THHET S, RIS, = baero—XBRICBL, FkS
h7270—7 (probe) ZHWTNAS FUH L E— 3> (hybridization) 3%. DNA Wi o9
4,7 —7 L HEN A % 2 DNA B 20 8 Eh b, 7 ey MEIZX % DNA
Wi OSMENY — VB EEDLDERBT A LICE T, BERTHLLERZROITLHI LN
T&5%. KEBRERHA - BHIZDNAKWHOF AL ZOEICLVRIBTHIENTES. &
BIZX 0 BIREEEOYR M AZL L2 5E 21 DNA BT O 4 XOELIC L YRS S Z
LHRTE L. HIBEESZHE (restriction map) & 1& DNA _EICHIBREEE OISR L CTdH % e
HoZETHb.

J Y70y FMEH (Northern blotting) 1X, N4 7Y ¥4 ¥— a3 YIZ& o THED RNA 7+
ZHOFADOFFE Ty MIEM LT Oy bERITH S, CDHEE, mRNA ORBRO
HEERBEZBHTACLICEICHHSATVS, BETFERICEY, mRNA SRR I W R
Potzl), 4 ZORL S mRNA BEAENLZEDH Y, BETEROBHBICHAMHTLZ L
NTE5,

PCR (polymerase chain reaction) . # U X% L #F K (oligonucleotide) TT&E 72771 ~¥—
DNA (primer) LB FTH M < Tag DNA KU X5 —E& T, HME$% DNA ¥z 5
B CHEST 5 7. 2 A8 DNA O#2M (denaturing), MEEONAL TV F L ¥—Ta ¥
(annealing), DNA ®Ofii (DNA extension) ® 3 DDB\BEN L5, #YETH A 7 VEILHE
o040 HTHBH. TIA—IHMLFAERL, NV FO—-LA (palindrome) K LWV &9
P23, WIREWIZ, RFLP ¥, ASO i, HHEEREMRELZEICLVMITTHI LA TE 5.
RFLP B2 oW Tk L7225, ASO (allele specific oligonucleotide) %1%, PCR Wi 2% &
1520 RN CTE BRI O —TENA TV A ¥ -V 3 v §HHETHSH. @UREHEH
EThuE, 1EEOBENTINTI LA E—Ya v LEWEDEREZRINTLI LN TES. @
4, ZR DNA I[CHI#iNZAZ 70— 7 L IE% DNA ICH#iNE 7o — 70 2 R 5.

SSCP %L DGGE . KREREHEN L) hKE LBIZTERRCHRBERE QUM BRI 2 2L S ¢
BIDGEERIVF YTy MNETRBNTAIENTE 2%, HERORSBIHFADHERS
WlETH 5. 1 A3 DNA 54510 (/M L 72 DNA X, 150w T BRKE OB
EMNMB S L ZFH L2 HED, SSCP (single-strand conformation polymorphism) i% & DGGE
(denaturing gradient gel electrophoresis) & THh 5. STh OO BE, KELBEFHLHEER
BAZ)—= v 7T HDICTRTVAED, WROELVBIZTFERTHLDHNSNP THEHD
PHMT B EBTE VD, UTOWRERSREDLETHS.

DNA B EEF|RE. SangerZEDNAKY 25— € LAMBOTFTAF VX7 VA FF
(dATP, dTTP, dGTP, dCTP) £ ¥F# %> X7 L 4 F K (dideoxynucleotide) % %}k
<&, Maxam-Gilbert 3:13{b ¥ 5 REEZH VL HETH 5.
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2. Hfik#EEY (cytogenetics)

BE I FROREBHBOSEORE, REFORE, TLREERELTORERE, LaEOMTED
RER, BEOELVREICOWVWTERET 3.

2.1 HREIRELEHIE
M7 RICIEARTREBEGRE VD) 2O AN D 5.

FRAPH (mitosis) 13 1 HOMMEA SBIZMICBMBL 2L FAL 2HMoMBZ EAM L, KM 46
AOREAEFTNCTERHOILIIL D, COFRGEICED, 1HOZHEIFH,S 10" HoOMB,S %5 b
oL DREEND. ARSRIMBABO—-HTHY, FM, i, Y, KO 4T 52 LT
&5,
(1) #7#8 (prophase). 7 = F 2%k L, Mitkd kAR Sh, BEIHET 5.
(2) *#A(metaphase). FefafkiZ X SICHM L, MBOPRABE L, KRfafkot s a7 LHk
OWBIZHFEALETHE Y P+ — VO DHES TRITN S,

(3) %8 (anaphase). Ffas ks dEL, MO MB~BBIBGT 5.

(4) #H#8 (telophase). Wi¥lZHE) L7z & etafhiZ Bt RB2 MR L, BEAMBL, MBS REKRT
T 5.

W AE (meiosis) 1, Zf&{# (diploid, 2N) O4FEMI (germ cell) 25—fZf&F (haploid, 1IN) ®
ECfBF (gametes) Z1EY) T HRT, KEBTF BFEWF) 323 K%Mkt >, DNA O,
BB RIIAZY, TOBBREIE-BETREB_RBESRITTONS, F-RESE (meiosis) T
BRABRDEA 46 A5 23 KDFEIT 7 5. FetafhiZ AR DR L RSBk BRI 2 598, AR5
LR ) HREIZREH (homologous chromosome) 7% pairing L, synaptonemal complex 2R L, &
F3X X (crossing over) Z& ) Ktk B hoB THEREAM bW S (e MER
#’).

(1) BE—EmEB2#ETH (prophase I) 1, Leptotene i, Zygotene ], Pachytene ], Diplotene }i,

Diakinesis HIIC 5 Z AR TE 5,
(a) Leptotene #i. Jfufhk25RiIRTH Y, HikPEBETEKIZ2OIZFPRTVREVE D ICBIEIL S,
(b) Zygotene #. MFHefafhk7s2RICH 72V pairing 3 5. W UBEALD DNA BEH 2558 L synap-
tonemal complex #ZJEK 3 % (synapsis). Z® pairing 251IE L fTbNFICRRL, #AEZ 2B
&7:b D% FR¥FEZ X (uneven crossing over) & W\, BIETFREREEHOEHL 25,
(c) Pachytene #i. Hefufhsdisn L, MRS AMAINEHL, Yokttt PaE@iaBmz (recom-
bination) A¥Thbh 5.
(d) Diplotene 1. MFHEIlSRERGST 2. RABRIEHEAELTVWE -0 X FRICBESH,
IN%EFXFZXY (chiasmata) &9,
(e) Diakinesis. H:fafhs& LICEHE SN 5.
(2) B—RB2HFPH (metaphase I). HHLOHIIZH G LTV MEI Gt BT, $hsERI1CL O
FOWMIZHHEL Y M)A — N ERakDOL Yy ba X T7THHEIEN 5.
(3) F—mBPH%EH (anaphse I). MAHAEITHEL, ZhZhMICBEHT 2. FhZhoblitk
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Reta Rz PO A7 THALTEY, FBESRTESHEL R, XHHEE B HROM
A0S EIEEL 7Y FAILBI 5.

(4) B—RBPEHEE (telophase ). N7 4 FoRmEBIcsdh, MBEIFET 5.

(5) BoRBAE (meiosis I1) 13 DNA O## 2 LG rbh s, ikt skl o e Tk
O, &Y bax7TohMN, ZREROGAERIHITERICT PN THIRGRT 5. CoMRI3 e
KR 2B ARKTHLZEZDZNTHADREFEMULTVD, FWMBORD A, hH, %, &5
AT AZENTE S,

2.2 RBEEOWELER

DNA IBHNTY Y32 B LESLTBY, DNA & ¥ o2 Boiaikdhsy O~ F > (chromatin) T
HbH. BADY Y32 Q3B TORB, BEBEROAOBELZROEZZ6EEZ LTS, EAX b (his
ton) L MEN BN S Vs HA8 (v A b~ H2A, H2B, H3, H4 & 2 M3 2) #F Yy, X/L
#Y— L (nucleosome) ZHHELTWAD, THDX 27 LAV —2DF b %2 146 H LI O DNA §§725 2
H%X0%, E-XPRTELZIBELZEL TS, SHIIXZ LAY —ADNERIA VITED, B
by HIDDY, YL/ A K (solenoid) Z B L Tw5b, BTHMECHESW A7 u~xF 7 74 3—
(chromatin fiber) I3V L 2 4 FOREEEZ O TWS, VL /4 Fid—EDEE (domain) HHi2IL—7
(loop) % B L, non-histon chromosomal protein TIE S5 XA H 7 + —JV K (scaffold) IZfFF LT 5,
DNA O¥E, HHE IOV —FHMATIHOITE Y, V—73MEN, BENZEMLTHLLEEZZONT
Wa, MIIRSRFEAY SHHICATTAA 7+ =V FRE ST VIRE RV EREAS ST TAH, TR
ol s s 3@k (chromosome) &7 5.

4> FOX 7 (centromere) iZ¥efafkizdh % { N T, kinetochore DAL L 2V, FtafkBE D
LEEEL@EXZ TS, Y b A7 DNA MRS 2PN THB I AT, MoRBEHICHERINS.
alpha-satellite DNA 7 X O 1) & UEH THEE S, JeaffgIiciyn»rins, Cokvy bax7IiCLD
Yt fKIZEEBE (p L T) LREE (q LR A6, £y baX 7Rk RIBICH 5B % F
& RBIREE (metacentric chromosomes) & W\, 1, 3, 16, 20 FHahAE YT 5, £y ba 2T
MYtk DKM 5 K 2 inEhE R EIZE{EF (acrocentric chromosomes) & W\, 13, 14, 15, 21, 22
Fegetathl Y Beta kA4 L, 2o 0@RIEMWEIR L (B (satellite) 22545, Y FaXATH
hl kA LIRTHh T2 RpEERELEE (submetacentric chromosome) &\, FR ) DYt
RAFELT 5.

