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AR S L

458 (reproductive ) SEREEHEX, BiGkH: HTEN, #5
BH, ZEEZFSITH. XHEPMEEESBEEXARES. 240
BE, mYREESEEEAT S, FEELEEE ( Agamogenesis/
monogenesis ) 1G4 (gamogenesis) 249, MIRZEEIEZE, M
HEBEZ, FEFRAFRGENLEEEEREEEE, EEEHE
BIRER, WTNHBEERHE, AMENRERE. RENERKAEHES
BEEX, WNEIFEREE [EERENEED A5 E (Meiosis
nondisjunction ) MIHF£7r2 R & (mitosis nondisjunction ) 1. 3ZFEH
R [ UERENNUERRE (diandry ) FIXUESZRS (bigyny) &1,
EISZREONORR, ERRIE, BEES, #E. RANENE, &5
BERREAT T, Bl BINWKENEE ., BAEH. HREMR
HREANEE. SHETERHSEET X, WA ER,
FEEHRITEHARNEN SRBIREENXR, RN, &
B, WOMHEBNEAEENIRESREE? #& (karyotype ) HRE
( phenotype ) @ —H? AEMIE(WEFFASHMATE) ( AREEBEW
NS/ DEEBES ) | AEHIEAE (IREERFIIRERR, A 5IEEE)
NBAEEENEH SRS EAES RSN, e PNER, X
ZREEEENEE, hERBNEE, BT EENERN, SHFER
2 RENER (Variation) . ARERRMEEEE (AFEEES5I088)
5igife (4B ERIS FEE ) IR,




EEX P 2 203

SAETEE R AR £ F R EE A MR E ¥ (cytogenetics ) 19 Tt
&% (molecular genetics) BIAFSE, NEHRMERAE T HEE (gonad
dysplasia ) . AMEAERE( sterility infertility ). A T&HEIAFEEIAR( assisted
reproductive technology, ART ) . BEEAYE] / FENBNSWHEIARSE,

Bt
HRETRESRE

HRE B REEYEEh TREREEENOZE, SEHERERBARRS R EREREN R
EALEBRAMERN. MELT AL (ovarian hypoplasia) #, SR AchE: BHERE
A4 (testicular dysgenesis ) B R BHEEREBRAEZE, EEBTLUN T2 THER B
ARETZ (male hypospadias ) #MARBRENEETRYE. ATREILEFTANRAEHEH,
HEFRRRAMERLZE AL (pure gonadal dysgenesis ) ( X#5 Swyer SRS 1E) . HTEAEFMK
(true agonadism) . £H. & B A4 (testicular dysgenesis ) . #4EE &R LI (rudimentary
testis) . 2ILHK (vanishing testis ) . ELMEIMIE ( complete bilateral anorchia) . fiEH
EZEHHERE TS ( pseudovaginal perineoscrotal hypospadias ) %, Caulam (1979) #
REFAREIR AR IABLLSTE (testicular regression syndrome ) , fl3ER AL ERE AR
B EAFREARLT RN S FERE RN, BE T2 AHRNIRERG.

AR R B R ¥ P LU IR E AR L W, X4 XX 5 XY itk A2,
ZEEXLLATE A W XPRERE T ALK EIE AL, HE—EEX R RSk ( sex
chromosome ) R[], EMLHERELEAE, U TFE—-ME.

—. FtEE

PPEBITE ( hermaphroditism ) 238 88 HITERER P FMET-EE ( genitalia ) . BIEAE ( secondary
sex characteristics ) R RERENBIEFE, BIREHEER— MM L RETREREHRRA
glo a4 AR A EFEHERIE (true hermaphrodism ) RIEFIHEIEE ( pseudohermaphrodism ) .

(—) RAEmR

AT RIS RN R S MIBEP RN, TSNS TR RAESR,
SMETERE B, MBLWRE, SMUAE, HattF) (Gender/social gender) Sy H
ik, PEBRETLARBIREI SIS (ovary ) BREBA (testis) , tWATLLESPE SRAEFR—tER MK

2




D@Dttt
BRs2 (ovotestis ) ., BEHIMEMR, #4957 40%2—MHIRE, BN 5527 40% M40
BN, A—OPAINE; BF% 20%MNEAHINE, H—0PhWE, H—0THR,

1. SeaikizR, AMPERITE R AR (karyotype ) BHCh 46, XX B, AH 46, XX /
46, XY #A R (gomphosis ) 46, XY /0., HMAH 45, X / 46, XY #iER; 46, XX /
47, XXY BRER%.