FOX 7 (telomere) IR AERMOBHRLBEDOZ L2V, ROKRMOMEEE, ROARm
TODNABBEZETL, RuhkodGzwL, Mo F 2B BICEELTVWD, TRAT
DNAIZtY PO XA7DNALRELD, T RTOFMBATHEOHRYVELEFTHEINTSED,
5-GGGTTA-3 R Ea ¥ —iliE L T\5b,

M CRESEEOB VIR 7 v~ F v ORMIRENHERE I TB Y, 2082 % euchromatin & W
W, Reta kD KBRS 250 5. BOHTER B HEAY O SR IE BT BT Bl S - IRBASHWTEB Y,
AF0O20%F > (heterochromatin) &\ 9. ZHEOEMILD X GetafhidGEMPICAHEIILSI DD,
COB% %544 =t~ a3 (lyonization) &\ 9. BIEOKMIE T X Jetafhd® 1 K TH 575, &tk
TIR2AHY, EHITEHEL TR EBEETEN 2L 22720 1 AP FINEEEZLATVDS
(BIGFEMHME) . Baki LA X Pl o Al et sd, Chz X 707F >
(X chromatin) 9. Y tafkERio~Fursu~F % YV HYF > (Y chromatin) &9,
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BB (karyotype) &13, TAOYGAEMER b, Mitakim, BEBRBORE) 2EB LD
DTH5AH. b bOEFEHIT 6 KORhkr S, 22 00OEEESF (autosome) & 2 KDM@ E
(sex chromosome) 2*HfEKk S5, Pkl 3 X f&EF (X chromosome) & Y#&{E (Y chromo-
some) DT L&V, FHMKL IO ADUADOREBEDZ L 2,

2.3 ZBEAETOEEEFEHE

FEFRE (chromosome anomalies) 1%, FefafhB D BH & REkOBEREICTTILI LB TE 5,
R ABOREIIE, NT a4 FORGABOEEL DY tk% 5D polyploidy & 14 (Fil2 2 &) o
BAROBE, SRDDH %5 aneuploidy 23%H 5. FetaROHEZREL, Yk T 7213 ikl coYetafk
BOOBMEIC L DV RET L, BIZTOBRAREA LT IUT genetically balanced & W\, B{ZT OB L
»3% 13 genetically unbalanced & \» 9,

(1) ZBFEHOEE (numerical anomalies)

(a)

(b)

(c)

(d)

Polyploidy. & b TiZ=f&fF (triploidy) & HfE{E (tetraploidy) AHEE SN 5. =RHAEOHKAE
1369, XXX F7213 69, XXY 721269, XYY TH Y, HmABEZEL%)HARED 20% %
s, BORRGRKREL2Z 0%, WTFELEARTORMIRORE LEHTIH (di-
spermy) BJRK EE 2 HNTW5DH, UEEAOBENT 92, XXXX 7213 92, XXYY Td V), Yefatk
REZLDBLIHRRED 6% 2 hid b, TREORNOMBLSEORENEREELSATY
5.

bV I — (trisomy). H2REEFIABZ DTV, EREED I VI —DIFLA LR
R HARARE L 2555, 13 UV I—, 18 NUV I —, 21 RUYVI—DEET LI LN
HoH. WHOAED M) VI =121, 47, XXX & 47, XXY & 47, XYY 255 5. OBk (nondisjunc-
tion) 1&, WIS ROMBEE CTHIFHtfhd 58 T X v (B—RESE) B4 L liidketa k35
BMTE v (BRBOGR) BECRET S, CORSEEIC XY REFIE disomy F 721 nulli-
somy &%V, LA T trisomy % 7213 monosomy & 7% A, T OHEIET L Y Roruk
2BILRYTL, ¥ VEERTILBRO 21 FAMEIE 0% B HFHETH L. H—RESH
DEFRIBE_BBAROREL VLV, AOMEHOERTEL 25 20OREHENET S,
£/ VY I—(monosomy). HEHEEEN1IARLIPEZVEDZWV), HREAKDE )V I —13HIE
FThy, XROEKDE)VI—TH545 X DIZLAEIHRIKEEL DD, ¥ —F —ilElE
ELTHAETLI LN DD, £/ VI — 3§ hn sk L %8B (anaphase lag) 2R E L
TEZALNTWA, 46, XX Ml T X kBB MICB W TRE 2 ER, KAEET L L
45, X OBRIL 2 5,

EH A 7 (mosaicism). —BEMNIZ 2 FBELU EOBMOMBAFEELTWLIZLEEFI 2 L0
V. ZhHOMIBIE 1 DOBATHRTH LI EBIASERL L, B ITEEHME REHR
DEFAL 7 THY, TOFMHICLYBEREFRESND, B A 7 3YtahAR 08, H%IEE,
ARTROFRERDVREREEZEZ DN TS, EYFL U4 —F—fEEE (mosaic Turner syn-
drome) i3, 45, X DMLz ELEFA 7 TH 5. HRICHRE L CTREMESD 2552 HIRTY
4 % (gonadal mosaicism) & W\, FBEIIEH Th 5237 O T Yefa R B Aok | o4k
TAHILEWHD, BMEBRICEBRELAZEY 17 (confined chorionic mosaicism) 1%, #HEBER
(chorionic villus sampling) IZ X 2Rk REDOBWOL X ICEBT HLERDH 5.
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(2) ZEFEOBERYE (structural anomalies)

(a) &% (deletion). Yefafhd —HAHHBRELTVLLDEEHRSINS. RELTWALISICELT
BE/VI=ERY, ZORBICLVEREFRES NS, REED 1 A TUKIEEL, £
ORI EL2 12 (BsELR) L72d D% terminal deletion &9, Hefafkod 2 A D
P E RS EIC XY, YIRTER O MARINE S 2% L 72 b D % interstitial deletion & 9. Kb
LRI A DY, FORBAEHEASLY Y IRICE- b 02 BIREESF (ring chromo-
some) &\, R AOYN - BREAICLVRELLY, Rl - Hik EOR AR ERE O
BOBROKRERETLLEZ LR TV, RafhilE ORI RO RO AEEREOFER
ZRTHLENDA.

(b) E# (duplication). JtakD—EAHPEB L TCWEIDLERINL, EHEHFHCHLTIEMY
VI—til), TORECIVERESRESNS, Retafko TN UIEF CTHe < A (tan-
dem repeats) & W DNEF THAET Y54 (inverted repeats) A3 5. WERHBILO K 9 LYt
AHEREORBIEORRERET LI LN DY, WBORBHAEEREOFELTERTHLE
Vb,

(c) 1V #e&k (isochromosome). EMF7ZI3EMO L L S —HAEB I h, WAHPRELTVS
gttt EFESNL, BROA v RafidmbisskikL, Ehof v akiER»PREL Ty
5. Bk 4 VR RIEBIENTH 25, X BEARICB LTt 46, X, i(Xq) ORI Y —F —
SEBRED 20% B S B, 45,XX,i(2lq) OBBOBOMARD 100% 35 7 ~ R & &
5.

(d) i (inversion). Yetafko 2 H T CUINIARAE L, ZORFIDOIEFEAIMICE->TWEHDEE
HEING, REAZIEETH S, WHHAER & EhiCdH % b D% pericentric inversion &9,
BT E S FBELC 3 B D D % paracentric inversion & W9 . 2@ 2 FEEEH WA OS5 FIIBEBS A D
HEPKESRLLOTEETHS.

(e) O/S— kY & (Robertsonian translocation). 2 Fli¥H o i #A4 R A getafk (13, 14, 15, 21, 22
Fygetofk) o> bu X 7IEETUN - BRAGLAEEL ERIND, WilaRBRaAORK
AREAL 1 ADOREAEZBRL, EHIEIRFLTBY, JafBidbATHS. HhIZ rRNA
DB/EZETFEI—FLTVEY, COBIGETFRMUMOBRBAEICHHFLEL TV E-ORIAMIIERTDH
5. COXDICHRIZTFOREN ZVD, TLRZFORENEHTEXZ2BEETHY, RBRIPIEFR
Tdh Bk % ¥JMEEEE (balanced translocation) &9, FOHIBIRFORED»KE L, KBA
HRETHDHDOERYEHEE (unbalanced translocation) & 9. A 45 XX or XY, t(13q
14q) & 45 XX or XY, t(14q21lq) WBELBgIhun— MY VEETHS., Zhb FEER
EXREEOROERREOREORNE % 5.

(f) #EEEE (reciprocal translocation). Yefa kil THREMAD ~HH2RMLI2bDEEFHEINS.
KBRMBEFETH LY, ZOTICYOERRE, REFRETLILXDH L.

(g) $EA (insertion). Refafko—#a2 Mo getafkicllARTN - bDOLERSINS. 3 AFTOUIK
L3AFOBRKEVNUETHLOMTH 5.

2.4 ZFEEOMIE
ML R AT DR TV AR BB, AL Y) LR CRK, BMOBKEIMR) on
bl - AT ORI CBIR T A LT E 5.
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(1) ZBEFEEDER. ~%) VRIDFZFEFFRICE L phytohemagglutinin 22 % &, 1) ¥ /SERiT
L, RIMERITEET 5. Bk, BUNMEHEA colchicine Z MMz % &YV ¥ 33RO 52 h o Yets
HRERZRDLIENTES, FAMBORETIX, ST 2010 ELRGRAT oML EE 25 7-
D2, RIE 12 HBELETH 5.
. (2) BafFogis
(a) G49%i% (Gbanding). BEL7ZEARIC MY 7 VB ZTW, BT AP o2, &
EHEEATEINTOAL FH2) 400 KD/S2 K (band) BB TE, HPRaEEAETIL
BTE5. B{HE 5> TW5b band % Gbands, #< %% > Tv5 band # R bands &\ 5,
(b) Q9#%(Q banding). ¥f41Z quinacrine ZfiH 3% Z & L HOLHMBE CTHIERT A5 2 L A5G 73
' BERR D, WOETH S VESA G bands [CHIY T 5.
(c) SFEEF#iE (high-resolution banding). FEAKDEESTTATORVETN - i Ytk
BAZPRBTLI LT, BBEOHVWINZTEILNTESL, N7 A4 FbH2h 800 KD Sy
FABETE, MM EREAEERYE BUMRELREY) OBRBERICHEHR SIS,
(d) #Hinsitu /N1 TUE Lt~ 3% (FISH: Fluorescent in situ hybridization). HefafAiEiA
L THED DNABRIIIHNTAETO—T2NL T F L S THEEBBECBET L LI
X0, $ED DNA BRHOFE LT 2R EHRTE D, Yt RGERA 28 0 K LEFI A5
REBLDIENLZVD, B—aV—BIZTIIMTHILNTEL. 7u—T7IClMARTNEY
R—=F—0FIRZEFF ¥, JIXFI75=00dY), TENLICHET 5 TICEBEaEEDTT
#1%2¥4 5. CGH % (comparative genomic hybridization) X, 554> il L7- DNA & IF# DNA
ZEZNZNPOFEBETINNVL, IEFEROEERE NS 7Y ¥4 X848, BEIIBIT 5 KY:
HARFEIRO 2 ¥ —BORE 2T % 58 TH 5. SKY i& (spectral karyotyping) 1, 5
HHBFEOMAEDET, U FHEHORMAEERDITTLHETH 5.
» (3) HBIKRLE
Internal System for Human Cytogenetic Nomenclature (ISCN) IZ3 & DWW TR 2 50ik+ 5.
BEANOHPIREEOLEEERL, KIHEREAOHRZEET. FRaARIRENBDOONL L X
DHBMEERS 5. EFBMZ, 46, XY THY, EWLAYEIZ46, XX %5, RAKFTOHO +1X
ZORBIREERVPRPIDHEIEERL, —BZOROBAEEEBRELTVWLILEZRT. EFL 2
AR TRIT 5.
BRI OB Z U TFIRT.
» 45, X I AR OER 45 AT, X ROEZ1IADATHEILERT XE/VI-),
» AT XXY BEROAKN 47T AT, 2450 X Fafke 1 K0 Y etk ROl L 2Ry (275
' 47 2 vy —JEER).
» A7, XY, +21 3EROEHA 47 KT, HREAERIE XY, 21 FHRaAkE 3 AFOZ LER
T (¥ VEBEFOBR).
69, XXX (3 &Rt kB 69 AT, M¥etahiifid XXX ThHoH I L2mT (Zh5EK).
45,X/46, XX 3B A3 45, X DML L 46, XX OHEDOEHF L 2 ThHhbH I & #RT.
46,X,i(Xq) BIEHED X REEkA1 KDY, [ VREHEI1EXHLILE2RT (¥ —F—iE
fBRE).
> 45,XX,t(14q21q) iZR2G Mk iAt 45 AT, EH 14 Fhbafh 1 A, EH 21 Fhfak1 X, o
N— by VIR LRtk g 1 RO Z L BRT.

Y VYV
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> 46,XY,t(2;12) (p24;q15) %2 Fetafhk s 12 Fitahko M OMEIEE T, Z O AS
2H YA DTN Y F 24 & 12 FYMKROERDON Y F15THh5H I & #Rd. HighliE
FETH 5.

3. X TIVEIE

B XTI OER L B—BEFREDEREHENX, SROER (EeH, BEFER, BETFRER
R, BResEMEE  BFREFIHHEE - X EHIUBEO 77/ T U7 LEEBERICOVTEET
3.

3.1 X2FILOERA|

B —B{5F B (single gene disorders) 1, & P OFEICHER2 52 2 —BIZFOERICIVRAEL,
ZOBIEHERIIX T IWOERNIHED) 720 2 ¥ FVBERRE SIFENS. A ¥ FVOBEIX, SREDE
B, #IIOEA, BHOER, EHOE»S %5,

3.2 A, BETFRERBABOME

BIEF (gene) &1, WHEHTLMEEHUBEZRET 2 BZHTTH 5. BEFES (locus) &1,
b BIZTORMBAEEDOMEDOZ &2 v\, HEIREADFR—HERIZH 2 BIZFOZ L Z2H/HILBIEF (al-
lele) &9, HVEETIFERBEF (wild type gene) L 2R Z B2 LAERBRETF (mutant gene)
TR ENTE S, FHERMNTOMNVLBIET 23— CThhEZOREIZZOMREMICE L TREERS
(homozygous) & W\, R o TOIEATOES (heterozygous) & W\, ZOffifkE ThZNnk T
A% (homozygote), NTFOESE (heterozygote) &\ 9. H5H 1 DDMENLIZ 2 FFOE B & s T
2HONE, FoMKEEEATOESHE (compound heterozygote) & W\, 2 DD TEFRZFhER
WA TFE bOYA, ZTOMKE 2 EATOEAE (double heterozygote) &\ 9. BYOMFHMIEIZ X
Yeta kA 1 R LDz, X Bk EO#EE I L TA IS (hemizygous) & o T, Lo
HHRED T4 A== a I —Ho X FEaRPAFILSh TS 720, X Jfafk Lo#EzEFICH
LTAIERELE-TWS, BIGFE (genotype) &1, BB TOMNIM BT OEEHBRTH 5.
FIHA (phenotype) &3, BfsTH E BN T & OMILAEH O RBIE (H2R, RN, LK)
T&5HE (trait) THS. ZEREBETFOFREESKREATOESARIIBVTRENHNL L E, TOR
B % 814 (dominant condition) &\ 9, N7 OHEAEKD, ERAIEHEGHRLEEFOTHORIRMLET S
&, FELEM (incomplete dominance) &9, ZREETOFEHSGKICOARBEI NS L X,
Z DIE % %1% (recessive condition) &9, Y - HFHEIBEIZEHL TV D TH-T, BIZFIZH
LTWI bOTREV. H5BEEDOHOTERIZTAFERGEICDH 5 & X EREEFM (autosomal) & 1,
X Gafhkicdh b & XEH (Xlinked) L9,

3.3 HEHRaHEMHERT

B Z T HRBROH LRI ELEEEMNEE (autosomal dominant) Z/xR L, KEEHI VAT 0—)V
e, ZERMEEE, v F v b U, AREKHEERE, Marfan JEWRE, Ehlers-Danlos fEMHRE % & % 5
BIELTHIFHLIENTE S,
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() BReFEMEEOI7Z71T7U7

(a)
(b)
(c)

(d)

R GHARD S WAANERE L TREMED Y (BEGE), HREROBLL L iERw0,
PEZRERZBROT, BFCIREL OB 5.

AT HEGEK (BE) LIEEREZAEROTIE, 50% E~TaEakE 2D, 50% ZIERkEH
ahkt 5.

BREDITEAPINS.

(2) BREFEUBECOFHEHT U TOEFER

(a)

(b)

(c)

(d)

(e)

()

(g)

(h)

MERRTR. FROAERERBICEIRED & WEBID 555, MEFOHE IHERRE
£ (new mutations) D REMED VTR LT RIZ% S, REIVERICBH L CERETH ST
EFERRERDEG T HWEENRE (REERASRER L), KOEBRIPEL RHIZ LN
ZOFIHAEERERDPRBAET HMEMIEL 2 5.

BREFEDEKT. BEE (penetrance) 1¥, ZREETZLoTVAADLELTRERE R
MLTVRADHEFICL ) ERSINS, REBEOAEOAIL VRERIREL, REEED
BERBFRZV, RICBRZEHELRFALZVEIERZET S, REXOEKTLTWAEE
Ti&, EEOHPOERBEZ I DOTIHETNEZ DD 5.

SERERBE. HLERBETHMEANCBVT, EDXIIIEBER TV S D% FREE (expres-
sivity) £ €& T 5. —DOOBRETERDVHEEOBERREICEET LI L2H Y, £BRIE
RPELDL LD 5 (SEFER - pleiotropy). #1213, Marfan EBEEETIERRNTHHE L2 DR
FICEERPR 25 TBY, LBAER, BHERER, KSARENZEFS T ST LML GbE
THRIEL TS,

BIEMNREM. FLEEFORLZIERVF UBEERAZ L), B2 58 EFOLEENFE UK
HEHLZV§22 & 2 BIEMREM (genetic heterogeneity) &9, HWHRAERAFE LTS,
BIEFNIZZ T BE2BRBTHEI DY, SOHICHEBERDRLZLZ LD 5.
RBBETS, RENTFOXBICL ) EENRBLAMOBKERZETLZ L2, Thik
HBEE (phenocopy) W), FIAIE, T—7 7V YiICk YO ERIN2EEIE, Conradi fEME
BEICHEMPMLTWBZ E2H 5.

RESR. FROAEEREETIIHARICEIANTEL T, Bl TRET LD 5.
Z B EEE 13 30 FRLARRICRAET 2 2%, THUBIICOHK TR T 2 &, B2 L 22 VE»
LREBEZDODTIETNLEI LD 5.

POMICLIEEEDEN. NYF Y MUHRTIE, XPBELTOLEES (BARELTWLHE
ALHEL), ZOTREETRELEEENE V. HREEI R a7 4 —Tl, BARELT
WAHYE, TOFREFETRIET S, £/, HREZBATHICL D2 VERPENT 20428
ERRB{BE (anticipation) &9,

ZHWOFREREE. KRR (pedigree) Z1EHTA L X, HEBROBWHBHICLD, LOLHIChHE
NIRRT LB DS, BRGER, BETHRE, HRERE, MHFR2EHERT5.

3.4 BREFEHMERE
H—BEZFEREDOHN 35D 1 3BLEFSMES (autosomal recessive) /R L, 7z =4 b VIRIE,
Tay-Sacks %, FRMEBHIE, 7527 b —ZAMHE, FEIVAFVRELEE2HEBHE LTRIFL I LR T

&5%.
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(1) BRredsPHEEDs7>17V7

(a) EPHEEEES, BELZORHBUINIEFTH A I LS WV,

(b) MBI ZERFETHESNE (BF) OLE, TOTRIITRTERREEAGKRTDH 5.

(c) MEMBNTFOEAROL &, TOTIE 25% WERFEERENEK, 50% BT uEak GEEE),

25% HIEH S ERAERLE LS. .

(d) BEHITREI NS,

(e) BEBMIEF M 2YA, VEHIE (consanguinity) DM EEMEA R .

(2) BEaELMBEORMEAT Y TOERER

(a) BEZEOZHEEE. LUHBERBTEANT 0 ESAOHAEZIREBELZREY, REFE (car-
rier) £ L iEND, —BICHEBE BOMER T2 O L3S VD, SORREICL k1L
ANERBEFIMSESN S, REEOHEFNOBEREEA Y V2 ) v 7D L ZICLELREHRT
5. IREOHE X Hardy-Weinberg OERIC X VEHHET 52 L5C& 5. ERBIZFOEE
ZQETAHALBEOHEICTHY, ThIENTLZLHFTES. REFOHEIX 2q(1-q) =
2q £ %0, RN ZEBRTOLRRNBOHEIIR VW L2%b2 5, RINEFZREARTH S LA
LR, FALFHIRERBIZFRETEHTAZENTE S (REEZHD).

(b) EBIENHE. XbOTHABIETERTY, HHEOEHL» SERBEFEZZITRTVIIL,
WIS X W ERFEBEARPEZINEWEESRL 25, BT1E50% OB FHPEETHY, W
13 50% DBETHIBETHY, VWETIZ125% OBETHIETDH 5.

(c) RRB. ZUPELT ORI L otz b IFEHID %\,

(1) BIGRYFREEE. S8, WAMICHEBSHTICHRZ 50, Z2REETOEFRNOBENIRL &5 2
LD 5.

(e) s, Rik. BIAERIR (founder effect) RAT U EAKRPEFICAHMLEAIT, oM, R
BICERBETORENRHL 252 2d 5, 2L, BlRaEREEZI —ay oA AL, e
Tay-Sachs #i 13 Ashkenaji D2 ¥ ¥ AI2% £, SPRMERAMITEANICL V., BEHX U —Z
2 JHE (genetic screening test) ZEi§ 5 & XICHEELRERTDH 5.

() BEHNEEM. REMWEEEZRTEROALSEEEEEYD 505, TORETORMPRER LT
O, MBREHICHETH-THZDTFIREETHHI LD 5.