2. RENIE, OHEI46, XX, XEBEWFIRE, H—WERASME. HERTE
RiTF Y Refafki) SRY £E S0L (translocation ) ] X Jefalksi i —wYefalk b; A¥TRERH
F XY #ARRgR . OB 46, XY, XEBEMHNE, H—00A8H, WREFEETE
HIRAETRES Y Refalaty R 3.4kb DNA EE P51 (DYZI) HyERSr sk EHRERK (deletion ) H:K;
WATRER M T XX A RR PR . @BAIN 45, X / 46, XY, XEBE—NHE T TR ATIE,
H—RANETRIFHSN, HERREH TR Y RAKEERRKA,. @HRA 46, XX /
46, XY, XBBEHEMHEHN, B—MAHIRE,; WoTRE—NARA, HB—NAmE. HERER
FH8 (ovum ) Fi#k{k (polar body ) 4rFIB A E¥E T ( sperm ) 34, RG-S (fuse) ABATH.
GRIN 46, XVAT, XXY #E&R), X Pt ( X chromatin ) | Y B2 (Y chromatin ) &8 —1
FHZREREAR G & B SRR B AR A BT R

(=) BT

BRPTEETE R IR R R —B, (BHAMEFE B s BITEAE A PIAEAHE SR IR
2 RHEETE X 53 I PR R B ( female pseudohermaphroditism )F1 5B BitEBIE( male
pseudohermaphroditism ) Fifh.

1. ZHEEERE. BEORakBRIN46, XX, HREWE, AFENHE. &
EHEBREBERY RAERE: OEXET LR EFEAEAE (Congenital adrenal cortex
hyperplasia ) . BfER—Tbd Yefathiattft{E5 ( autosome recessive hereditary disease ) . @
A PR AMEEZEIN . SNEES RHEE S FE (androgen) i H I,

WAEZSH, FEHIR AR A EERR (E a2 s EHE S R EUE AR Bkl
fE BB, R FEEHAREERNE . U ERERXRE R ILSMA B B (virlism ) .

2. BMBRAEYMERE. REARadEiihq6, XY, ERASIEERERARNER. &4
BHBEHEEIEE DREE . OB LS AIE (testicular feminization syndrome ) o IEAE X
FR A AU (androgen insensitive ) BHERFEEEE, £ BHEBRFHERTE D HA%
B, Sk X EEkFat B ( X-linked recessive hereditary ) . @ 17 - 34LEE (17 o -hydroxylase )
b RBEHEBRFEBERIY —, A¥RARERESRE. @178 - LR (178 -reductase )
BREG. A REARatESE. @ 17, 20- BéERE (17, 20-desmolase ) BkfE. b X ESRRTERE .
® 5a- LJ5KE (5a-reductase ) BkfG. ¥ fpEatERE,

(=) WS EMNiCH

HMETHISAT T X B 2 46 XX B, N RERMETE . SHUGES FRIRE

3



PP

( Abdomen ascertainment ) B85 ( laparoscope ) MZNIBFIADEE 520 FFMERAR, I
STERRBEFTIRRY, ENEAE, WTEMNFMERRA RN, TRERRIMERBR A Atk 1TE
Wro XTEFEERTEAER), LA NEMSAANNRELEE A EHE. AREREERAS S
45,X/48 XY HERA B ALEMERE S EIREFIGEMER, IR UNIMEERETRE
RANEREABAETHREXBEA 2N EMERTE.

. VEEEEL AR

PR AT ( sex reversal syndrome ) RIEBHEMETSRAMR, MFRAMERESSIE.

F13% 46, XX B 46, XY LHERFREL,
(—) 46, XX Bt

MR 46, XX, RECHBE, BAEFTAR . B2, HERXEIR, RETHR, Ml
FTHET. HEELMoH. HRRTREST: BEERNEEXX / XY #E&HE, HRENE
I ( Peripheral Blood,PB ) Jfa{fiGa iy TFEX R4S (optical microscope ) T RAEIR
Yo / XD, Y / ERaEEN SN 25MMEE (sex determination ) #FEEER RAER
A (mutation ) o

(=) 46, XY &tf

R BE R PR ARSI AT SRR RS AME, iR XY BAtEREEA
4, BEREEGRDL 46, XY, RECHLHE, BREBRH, HERAZERRBNEFTEILET,
A, SMERASEEABE AR, SUERIRER (streak gonads ) , HIREMHZ (primary
amenorrhea ) , ABRE_MMAESKE .

HE BaiiA N5 46, XX BHEME, RET: BEENFEEXX / XY k&6, {HREM
SMEML ( Peripheral Blood ) i FHEEFBMETREERANA Yp / XD, Y /
WHALREIN HIL B E5EHRENHERERZEZAE . HUA NAR, BEREARE AL,
B X EEE, RN etk thilitt ., IR RRR, HalE RS R 5
& E . 90 44, Sinclair FHR TERAERAYN Y REEEEFEFREENMFER
FE—Y defafste sl EXIEE ( sex determining region of the Y, SRY ) . T SRY &0 K
F (testis determining factor, TDF ) MiEEi%k#RE (candidate gene ) , FZIEYE#E] SRY
HETERRRA R P E B RATEIRE BHE T . REEPSMAE BT MA R EBISTIESS, 46, XY
TR I L #E (sex inversion ) fAH T SRY K MZRAE, MHMBE SRY BHBHAR
BT ; SRHT SRY BAERPTLHH 5 — TR R T RE T RTE .