3.5 XEHHMERE
X #EfE % 1B 1E (X-linked recessive) &, H—B{EFHEEDK 10 77D 1 %5 5. Duchenne & - Becker
BT R ba74—, Mk, XGhramrisamssEi®i, Lesch-Nyhan fEfERE, G6PD KIBSE & ¥
BHIELTHRIFHLILHTES. ‘
(1) X EHSMHBEDOI ATV
(a) WBIMERLEE, RROPTERTOBUZBRNTIERETHL I LAV,
(b) ZRAIFESERBNE (BH) LEFSEEGKROZEO TR, EFIELATOESKRO LY
(RREZ) %5, B—BEENFBILLEVILINEHMTDHS.
() "FuHESKRLEL EHEBEEDTIE, BROYA 50% MIEH T50% PWERANIEEGHRE L
0, ZROYE 50% D IEH A EHEAWET50% HNT oEGHhRE 75,
(d) ZEFEEAKRLNE (BF) X, ERANIEAKRBEL~AT oG LEOWBEZ O A%

Ly,
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(e) FERAREROYGEZRVT, ERAIBEGHKRBER, ~ToEGKoBE2b 2 L%V,
(2) X EHSHMBERBOFHENV Y L TOEER

(a) MEBNIFERRERTHIDPFEETH20BEF LIRS, —#IZ, 350 155
HRRERERTHY, 37D 2HRERETHA.

(b) BIzHREMZ THICERT 5.

(c) FAEHXM. X SRR BIIBVTREXR L RBA L EEUTOZ L 2ZE L 2L
o, BERAIEGRBEEAT o EGHRKM s ZRANIEEEREN E XM M O ERRE
B BUOFERRER AT OB HRLM § BRI 45, X 5 B 46, X,i(Xq) &4 VHEAaEoR
WAL 5 X Hetafh & H R koM B L ERH X JRMakoE L X Jakof o 24051 5 &
B 46, XY @ sex reversal ; X B fhOfEEREIC X 28I TER.

(d) B EHEER (BERBGE) OW6, EFEBELIEESERGEINE L ~T v BEa KL A
L, BLo¥OmY) LrBgshitnwceddsd (B & 1:2)

3.6 TOMDXTFIER
(1) X EHEMEE (Xlinked dominant) %, KV Yl 2HAHONTWERZOIIA RV,
(a) BrLHICHEIHENLG, ZHEEIBEEO 2HOBEN VS,
(b) ZRAIHEAARBENE (BH) OLXRBIERAT Ak (BE) L4y, BREIEFE RS, B—
BUEERBI LW LM TH 5.
(c) BRATOHEERLZEOBIRIZ 50% HERANIHEAE, 50% BIEHE 2D, LRIZ50% »HER
AT AR, 50% BIEHE 5.
(2) YE$EE (Ylinked) 2 22K BIIMONAT VARV, K2ASLBRICOMEET 5 (B—H15%).

4. FEXFIVEIE

BE:: X TFIOFENICHOLEVWSESEAFERE, I FICRNUTPEE, IEYD 2T 1 v 7 RCDOVWTHE
)

4.1 HEFEE
ZHFEAE, —BOZEARE (B, BRE, SIIEE, SEKRIE) S —R~NRERSTE (6
ZE, Vg - OFR, MRS RIBE, ZREORE) OBEICHEL TS,

(1) 2EFEEOER. A OBIEZFOATEIERHABMIIH L TAE LRI D50, ZHORE
ZBIETFOMEEMICE V&SR SN AEBRBEZ, KU I — M (polygenic) TH 5 & w3k
T5. ZROBETLEMLEERTLORAEEHICL > TAELS &) 2 RBEREEZ, SEFH
(multifactorial) TH % & &K T 5. CHOHOHERIFIERKFIHVOLRATWS, ZHTFEIZZET
LHERBRE X, ENFE (quantitative traits) & EMMIFE (qualitative traits) 23 5. BEHIE
Bei, gk -HAE- WE - MWEHEOL S ICHET LI LOTELREATHY, ThdOHEMI
HEEZ DS, ERSH (normal distribution) F 72 IZEPO G ZR L, EHEE (continuous
traits) £ b Xi¥h 5. ENMBHRIEBRLBEOAETEBINS, BEN % BRERMY (liability)
ZEREO L, 5L EUVME (threshold) 2R AV HLBRERTICLVFIEEXBIrNb LT
FETHEV)EFN (LEWVMEETIV) XY, ZHRTFEETHERNLZBERPERESELDZ L
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EHWTE B,
(2) ZRFEBGEOEFEHEHI LV TDEER

(a) RBNICERT 505, Ay FVBEERZRS 2V,

(b) REEFRF N LIEBRBETHNIZIZIZFETD Y, ERBEAVNEL B 5HI12L R OWRIERKR
KK TS5, BRI EETE0TE-TVwAEAICI YV ERSH, £1EEHGE, T
W) T2 1/2, 85 2 BOEE HACH, %, BL - BiE, Bv - W) TiI1/4, E3ERR (W
Z) TIR1/8E%5,

(c) RIEERBEIRKRANOBBAEPWMTSL EAL, AV FVBEERES.

(d) BIEEREIRBOBREEL L HICERT S,

(e) HITX W RIERITEND D SEBOYE, L7420 OO BEH O BEISAN IEWIRIEG R
b0 (ERMMMRAELR ).

(f) FBIERIMEEBOBZOBBEE, —BENLEXTRVHMEREZ L.

4.2 I bICFYT7EE

I b2 FUT7EIE (mitochondrial inheritance) %23 2HBII VBB A SN TEH Y, Kearns-Saire
SiE R, @it R ZE M JE, mitochondrial myopathy, encephalopathy, lactic acidosis and stroke-like
episodes (MELAS), myoclonic epilepsy with ragged red fibers (MERRF) %z EASRHEHF L LTHEITH R
A, I bary ) THEEZE HRESEE BREEREIENLZLLHS.

(1) IFPaANUTPEBEBEDIZA4TUT

(@ IFIYFYTRMEOERKRDNA #H>. I by FY 7 CHAHShABERIBNOBERETIC
IDa-—FEINTwEY, BFEEREBFESHEO -HIII P2 FY7DNAWKCEDI—F&
nTwas,

(b) I PV FYTIETRTHLOLZIINS., BAREE D OUE, TOTRBREDICEZL LS.
RKHIEBZE bOYE, TOTIRIEETHS.

(c) Mk - MMLICX DI bay FY TRICERYD L. BBOH, OFH, BR PERAHERICEI M2
YRYTHEETHY, I FIT VYT DNACERNDLBEEIEI A 8F—, LR, Ak
BLLTHLS (EBISEY).

(2) SPIACNUT7BEOFREDT I TDEER

(@) NTAFFRI—ERETTRAI—, MRSRRFICI P FY) 7 DNA bHBIN LA, HL
CHRLMREDOI Fay FY 7HEK QEE/RE) ITRYAELS, ZERIMPIVFYTEER
SFPIVFYTHRELTVWDE I E#ATOT T RXI— (heteroplasmy) &9, ZERIAIZIE
HIPIYRF)TOATHE IR TWAEZ E#KETT XS — (homoplasmy) &9, BRI b
AYFYTEEEIPIVF)TOHED, BLZOT LG RBHTREZZI LD, ER
DEHEIDBENELTHRHAZINLZ LD 5.

(b) BEZIR. MRNOZERI Fa v VY THEHERD L —Elr 22 LMRBICREISBAL, KA
DRI 5.

() IPIALFY7EEBEFOERICE, R, EE, RZR, DNARZVH 5. L NERIITD
L ED A, REFHI L FIabbikw (FKAH),
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4.3 IEZIRXT1V2R

DNA X FIMLIZEEZTRIAFHBOO L OOHMATH L, A FVELENTBIEFZREASIH SN T
BY, BAERORCEETIIAFIMEERTOERY, COX) RBETOBHI*IEYS 1271 v 718
iy, COBABROREIZI ) EFOBRTFRIMI D EVEE2IEY 12T 1 v 7ZEREY
9. COERTIE, HERTIIERTHA. '

I LA T) T 02% (genomic imprinting) &1, RGFHRDOYAafkd —3F 7213 B Bk o Y
BRO—FOVTIL—HBRBL, MALDICRATLILEEZVEVIBHEOZ L2 W), BIZTFD
—WIET AL TV T4 YIRS LTEY, RRAORBIEOREKIZE - TW5,

Prader-Willi fEf&R#¥ & Angelman JEfREE. Prader-Willi A fEBF O &5+ (PWS & #3) & Angel-
man FEBRRE QBB T (AS EWd) 13 156 FRAAK ETHEBREL TS, BT HEROBETASEAFL
BICE D REENTB Y, B FREROBRICBNTPWS ZAFMEIC X ) RiFLER TV, EEDOR
BIZiE, PWS & ASOREHNPLETH 5. Prader-Willi SEBEREIZ, R HKD 15 FYetafk o T4k %
(75%), B OREME 1V I—0Q0%), £ » TV T4 v 725 —pERE %5, Angelman SEFERE L,
BEJT IR D 15 TRt R DR K (75%), BEHMED ASOHER 10%), £ > TV vF 4 v FL5—
(5%), RKEOKBEY 4V I— 3%) DBEHE LS.

5. EEBFRE
BHE  IFRECRTFREORBZIEHET 3.

FEETE (sexual reproduction) %3 5 AMOEFEMERIL, Bk Rkl iiRiE, 5
Y ACHRREEE T R L (RESR), JIF (cocyte) - ¥F (spermatozoa) & W) 5k 2k % b o
EBF (gamete) DIEH %479 (gametogenesis). HIFEIGetafhk 7, Yett R O A 2 ASEE T 0
ERMEZOVEL, ZOoBABPSIEILRBICEETEAZE2WRRICLTYS, BT IHHRA
WCELRME - 2AVF -2 L, ZHETH Y, ZRPLEMIRIEIC X ) %4 (parthenogenesis) %
PIET 2 e TE L. T REBEFLZEMTIMELZH-TVE, WTLEHTIIEETLIZ L2 5E
(fertilization) &9,

5.1 IIFHZE (oogenesis)

SIFHEIT, FEiEEMIE (primordial germ cell) 25BAY214RR (gonad) 2#E5E L, BPHHMARE (oogonia)
KRB ENDRT L. FHMREARSRERYEL, FRBEMRICH N T 1 RPHMEIE (primary
oocyte) &7 5. 1 RIIEHAIILIX DNA 28R L, BEAIHEOBEAAD, H—WB5 2N TR
b, ZOLE ] RIVEHNLIZERTE (zona pellucida) OB Y ¥ 37 A H1ES. 1 RIHNLIX, HEIR
DEMIZYV 7 V-1 32 FTE-RESHEHICE T o Tw5, BHFEFRILES (luteinizing hor-
mone :LH) ®O& LA (LHsurge) 2X Y, 1XRINEHMINBIZSE —RB D225 T L, & 148&F (first polar
body) Z M L, 2 XEIEBHAAE (secondary oocyte) (27 5. 2 KIIEEHILIZES WG 2P HICAY, 2
Bzeto.

5.2 ¥EFHE (spermatogenesis)
AR G BRI A D, 2 CREM Z CIfEEILIREE 25, BENICRLE, FAMAT




34(34) HAMEREE 50%1-2%

Oy EMORVE Y DOFEIZL Y, FEEMAE (spermatogonia) 23H ARG REMVEL, 2 FHEOMERY]
LB, —DIIHE R % Wk L spermatogonial stem cell &7 0, 9 — O XM BGZBIEICAD 1 XI5
A (primary spermatocyte) & 7% 5. 1 XM, E—BEBOGREZET T 5L 2 KIFEHEE (sec-
ondary spermatocyte) & 7% 5. 2 XMEERAINIZ, £ ORESHREKR T T 5 LBETFHIE (spermatid) &%
%. Spermatid 3L L THREF L 25, BESHOMBIRITFHEMAT (seminiferous tubule) TiTbh, D5
Bixfrbhsds, MEIZREDOEBRE T cytoplasmic bridge Tl E N TV 5,

BIEEEORE

1. EBFRERFNZE

BEBEMRBEZHOBELLIIMEEZZEL, BUICHET I ENFTES. REBFRE, X
FIVBIGKRR, JEX CTIVBEERR, £EICELIBEMRBOBKETFNZEERETE 3.

1.1 1>74—LFK -3t FOEE
M2, 2%, Wi, W, SLEOBERSE BROTRTCOBMICBWT, BEICHEZE- THEL,
A v 74— F-arvkery boEZEBEANHEZHMCHEBL, ChzEBRTERTWER SRV,

1.2 "B, REEOERSSCREOTH

T2 LI o THREORERBOZHRLIIE - BRICHHZRWIE - FREZ2 BERL,
MBS A TR XN - BHORSTE 5, DFFIIMOERREFZ LA WELDDOTHRLT
ER b0,

REEOEEH. ©Hiz0, B0, HNIrLFE0L ER3OLEET. KEExbOAEThThe, B,
®Litd. REERIATERTERL, TOFIIEERCTTHICHERS TS, ErSA~NMAELLBIZT
ErHEE (1, 2, 3,-) THEEZMAMT A, RIEHARBIC e -7 (O I, O-) TEMICET. §
#%E (proband) X P Zf I 2KFITH S L, #%FEHE (consultand) JIEHDATET. FHHIFLCEE
7.

1.3 EREEEFNZE
BECAZE - FRE - WALt 5252 LR BREPREZITV, BYITBHGRITRLIRT 2 LEN
b5, T, BFREFLUHNIBRTLLICL2TAER LR,

1.4 ZHr

BECECLTZ B4R - LEMMEZELCREL, WE - KIKE - SRR LY, LEPORNR
T, AL hvREEZERL, #ohiElERE LT, #@UAREANBE (ENSH2ET) &3
WBICHETE D, EHIT, B8 - BEARLEL b - T, MOEMPERMFEZCHINTE S (OFME
EDEH).
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L5 XS - A - BB - B8 - T
BZMERERBIEAH G T 2EEICHRT 28RBS b, BF - FEOBBNEERELHEL 0D
il 4 DIRP L FFAEE B L R 2 BT, dok blREME - T; - FHZBRL, BAMNICERTE 3.

1.6 MFEDEGCHREPEREANDIE
BBREOHENEERELZHE L LT, RRANORBE LF UBENER2ET 2 Z0EKRO T -
RIARE - G - HESE, PO RHANREO T TERTE 5.

1.7 /=354 E- a3 ANER

KREAETHRBED ) - 54—y a VIZOWTHICERET 5. TEXA7THEEEOBRAELED
NBHZ L, HARFERPHESMBWEICEZ L), TEbLREPHRENHFICTESL L) ICRET
5.

2. @fzHv€V2T

BN AUV TOEMERRIZ2ERT 3. BEFOEROREBE7 XX 2 M EEYICITY, £
BREHERBICHT IV TORBY TE 3.

2.1 BEHAVEVCTOEN

BIZH 7> & 7 (genetic counseling) DEIIIZ, FKESVLELTLHHW S BIEHEHB & O L
M EREL, FERPBAPHET2HOER, flifi#l, MHFLTVw2b028@ L2 LT, BFHET
RETEDLH)ITHRPZETICELTH S, BULEHIT &) v 7IE, BICHEHREZIB/ELD, HALEEK
HEOHBECEPETLE) TLEZBRL TRV, @AY Y E) ¥ 7 E0w) DI, P& H
OB &) RERICTBWTHEA - KRR, W, ZHIBW, 70, BEICOVWTHLRIITE LS
% - IR (HENREDER) TEX52ZL2BHKLTVWAS,

2.2 BEHAIEYTOEES
UTOWRECEBEZEIT V) VD@L 5.
(1) =k (35 &2 L)

(2) REMNICBIZMERBOELE

(3) BREEZOOBR T 23 FoMllR, HA
(4) FEHRARHOR AT EER L D OTOHE
(5) BEWE (KSNFIE), FNHAE

(6) HAEWEICRE LA

(7) FLBlE

2.3 BEHIYCEVUCITOERE

ZL DEMRFHGHT HLENDH L (BHESE).
(1) BRBEZO N —= v 7% L7 El

(2) #lEAYYET—
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(3) WBOHEME, Y-y vV 7—h—, FHEK, BEHERX

2.4 BEHAYEVITDBER
BEHTL VLT ER, DAIRZOBIENEBORIER ZDOERBICHMEL 2 A EZHES 2
32y —Yavo—#BHRTHA.
(1) ERNEEDERDER)
(a) EFHVEMOINE - B, KREDIER L W OME, KEIZOWTHREKEZNEZHA (IR
BUCEDCKER), MELL22KBOEMEDI VY VT 4 ¥ 72179,
(b) MAB LUK, MELLZ2EBOMER, 2, BRE, BF TEE FRIIOVWTESTEZ
BZEETHYWIT S, EPHEIFEHL IR S 4w (ERMARBORER).
(c) HHLZ-NEVHRBINI=Z L 2HET 5.
(2) BIEHR EBREREOEBEOERE)
BRERE (recurrence risk) & EFRICAE UL 1 DOBIEBEA» WK T 7213 FICHHS
AU D L THD. BROBFHEBIRE (empirical recurrence risk) I3 EFFITBLE S M- HEZ
HAWTHESN-HREETH S, EROBRGEIKRE (theoretical recurrence risk) (ZPFHICH &2
XIEENERETH D, N AOEREREZAHTLZLIH 5.
(3) BRAEREICEFET 2 BRINKOEHDER
(@ VAZ &2 T 3\mHBRT 5.
(b) VARZ DERIZHENT 5
HEAT
F el
BT - BRTFofRftz 5175
H4RTE2H (prenatal diagnosis) & R '
EPRRTE2HT (preimplantation genetic diagnosis)
BB ERETF (environmental risk factor) o [l
ITEIDREIRD BB
ek L B oM, KIED HEE, MY - FEWEEELR L2 ER L LT, ZORKIIE -
TRLEYEEDNLHREBINTE LX) ICET 2 GEHETRNAY ) 7). EHE - @4k
B 2E@B2 ML LT, TOWRBIH> TEITTES L) ITEYT 5.
G) BREZAO-T7vT

~“VVVVYVYYVY

(4

2.5 BREREOHET
(1) ACFIVEEER. 20 L BEEAFHETHNITHREREIZ A ¥ F LV OBEANIHE - TEHET 5
ZLEHNTES.,
(a) BREEEMEE BRIC3IMHOMAGDEIBEINSE, AT AR EERFEHEGKRD
EKATELWERLH AL LIHERT S, REXOKT, RBEOLMYE, HARRER, B
A DME, BERREYE, RBMBRE LR SWCEET S, ANEIEEOMAEDEE, AHIXZ
DY OHREELL L.
» ~rufEstk (BE) LEERTEANE D 50% BT oEEk, 50% MPIEE S EEGE.
» AFUESKREATFOESK [ 25% PERFEHEAK (EELERE), 50% T a A, 25%
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PIEH F EHEK.
ERFEHZOGHE LA THEAE 1 100% BT o EE14k.

(b) BREFHMERE. ~BRIC3HEHOMAAEDLEDSEZ ONDLY, BRYOOBINEBMIZLZ V., AT

DHEGRRPERBGTFO—MERADEE M E 3 % 7-9D12, Hardy-Weinberg D 3E8 % F 3
B, NTOESKZ, BETZE, AENZHTAILNTE S (REEZH).

AT OEGER (REE) LT O0EAHE 0 25% PERNEEAERRE), 50% T aEE1E,
25% HIEH R EHAIK.

BREFEEGEREANT 0 HAEK 1 50% PERSEHEEK, 50% BT oL (pseudodomi-
nance).

ERFEHAHRELRFEREGHE 1002 ERFEHEHK.

() X EHHMERE. 4HHOMAGDEIELONS.

>

>

(2)

(3)

ERANIZGRBYE (BF) LIEENERGHLYE EEBY, ~7roEstat (BEE) <
HYBEWRET L L E RV,
EEBEEATORERLZE BUHEOBEA1Z50% PERAIBESK, 50% BSIER. KEoBs
1 50% D3N T O AR, 50% HIEH R EHAE.
ERNIBEGHRBE AT OEGELYE BUHOSEIL50% PERAIEAE, 50% HBEF.
ZHDEEIE 50% BERFEESK (BF), 50% BT aEak,
EHEBEEERFEHEARLNE(BH) BRI RTERAIFEAARTH Y, KBIITRTAT
oA,
SHRFBEEBOBREBREOEZ HITOWT, HE - OFRZHICE Y RRS, oOEBIZON
THRBER)AZDF =32 LAY ) V72175,
Vg - DFRIIRMTIZ01%, HATIE 02% OBETRET 5.
B 1BEEBIE 4%, B2 EEBIL 06%, 3 EEBIL 04% OBRGEKREZ b, BETEILAEL
QAY - TN ANERN A E V- EF
#1ERBOHEREREX, BRESPANOBROL X 4%, REBEFFAOBERLOFROL X
5%, HMBEVBMPWBEROL & 7%, HMAFHMIISREOFZHOL X 8% Lk b, BiEOE
BRPHEETHL I EEBRTIIET 5.
FHE# OVELIZ B A% 60-80%, KA 20-40% T, BUDH 1%\,
RmBEPBOL EZLORFBOBREREIXS55% THHD, REEHEIFLKDL ZDZORBOERRK
ML 7% THH., BMEVRIELICS VB LTWS LEREIEIET 5.
HE - OZREIZHETFBEZETE30IIMAT, A VY FIVilfE, REARYE, BSEDEORE
CEoTHBERIENLZLICHETHULEND S,
FEFREOREEE CHRERE (POARE RO - HES, HOR U238 550
HREOT IR 2R 2L L7)

(a) Polyploidy

> RABE D SHERISREARE R TEED 20% 250, WK 6% &b,

> HREREI-BEALFALTHS.