=. XY REEMRAEAL

(—) EEFRA
ERBEE L ARET, RSMWER (testosterone ) RI—F#RERT B EHHE (Muilerian




DD it

inhibiting substance,MIS ) BJi#%E, EH'E®E (mesonephric duct) Bt EMEHISL, Kk B
HEE, BIHEE (Mullerian duct) FR#k MIS W & F HMNE . T8 50 LB, sMETASE
AEZHERF (male hormone ) HIRTI R B ALHEINA . HPRIFSCHIE¥ B LERIMERSE,
PSR ERER, Befaldoh 46,XY, FR XY BaitiRE BT A2 (XY pure gonadal dysgenesis )
Swyer (1995 ) B 56HliaR 7 HISRA , BOFFRA Swyer syndrome, b5 B # A G ¥ Lot
HFEEERLFARFRREALMRL .

(=) &53hsHr

AFT S EERBUE RS ST (BN LML) M 46 XY 17 o - BIUBERZAAE
o X=HBERGEIA 46, XY, IMERBE LM, Hh FRERE, ERERBAHTZET,
XY BattREBEAEREAEARE., AHENFE, AL ( AZ) A# (artificial menstrual
cycle) [ AT BRI RAEFE B FHBERFK (Estrogen) A SIEBZAEHMMTEA T, OR21 8
TR R ( diethylstilbestrol, DES ) K& /5 4 H& HIALAES (intramuscular injection) 3§
#A¥E ( Progesterone ) 20mg, AITREEHNBERESELBENER N 1 ERERD, HERMZ
¥ ERARREAUBESTERENAEAE,. HE2E% (caecum) , TFH (womb/
uterus ) , ATFALRM, ERAXBEARNEN; 17 o - BUBRZNBERHEABLE,
FHiEtEER, ALRBGTRRN, (HBEE 4 & ILE( Hypertension ) |, {11 #( Hypokalemia ),

HETAA XY BAtEiR % B2 EERE R H T SRY BRMFEAE SRY HAVER LM
B 53— FhEE R B ThRETE R AT

AR RETHESBRREINEREE CREBIL) REEiReHiE.

. XX JaaitEiREEAL

R RENIERERS XY BattiRA AL EANE, XAB L, FEEYE, K%k
2 (extesticulate ) &%, [REMHZ, WRIEHFE (nerve deafness ) KAERWE. ABRE
EAKRE, WIMEHRRARBA AR, ARNE. TESHE. AALRAMITLRAZ, %
REEFIR, BRAEAK 46 XX, KHTF XY B, HKBERA RO EER, BEENRA
BALZBRIFEEMETMEL. BER MIEMEFKHET, REREEKEAE. ART XY #
AMREBTARMRE, YERE R,

EERESNRBIERTA 2 MU EMRE, KBPHEESE, RATRE M RaskiR
PEBAERR, (HOURT 46 XX ME, HRET A2 RAZEERE (gene mutation ) , FReTHFH
AR, ERREAESFRHREREE RS, REROETMEREREE RN, Lk
SR EME A TR L.

¥R S HAREE RO EAEHEER, TFRERS 46 XX FIFARALRE, @k
BOREETU A R FARTERRBI AT 20 XX AR R B AL, HAEREINELRF A4 (congenital
ovarian hypoplasia , Bl Turner £:&1E ) MIX FRILEBE S, BIHAE Turmer LRE1EM

5



ARG L1

ARfA R EAFAE
R XX BAteREBALOERERT AR, BRAAFUTRRE: OFRAERER
B; QERRBEROETIN.

Fi. SRY HHIBWEN AR E R

TEANRMERREPRBRAT Y Jefafd, Y ROABNWAZBRET, FE2AAA] WK
F, TSR EMEEE S B, XERAE Y REKNEE LRARHIIER T (testis
determining factor, TDF ) &K, M Y Rl LR EX (sex determining region Y)
SRY B #IFRH R TOF a9 Rk A . SRY EMRARAIAR P RIRI0LE B AR B H .
{BR:, WA EML X R— MR E RHNBSH TSR, E%, Radettnl. HREHR
FRIEFR B, (BHAER— R R ESEE T REE X LR & Fh R R A3
BT RENERIZER . ARRIRETEER SRY ZEAES, —RFAEES S ERENA
e, MR EER M SRY ZEBEMNG, BhHEMRRES 51 FZRSN, —8
SRY H#EKZEBRIERENSHEEELERY. HKLE, SRY BERRNEZHENLTFRER
WHERFB.