(h} hWHT—

> RABEL D21 bY Y I 1/680 2, 13 MUY I —i31/5000 Hi4, 18 b Y Y I —i 1/8000

2, 47, XXY iE 1/1000 B R4, 47, XYY i3 1/1000 3B B4, 47, XXX 1& 0.8/1000 % & Hi4:
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DHETPEING.

> FRAERE 30MUTFTTIY Y I— (13, 18, 21) DT #EALKUOHRBGEKREIX 12% TH
5., 0mEZATRY Y I— (13, 18, 21) O T &AL OFRAERIILFESE OO LM
LRUTHA. WEFTHI) VI —2FDLYAL, AETA M) VI —0HELY LR EERV,

(c) E/VI—

> FBABE D EREEAOE) VI —RBEENTHLOMAERRRENTEHTH S, 45, Xid
1/2500 L RHAETH SN, FHETIE 15-30% OHETHEIN S,

> HREBRFIE-BREFLFEALTHS. BAEEREBE/RLZV.

(d) RELEHE

> FRERFIREARFEROMBICHOAAEEREFRZD LML ITHEIEDDO TEY, HIHOK
KRR BEHIIMRORBARBRELEHOLETH 5.

(e) 1 VZeEalk,

» 45, XX,i(21q) BRI %2 b O, TOFIX100% OMFE T2l PV I—L,%b. 21 €)YV I—
BB TH 5.

Z5X#

1)
2)

3)
4)

5)
6)
%
8)
9)
10)
11)

12)

13)
14)

Gelehrter TD, Collins FS. Principle of MEDICAL GENETICS. Baltimore : Williams & Wilkins, 1990
Diamond MP, DeCherney AH. Infertility and Reproductive Medicine. Philadelphia : W. B. Saunders,
1994

Pritchard DJ, Korf BR. Medical Genetics at a Glance. Oxford : Blackwell, 2003

Nussbaum RL, MclInnes RR, Willard HF. THOMPSON & THOMPSON GENETICS in MEDICINE
6th edition. Philadelphia : W. B. Saunders, 2001

Jorde LB, Carey JC, Bamshad MJ, White RL. Medical Genetics 2™ edition. St. Louis : Mosby, 1999

Korf BR. Human Genetics. A Problem-Based Approach. Oxford : Blackwell, 1999

BH—ER, fRlEHE BEEFOMANHENES L OEEY - AORMICETEIHNA FI4 0, &
A BEERE¥EIF-EGERR, 1997

BH—ER, RIE30 BEEXLEEY - AT 2 MBNGEREICE L CRESI N ERW A
Fo4 v, AT BEEFLIF—ETERER, 1998

BHE—ER, Bt BEEFICBT 2 MENHENEO BRE (WHO/HGN/ETH/004). A @ #
ZE¥%t I F—ETRHR, 2002

Simpson JL, Golbus MS. Genetics In Obstetrics & Gynecology 2™ edition. Philadelphia : W. B. Saun-
ders, 1992

Speroff L, Fritz MA. Clinical Gynecologic Endocrinology and Infertility 7" edition. Philadelphia : Lip-
pincott Williams & Wilkins, 2005

Strauss JF, Barbieri RL. Yen and Jaffe’s Reproductive Endocrinology. Physiology, Pathophysiology

and Clinical Management 5" edition. Philadelphia : Elsevier Saunders, 2004

HARES S, T UWAERERBN O A K54 2, %ETE 2L B @ &FIIAR, 2003
Gardner RJM, Sutherland GR. Chromosome Abnormalities and Genetic Counseling 3* edition. Ox-
ford : Oxford University Press, 2003
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KREAAB SR, KE7 ¥ oo
V—S#2NERE.

BUE D F 2 158

Proceedings of National Academy of Science
of USA %4 Z%&H, Journal of Assisted Repro-
duction and Genetics M ZH % &, HAAL
I % 4 T 1 3£ ¥ ik Reproductive Medicine
and Biology &7 K234 #) —HK—F,

A7 —2RZT:

LrNE 5 49 BIAEAE Sy - 4 22 ISR A=
LR HEE & L TORH S 7z Mny Rk
FEMLBIC L, BiizfvE Lz, #H4%
134 & DI ICBEIC R o 2B TY
A, COEOBRCINODTBHETLILLS
, Boh-gETSHMAMLEN L7
V—F2% 450 T L72H, JOBIZCWTH T
7.

L], MUHTZAE IR [REOMEIZROMETH
5l EBolLeoTBbhE L. ThhbdE
B BUEATIERW72%, S LV [next
onel] TE7z, MibZ2EIPETCALZELWER
WwET,

A vya7—HH E #HR XEGEEZR)

AREICHoT, WILRY 754 O ZTHEIC
EHBELET.
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]

w2

| #41EH BFFEFSLEZHTRRS |

HEF:FR 1646 H5H (4)
&Y EBR=2—FF FERFN

1. BRBEROFERBEIC L 3 FREDQLE

O WA T, KA, ILSHT
(REFELVF4 A2V =y 74R)
JEEHE (REFELVF4RAZ)=v2)
[BE®] ART 2BV THERB IR BROEZ KD
BTHLTHHNEFrEELRRNTLRBEEZLNS
A, FENBREOHEIXLE REBEEEZHWS S
EREVERIITABLEI L STETVS, £2T
4B ART (2BVF 2 BN O 15 PIIBUE 2 88 35 I
JEBEIZTE=7 Y v 7L, FEABRELIERERIZOW
TRET L7z, [ ] MBS BWT 2003461 HA D 12
A ECTo14EMICIVE-ET 2 iifT L7z 253 i % 04t
& L7 BHUEBENSFER 22~45 % (34.1+30 /%)
T, clomid+HMG Rz &CHREMB L Ok LE
YHIFEHEE (LT HR) BN U TR BRI o PR
IERRDOMRE LBERE L. SO TENBEOE
SHNTITRE OB 1 mm Z & 177, (%] A
REAMB X OCHREAM TOHERIE312% B & O
368% Thol:. T PFHTFENEEIZSImm B &
98 mm Th -7z, FEwBIC BT 2 Y FEHNEE
ZOWTHREEIRD Oh ) o7z, HREDICET
BT EMBEA 8 mm LT B & 0°9 mm P _EDIFESR
& 232% (19/82) B X 1U°36.1% (48/133) & 7% 1 9
mm P ETOEEED 8 mm LLTF TOERRIZHE
BICHE» - 72(P<0.05). HR EHIZB VT, ZOEE
O ET HEREY 036 OFEBINZD W T HBIE O 3R
ZHELCA2E A, HR AW ET KR E (AR
WDET B & 9 b ABEAH, A%, ROMICHRSRE
471%, 20.0%, 14.3% L\ fERAH 7255, JEBIEAS
Bhvl-DEEEI o7 [EE] ARECET
SZMBHFOTENEER 9Imm U EdH2 2 L2 T
LweEzoh, £ 8mm LT OERTIIE L%
ZRLTHLWEEZ bh7z HRBMICE T 3 HER
HRFIZFE AR 42 D IC S WIEBNSH LTI, #
R LD DICE 545 FENEREOWHI WL E
ThHbEMBEINL.,
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W W &

2. BHEEICH T HRBEADREOKRE

OKHWT, HBIbEl, BEAETF
PR, MfGEET, MEHR
REP R —, EAH

(KEELFA A7V =y 2)
[Br]iEtEmes i, Mo LAETH 2 L Ebh,
KBERESMER SN TWD, ISICERBEICLS
FR bR E D ML 2 7 5 7O ICHBILA AR TH 5
LoWEbEshTwa, 22T, -bid, HELH
THBEYATTIVEHAWT, BTOEIRREEL
MR EICBI) S, ZOMBEE2BE L. [HRED
Ji:]12004 4E 3 H~2004 45 H $ TORBIZ, Lkl
BT ryI74—AFarvey boBEshIVF64
A (EHER 358 ) ICBL TS, Kk
BRF (GV HIRF, MIJISRT) 126 A4 & L=,
S & AR HIC 10%SSS Ml Irvine P 1 Z W, ¥
AT T X VEERM, 5uM, 50 pM B 3 XI55
EL, ThThORRE, ZTRHBLZRBELZ. ©2004
E2H~20044E5 A TOMIZ, YERITBWTA v
T7A—AFaryer rOBROLNAZIVFE7I B (B
A 353 %) I2BWTC, BB REZ 1T - 725 EIR
153z E Lz, Shd % BEERIC 10%SSS A
Y Irvine Blastocyst medium Z vy, YA 57 3 Vi
@, 10 uM, 20 pM RN D 3 K2 &L, £he
NoORBREERL LKL 2. OO I8 % 1T
370C, 5%C02, 5%02, 90%N2 DEJ& T THF - 7=.
[#RIOY 277 3 V4FM, 5uM, 50 uM HFino %
ABXTORBE - ZHEIXZTILZFN, (41.3%,
68.0%) - (514%, 684%) - (615%, 750%) T -
. BECHEEZIZVWLODOYXFT I ViERINC &
DA, ZTRFHICEL L2HNERLE @Y R
7T 3 VRN, 10 uM, 20 uM RO & RERIX TD
Rl RARIZRZN, (304% - 436% - 364%) T
HY, BFHECAEETZEZVDHOD 10 M IFIMIZHBNT
BOEBREEREAR SN, [#a] PRk 230
HBIZBOWT, BRBIEHLTWAEIERBR S

7. SOLICEHEBEREOBEN IR I N,

3. FIRHBEDL S RIFEREFRDH &~/
FORRE, MEB%E P OICHRE~
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O, & B, SRR
SHAHE TR BARLF 4 AFAEF V)
[T BIAIVXr V=9 72)

[Hi)] BE, ART IXBF 5 TFHTFUICIIEORE
HEE, B~ oRE, s, sEKoRER e
2RI B UEAS Bt ShTw b,

S a4 TR S S ElEh Eh o BIHEH
L, #EE2)9 5500550 EBEELTHZ. [0
%] 2002 4E~2004 4E4BEIlC T ART 2 Hifr L7z v 7
VDD b dayl~day3 T, TXTOWEADVD %
TGS, BMEZ 13- & DIERRT & 5 IEHE RN,
43 B 33 SE B CEI4ERS 34.1 #&) TRIMIM 72 ) OIElR
LI02%ICTHON126MEZRHRE L (R v
F DR DREBNZERA L 72) [J8:] wikd & o5 T
ZEILEAZEN ORI 7Y ¥ 7 I REEOME, B
ROfE L K& X, halo DA, MBEOREZS
BeS I CEIME L 7=,

SEPO A 2T ) v 7I2IE Veeck D 5 BB %
FTEEM L7z, [R5 3R] BRI E & Veeck 7798, /b
KORE L Veeck 70 JH 2 BT L 7223 & 2 2 4
MR 2 RO b o7z, [BE] 5HBKED Veeck 78
AR THEEIICEB T 5 X3 7 AR TR
Lo shsZ ed s, SHKROBBOALD
¥, MMIROBEBICOERL, L) AHHRREOHE
MOUERITRR S N,

4. SEIEAMIPEERE (PCOS) ICXT B X b
PERIENZ: L5 E 10l

O$iARHER, iy, L Bl
S AHE R BARLF A4 AFAE S L)
LN (BILIVArU=v7)
[Bw] % BHatEopRIERSE (PCOS) XEFEA ¥ A
) VIEHED SR B EA Y R Y IESIREEYE, &
BT v Fuy s OpEA % U YIRS - RO
T, MHRERDO LRAEL LTI EIRBIATY
5. HERREEICH LT B I 7 o v BTIRIEHRICR
RAH O EEEHKEL, TFF o Y RETIE
OHSS, Z MOkt dw £ 5. € TRECTIURE R T
THBHA LT NVI YEAOTEA YR VIFEZK
#LZORBEERE L. [WREHE] 2002 4 (H14
i) 8 H~2004 4 (H164F) 2 HF TORMICYFEE X
ZLHEROZHEETPCOSE BRI A ¥
Z+—LF-arery bofohiz 51 ER (BERAE
H0 236, FRFHLLL28H) LA T4 N3

HAMEREE 50%1 2%

¥ % 1,000~1,500 mg/ H¥%5 L7z, [RE] (1) B2 RHE
23 flrh 15 B AsikBERFH L 15 Bidr 12 1 (80%) H34kd
WCES7 (2) BRAEFICB VTS 8 EM T LH/
FSH HOFEW B ENR OGN, (3) HIRICE 57212
i 6 HllE 7 037 = ¥R hMG % EDPEIRFEFRA O
PEH A2, PCOSICRH LA M7 4V YHMTHIH
BRI R DL EIRBEN, 4) BRALZDO LW
WBHREVEDOHADDHY, BEH (EL, B, T
) D7D REBIRHED 28 Hh 9Bl (321%) LK
Motz (6) Bl 5, Filik 5% BT 5 Hi
BB SN ho 7z (6)KILEE, BT Y F—Y2%E0
BELSAEHRI -2 Abhhh o M
PCOSIZBWTA M7 4 V3 vOHEREISKD TRE
N7, WHTIREA YA VIEICE AT v Ras s
HAEABREEICH Y, NHEOBVWIEDHSDDODODAY
FETH PCOSOZWEENDREL, ZhITEK I X b
74V v OEMERGR, BEik5ER 2 ERT 55
L PEEEbRE FREEHREHNR L TH PCOS
12D IR BRI, OIERER, FENREER
g BB E O PRI G OULEEOZERIEE L
Bbhi-.

5. FEEKEKZEITE, HHRICESBAFED
1%

O —, Wk, HE—¥
A — N, B EBA—, AKERLRK
Eil (SRR R SER vE fik AFE)
FEFBIBREMCI 25 -Boms - RERED
TDICRET S, KEAEMGHETHY, LIELER
HEORKE 2%, T, HIRICESZHETHHRT
%, BIEREREZRICED, WUERE, ShkEE
ESHRRBEURE R 2BENRVEFTbh TS,
LEl, EWMMATE, ARETFEEBH S TWRE
T, AREBELR O W AREEE £ e LIRS TE
D1BIZEELL. AR TSCREE RO TR
APRES 7= Tz, BB K Y ElA 2R
L7 a2 iifT L7z, BRAENRD - 72729,
PEIRFE R 2 47 IVF-ET Mifr ik &0, BAEL T
N 2o d5l 2 AD TV A, BATEORE, HEMD
WL DR 2L SN D TENBREDMBE LR 5 TIZH
S TOMRORME L ) —#BIITWERS 5 2 & A4k
RBENTWEY, SEHOLSICAASTFICHELT
WAHAITIE, BIARESLCTEREMNZIETT 5
EBRBELHV ) BLEZ LN,
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6. XATBMROKEREIEROPRAODKZ X
NT

OfimES, & fif
(RN VL B A K Ay A PE )
[HE] A a# B oS  ZERSLBRERIEICL - T
FHPRBA L, HROBGRICHL Tw5, IEE, A
SEOMFEDEA, 3 TIIRBRHRP RO
THA2%2HBA5Z LITRIILTWAS (Goodrowe et al,
1988 ; Shin et al, 2002). —J5, MIEFMIRDH 2 5 B+
aIMEE LT, EWHHAEODUECTRIEF BT
HIMEDEDONTWS, 2570, 2af@PT
0 b AR e I & SRR O BRI S B AL
W, AFFZETIE A I TR AR EELB AR A5 RE
BT S E H Eb R & 2 (U L & IR RERTIR o A
WRE, OICREBMROREE OO KR X X
WO Lz (BB & 8 BIEFAR % 520 72 05~
2 RHE R 2 ORMMIIE 64 X 24K (35C ERWICE
) &L, k5 B LAPICIRE, SRR OB
ZEHI L7z, 77 Y E B IRREOZALIE 0 205 24 ReH
W4 M U7z, R R 50 R & 5P BRI o) & T A% 805
Xt x @, y EICECY BESAT L, R (R A5
EEORZ RN (ML, RERm#ER) &L
7o, BIROBEENIC I XS L, FRSNOIIEITED
SEHER D% Duncan OFi% B EEICL D K
EL, REELEROMROKE SE2iEE Lx. [HiE
5] FhE Ak IR OBEE L BV OE K1,
ERRE RIS 4, 38, 7HERED L. £
ZC, HEA R E SIS L SRR O R R & 5 A
W U7z, FlEIpie, SRR £ ERICH T 50
MR IR, RERMBRRIEE 4 (BWRTE LE
B2 L), y=184x/ (x+0.074) s R*=0976 & y=
122 x/(x+0.030) ; R*=0.983, y'=13.6/(x+0074)* &
y'=37/(x+0030)* & & o7z, F 7SR EHRINEANE & %
BT 2 OO EEAS 05 mm BLEISE LT
Hol.

7. Sperm Quality Analyzer-VIZ & %2 & EBHE &
INT A — 2 —D%Et

OWat, KEF—H, AikiFHs
(B W R EFL KR 22 SRR 2 FH22)
(1 U I DR AR 3 B A M O BB T (2 L ZH D B
HTHHD, HEOBICEREICBTIEHEOE
HEALRPBRRILIZ LT LLEA TRV R VOBIRE R
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bhb, CASAIIEHTHANLAARRETIZIRKE
T OIRERIE, KO debris DFEAE, BROEE
LEDNATALHY ZOHERRIRBENG, F
ZEfliTHL7-0ZDOEREIREA TS, OB
ek e LT D %<& Sperm Quality Ana-
lyzer 3% 1) UFL T34 F TITARBERIC TH T A TE
BE ORI % 3P L € oA MEY: & ARtk HE
LT & 72. 4 [ % ® upgrade version T & % SQA-V
(WABGE : Vv 73, W) OFHREEE:. (R
L] 20034 6 HA 5 2004 4F 4 HICH U THEAR
TSR % 5235 LR O R iR 2 BT L 72 105 4.
—HE A, CASA, B XU SQA-V IZ TR
FA—=F—ZJE L. —BEHBRES X O"CASA
WX BH—BRAETORBRHR LB L. 72, SQA-
VoOFHBMNEEH T 5 velocity b CASA IZBIT 5
ZEBRE L7z, (R SQA-V & —Bo A
LB HEMICB W THFIRE @ (p<0.0001), ¥FEH)
%1 (p<0.0001), AFEIFR QEFEEER) @ (p<0.0001)
EVTNHAFICHBEL T/, SQA-V & CASA I
L BMEMICBWTHTFIRE | (p<0.0001), ¥THEB)
%1 (p<00001), FIHFEE @ (p=00235) L\
N EEICHBL T/, —7%, linearity, ALH, B/
C frequency % E QR FHI O ) L E MM 2 & 2R
TR A=Y —L3ARLMHBEZRD LD - 2.
(5] SQA-VICX il Sz kTR, SRt
RO HBIZ X 5 B HMA, CASA ICX 5 Hll5EfE
LB EHEELZ D, velocity R THEEM I
WTHHLEEWNETHLLELNL., LELEEZ
FFREIERNICH LCTIBRADH Y 5HOBETH 5.