e
AERERESRIF

RIBE AR, HFEEEETE. FE2ENRERZ2E, HRARE (infertility) . /&K
WEZRTTT AR IR FRIR K MEAZR (primary infertility ) , BFIIIER (BER AR, 2™, K
=, BALENR, HERE) MERERGEBFELTES 2 FAREFLETZ (secondary
infertility ) . HRIBAFARENMED], W hBUHAET SLARS, BENNSHERE, FEXS.
AL, CBREARA N 15%, HPLtEAR syl 40%~50%, BHEATLA L 30%~40%, K
EARBHEL S 15%~20%,

AEFEHELE S, AREENOAIEREES, Hrhhi@EpoRs AR ZunE e £t
R FEE, RakREEmpLRRss, MEBLEN. 25N BNRASREHXNTE
PLEEH A AN Z A B 8 o B2 U B AR SR

—. IR EGE

BHABEREPEHYES RS REFFE RN, XBRRPROTEE, L2 TER™E
(M RIS BRSPS E TS 5 A2 T4 i ( spermatogenesis ) 18, T EHEEEHSIEMNL
¥ e (azoospermia) . HH FEAFE kalimann Z554E . Prader-Willi £544E . Barder Z281E .
PRI ( sickle cell anemia ) . i #§F I ( Thalassemia ) S5ERNaSRHLATE R B ILHER
6




DO 5 i

#5; Klinefelter ZR-A1iE . Noonan £EA 1 . 46XX 1% 5 0m 22 AL MBS0, BIEAF4E(L ( cystic
fibrosis ) | RPN E SR, & VER S24EH (Idiopathic epididymis obstruction) |, %
'S (polycystic kidney ) . AShHEELAA1E (Fixed flagellum syndrome ) | 5 o - EJEREHRZ %
T SIFRERREE, FEHARET &G T LREER A5 RN BEARTERT UL
JTEAT M (artificial insemination ) MAEE W, XHEMATRERBEEAMIINENR, BRAER
BN EEN EHeHR LR E R R, Dl RE MR RERAE,
(=) YRBEEBBMEMRE
1. MHRY: BERFEAETRRAEYE R RARNFT
RTIRLEAE (Klinfelter syndrome ) , HEA%RIE 47, XXY, &5
HEABRERER 110; MmBHELSAME (Super male syndrome,
BRK 47, XYY ) BREAMBLABTERERIEEN, KEFEFRE. e -
2. EMIRE . Y RefalkiEE (shortarm, Yp) BEE (long S
arm, Yq) SAEHWTLISBBUHEARE. T Y REEEEREN B 111 X D@50 Y REk
SRY ZEFREZIEKZ B ML F=4%, Rm, EXHET
B ERR Y REakEE b SRY LISMHMER M EE, Kb FBERAT Y Rtald KFiL R
Yq11.23 L# AZF (azoospermia factor ) P ( ¥ AZFa. AZFb fl AZFc) (1-1) ., XK
M FAE TR BEAETRE, XY JaA M A1E (Micro loss syndrome ) , 8 Y Y fatkiE
il iE 7 ( Y-linked inheritance, 1FR Y fE#ES4E ) o 12% BIERE 2B TEKER B 6% B0 KF
(<5 B /ml) BHEEIE AZF EEIENN Y A KBHEs (Long arm micro lack ) , 3
Ll AZFc ki ¥ .
3. HABSY . A3 Y BIGL (inversion ) SHERIZERME Y Jefafhfl X Rl E SRS S
BAFHER (£1-1) o
(Z) Hfhsh bk Rw
FEERME HAL ( reciprocal translocation ) , HKEFHEH L. FH#S1L ( Robertsonian
translocation) . 55 X 2 Y JufatktE kA Hefath T4 517 ( Balanced translocation ) FI&i4MzE
Befaftk (mark chromosome ) #RESIEAMERERISNATRE . XM akRETESBERE AR
S, AR OIE. B RBIRMRE RIS, (BREMAEESEIE
ARG X ek B SRR R T REVER BAR SR = 4. (1) B134H (breaking
point JEEF SN B @I b (2 R BT IEF R AR FmisoE 7K IE¥ i
(3) X BefafhdeiEimlF (skewed X chromosome inactivation ) BLE XA X F¥ Bk fiA % 3%
I hRER RN
(=) HEREEaiE
BERIA B, REMZES 46, XX, HREIL SR SE (Klinfelter syndrome ) #81LL:
NEEFHL, B, RIETHR, SMEAERDS, FUEEA. THE. SIHER (Testicular biopsy ) f:Z

BREW =R
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