8. WAMREME - BEFHIN=_FURELD
R
OINARER, BiMHER, & X5
&N 5
(BIRK KT B 2 R e
BT (WIRETHE))
BYAIERE T 2 WEROVEDE LT, AV
ZFUPEHENRTWS, BERFOAV=F VIBEIR
MHDZERED HIXDDITE. FoANF VRE
EBECH FIRELHBELTBY, ToRO®REIC
I DRBHETROYEEBD L I WERLShTY
5. BHEROH NV =F EFEVAIE, mPREDZ
NEDITHCOPE I PAHTH L. BT RO Bw
TN =T EBNTIN—FT, MiEBLOREETDOH L
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=F EZE LR L7z, 18~24 iR R B 1k
FEORT V747 108 NEXHIC, FERRIE $Ri
AT o7z, KWTEBEOWER, 77TV — A HE
P EHETEHET, #7TV—B: HEFEVD S
WIZEEESTRLE T, A L BoAFro&kIcd
ZE A EEBIRE UCHli LA, SEB)SE RAFRE 43 B
GEE)E A +B50% Ll L), HEEEA BB 65 ) GRE)3
A+B50% Kii) (2 THRET 5 &, EBEERRE
ORERRA N =F VIR, SEHRRIEROZThE
WL, AEICETLTWA., LarLiEh#Rsrv=
FUBEICEHL T, MBCARREEZRO R .
FBBICBWT, PRV =F VREE & i
RAN=F VRECAEGHBZRZD o7z 20
THTIREDO S SN 2 22K R R ATRE 16 51 OB T
B 80x10°/mL B I, EEHE A+B70% UL L) &
WA A ELBE 7 B ORI BE 20 % 10°/mL i, B3
A+B50% ki) WCHSEL, BEEBILoTHHE
MOKRETH -7z, BT RP AR THER A L =F
YRR IR B YRS EE B A O R0, K
¥ -HELKTOANVSF VRIS R RE 2
FoTWbIENFEHRLER-TVLLDLFELTY
B E Z SR,

| #4208 AFFEHFIELIBHES |

HI P16 4E8 A 21 H (1)
K agvesdLE

1. ART 2LV 3 R&E\BH (RERIHF) 1S

OMiNIckE, HEEE, sSANT
s, RINFER

(Wbdhbrz)=v2)

4, ART 3 C 3 e z®iE L, KiE
RIS 572D DFELEMITONTEE L. fEFIE, #
P 335k, 0GOP, NEEWIR 64, MBIz CTHRIREES
ZZITWe2S, RBgd, H10 49 A YA L %
5. WG WFHBRAICHE VT Clomid #& @ P.CO &
WL 72, WA | IE%, HSG S TSR KlEo
Fii® Y. pure-FSH Otk CRIGDH 1 . BESR
TN IR & 0 KER, IVF @S s L7z,
1 HIVF ST OHSS BIED 720 ISR, 1, 2
] 5 AR 5 sUsER & MV, H114E 11 H (BE4% 39 38) H
M. H134E 10 H (JFEHR 38 M) EMe. H154E5 A48 3
FARRITREE. BE, BIPLITV, ICSI HifT. H16

ARMESEE 5041 - 2%

A3 A (Edk 38 8) Hie. MBECTHIEL T 5 KR
WAPNREZ T 7225, 3MHAMNICHRERSE
THY, 10 HEIIRERIT 33RO T, BAFRZT
v, HEH 2 LA rechallenge 24T >T\wWa, 72
BFREBOAETH L PRI R,

2. ¥47 (46, XX/46, XY) BURITEDFRE
BHEF & AU/ ICSI (2 & 39 ThE]

Onii HEAF, BpBE, WitEr

HIFHE R (Wb X g AFFARL)
Ak (RS K& 9 WA PR 25 F)
FEAFEA (156 JBE A Bl BR B B AT F 2 )

[Hi] ¥ 25 (46, XX/46, XY) BHOREHS
SEE LB ER T2 CEE B oMk, HE
W) L7223 s, [MREORMB] 1Rorky, BEARE
Bk B S, T8 LR NE R kR, RO RS -
TR OB EM T ORI OAE LK 27T L 27
. KSR 1ERGE T A DITIRE Ok S, E
AR, RIGEERS 19 L Bl s nrz, [R] Ry sk
O Yett ARAL R 1L (46, XX (28)/46, XY(2))TdH - 7-.
HEAG S PICED T2, A TFEHER LT
HRERAEEZ L, ZORIPCELE TRIME, BRI T
(MID 3 DI ICST L 724k, 2 A5 45 L 7. Day3
T8cell ICFH L MBRIFE 2 2B L, BA
# 14 H H TR HCG Fatk, 5 8T GS % fif#2, 1Tk 40
5 HHIZ3026g, EHLE U6, XX) 2587,
(3] RADOMBMY 25 (46, XX/46, XY) B
Y DB T- %2 72 ICSI IS & 2 A H 22 13 1t 7
TRNTH 5.

3. HFMICHTIERERTHEXETORRAM

OHFHFE, ML, SHEs—
MRS, HF %, AN
(B AR 2 X 9 be)
— I E (IVF 2 ) = v Z7i&)
i Bl AT 28 RAELERBEICH L TT- 7208
JPE 8% T 0 I A% IR AT D AT 2P IS B U B R RIS D W TRRE
L7 SEBE PR 1444 H 2 5 F 15 4F 12
HICK T8 Y BSR4l % 99 1
T o7z, 59 BlOR WA LBE IO WTHRE L. i,
RO, AL, M ERFIIOWTHRE L. B
FRRI6ETH £ TIZ206) 2348 L 72 (OF 4k R
339%) . 18 B (41.9%) i% 40 sk, 2 % (125%) &
40 LA L TH D A I 40 K THARPI AL B o




PR 17440 1H

72, 85% (& 1 ELLICHEIR U 722, TR, FeiEfzh
ZNOFHREHMIE 414, 574, FHHERK3S5
18, 4818, FIUHAMMER 427 mm, 441 mm, F
WM ER769g, 669g FITFMiKRH 95345, 105
FThH o725 MBZHBEZRD 72, HFETE,
BENBIEOBEIC S I e h o7z, B EEX AT S
ZRALBETIHEORE I D S 3 RNk
BT o 72 RV,

4. FRPHAPEICHTHAIRIBAEDERIC
2WT

OFFESRF, |l &, Hk ¥
RS T, Hh R
(R HH K 5 2570 A 1 5 S IR 2 G e
PE It NFF22 5787 )
BERH (K HI K PR &30 e 22 )
JEHEARPA SR LT A TR R E 1T L7270
Bl (223 M) XL L, FHB X OEFER, SEW
B, WTRRICOWTHE Lz, 70 B, 16 # GHE
Bl 23%, SR 7%) TANTIEREIC L 0 IERASE . L
7o SEERBE 4 CRIAT 8L 6 [0l & CIHERRASR L L 7=,
IR L7z 16 1 (EaREE) & 6 ML EHIfT LCHFRL
%o 7z 22 61 GEIEIREE) (280 2 R I ik
B, BERLLAREZIRDOON LYo/, FERIZ
326 W& - 344 &, UMM 35 4 55 4F L IFIREE T
ARICEERAE L NG - 72, B ICEER
2334 iE UL B ORI 2% 6 4E DL E O BE 0 IR SR 1
FLAEL, BLOP N2 LRE2EETRET
hdEEZOLNT:,

5. MXEHBROEBRNESR

O, MitEh, ANFHR
KB ekt (BARI K R 23R e dat N L)
[Br] YE®aRE (PCT) DOERKRARMEIZO W
T, BMAEBITHAT LR AT (AIH) O G
B DBLED SMET L7z, [Hk] AEHER 7)) —= v
A (PRSI, TS EE, PCT,
HARRIBIRE, FBME) 2& L2%Ic, AIH 2%
i U722 v 7V 285 w4 & L7z, [Hkk] PCT
IEEFIZ 1916, REHEIUFATH-72. RE13H
HOBEMBECBT 5 AIH 12 X 5 BFMEESRE, FE
BTIE246% (47/191) 7o 7-DICH LTRERTIE
479% (49/94) TH Y, WEHEICHEZ (P<0.002) #
A7z, [BHIPCT UHADORIER 2 ) —= > ZFHRAET
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#xH ) RESBD bR, PCT BRE L 51F
ATH TR ERED S N5 A5, PCT BIEH % 513
BHOAT v 7L LT AIH 2 RIRL T b HERERIZE
<, BWMMIZ ART LSO EH AU EIC % 2 W etk A
B, L7245 T, PCT DR ERIZ, HENEF
DY ISR L 72 3N ZAE 2B 22 i AR W &
VI EICH D,

6. FHHEBRTERICREITHEFRIOCTF B
& O & ¥—Sperm chromatin structure as-
say (SCSA) & i\ -4 54—

OrILE-¥, REZT, mAMA
MEREE, R, NEOAHA
FEFRE, ki &=
(8 B IR S R B KR 2450 p it A B)
WiH X
(EBREF AL KPR EA T v 5 —)
[HA] —#I@% IVF & b ICSI & bR A KR
EMPEVERE U TEARFEORREICER LR
L7z [HEE] L 35 5200441 -4 H, 8 8L LERYP
U ARa B4 L 72 IVF 17 #, ICSI 18 . 2. 354§ ; se-
quential medium % V>, #EK5 120 RE[I#% early blasto-
cyst L EZFERE L L7z, 3.SCSA ; FE 24 THIY
SN2 RHMOKRBEBYEHERH F £5mMN-
ethylmaleimide (NEM) JLELE, —80C THiks.
L 7z ¥ & % low pH detergent (0.1% Triton X-100,
0.15M NaCl, 0.08N HCl, pH 14), acridine orange
(AO) # (6 mg/1 AO, 0.IM citrate, 0.2M Na,HPO,,
1mM EDTA, 0.15M NaCl, pH 6.0) & HIZ Kt & 4,
SCSA %47\ Unusual cells population (UCP ; %) % F
WTREHT L7z, [R2R]E% IVF BT, M2 20
Liro72h%, ICSI D34 UCP L B MIER R & D
WCEDHMZRZD 2 (r=0592, p<00l, n=18) [
] ICSI TIRIEAK TR ORI T LR A %
TR LIS < WITEEHE ARG S 7z,

7. Steroid receptor coactivator (SRC) H' M~
7 ADEFEHICEZ B

ONEVAA, BILET, REHRT
WAFAN, HEXE, HFFHES
g = (& B R ERK R AR
SRCIEATFu4f FLt 7% —IZfEa LIEEHE
557 THY, SRC1, TIF2, SRCIHPFEEZINT
W5, AifFEiE, SRC-1/TIF2 ¥ 7 VER S X Z{EK
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L~ A DR ¥EICBT 5 SRC-1, TIF2 O HHE
DN EZ B E Lz, SRC1/TIF2 ¥ 7 VER< Y X
BHIETH o272 SRC1+/-TIF2-/- (I+/-
N-/-) lE<x? ROV THAR, TIF2KO<7 R &
W72, 296 ARKBERICTI+/-11-/-~77
ARAIETH S Z L MRS, WEEE, KPR,
R E M L2, 72, 7TRP—=Y X & PCNA
OBERLME L, MEEREWAERNEHBELAR
WCRAL, BTN CIEEW RS TR T 220 7.
HROMBRETIZIMAM TR ICEH LN 23
B, TORMEDOT R b—¥ ZITAFIC LA L PCNA
B RERRE T L w2z, UEXy I+/-11-/-~
7 ARAHETH Y, TIF2KO =7 A B LIEROZE
P REASHE W Z & A 5 TIF2 KT Tld SRC-1 2585
BB AT L 2SN L.

8, EWMVYIALNEBETITADEKRZREBICHEITS
Survivin mRNA OFIFEICFHT 2 %5

OfclE &, EE#as, AHBEF
WO, REEmER, EK %
wmH O, BEEN, HPRRK
(BK A PE it A L)
IR\ T AR 0 58 A B B T R B | et gy
REFERZELTILIMONTWAS, &A1, Survivin
mRNA OEEM RT-PCR ZH% L, E#i~v AIlH
% R D B E A% survivin O TFICBHE L CTwv % ]
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