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EEMREEBBECENMRER

B IF R ik

LHERBRFEFEMBAFERLARI, LETIMFHRLN (LE

B, 415% BB REZREERK".
HpBEHERNEERBAENEERREZ —, X4
F15% M BEHAEELHBEEERESE, BFLE
EEREMEAREERT, HIHEBUEAEESEEF
Yotk S 2%~8%, T3 5%, BIHINK A K
T4t (intracytoplasmic sperm injection,ICSI)
442 %5 (in vitro fertilization, IVF), BiG7T H
HAFEMHBEEEA, KEEFRET R AL
W AR B, R4 AN T BE Lk I L 5 AR ) 3 (K 4%
BT —R, BEHEIHEEBB A EFM
e =4 F . EEMBAEBEANHKAZR
Tz, EATMER, HTBREZEESEKAZ
TEBcHAEEE., FHik, XAEROQEHBEE
RAIATBIME %R . e, Wil FRE%E
REEMERETEAEEEN. AXFEGRTH
PEANE & WL Rs % 22 IR DL R S B AN & A R 8%
AU RERE.

— RGBT

(—) HEEKRHKDRT

1. Klinefelter ZZ & 1E: Klinefelter 5 & 1 &
BHBAELNREAARE, EEEFEILP L
0.1%~0.2%, HEWKTFIERENEN 10%, ™EDKH
FREM 5% . Klinefelter £E & 1E R—Fh R BB
SRR Z AT G MLE (R IR E K
AN

KlinefelterZ% & 1F 8 & B R R 22 AL Th e MG M
SHAF .. it £\ KN Klinefelter L5 & 1 R4 NG 4
BH, (BRIFEXME DM RHBIEEB AR
RIE, ¥iL50% ) Klinefeter 45 & 1F 5 # @ it B 44t
BEA: THMEKE (microsurgical testicular sperm
extraction ,MicroTESE) IR} HEERMIKE 117
EN3EAT IVE TR/ Ferhi SR IEH R TR
GAMEERERINENME—TIMEE, BOEFERE 32
UM BRI EREER T332 5LUE. BATiAA
Klinefeter ZZ A ME B HEHAENEF —EHENRE T4
M, AMEFEMEYRERRRT"Y. Hmned
FHRAEREMNE TN TRRGEEREAFEE
B X.

o w4
200001)

2. Httk AR BHATER LKA
MREARE LTS 47, XYY, 46, XX BHEAE
%, 47, XYY ZEHE LB EFRENR 0.1%~0.4% .«
REERFREOKFERERFEEMN, KFHITH
BhAEFERT, N#TEE¥RE . 46, XX BHEAE
% AE# K 1: 20 000~30 000", HIEHEHE Y §efa b
BHIR T EBRP LK FHEF (azoospermia factor,
AZF) X AEERK, MARTAERT, Btk
BEARBUEFNEZHEXRHAEERBEALZS
(artificial insemination with donor sperm, AID).

(=) BRMEEARNGTHM S

X-HHREEGHM, Y- FREESGMEERNE
AEERN MBI ERNLAEABEE. Mau-
Holzmann UA" 43 ¥ T 764748 B 4 58 V6 7 AT e (44 4%
HomRERNIES, X-FREFRY-HEREHKS
LB E 4%,

(=) F@aadHis

FHBHMNRBEF LN EEEHNRE, B
M EMAET . PABHREAEWAIERGE 2
g ik (13~15,21,22) ZHMMEEREG. Bk
FE—ANREREAE, —REAFELN, BEFK
ZHMEREBANKE, MEXEEE. ZOB5
frig e DA 45 A%k, AR3E Simpson %" V3R
1, W)L REefP RS REER 0.099%,
RMEAE BHNRREVRENEH 0.8% .« B
WA REARE R 13 5M 14 SREKZE, UK14
5215 Btk @, BHTEBEMETENE
B R AR EE T TR F RS R E A E
AT AR,

(W) REH4

T H G R R b 2 (A AR L AT #e B o e e
hhrlr. —RBUT, XEGNBEFERYELR
W R, ERTERESHANE, U REEE
VR BARIA, 1BA 78850 R R A ¥ 4 1 A 1k
B, XXEGMEENE FHEATRERMAT
(Fluorescence in situ hybridization, FISH) &3¢
AR AR T40h 50%" . 78 SRR 1k
H, XESMMEREREE T RAR".
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.Y REBIEMEREK
71992 4F Ma %' R Y R kiR 5 %

YERERRBIBEAT T HRE. Y BB RE Y

A B T AT TR TIEH) 10%~15%
A % B ARG T 12250 A BELME O RS TR R R /D
SR TIEERE, KU AZF ME% 13 6] (10.06%),
AUt R B ZIEF MM ABEBAREET FRZET, #
1T Y BE45 AZ F 3R 4 g5 T B N 5 H M
REWH. Y REEKE Yqll. 23 BEBHIE TR
AERERE, BRGZ2ATLHETFHEF (AZF) X,
FRSH 3 MEEMLAXIE: AZFa. AZFb f
AZFc, HINXIL AZFd 5 AZFc S EE, HAER
IR AR ", {BA Noordam 2" A K
AZFd I RN R — M B ERMERIL, TARBHRM
RE, RmlE AZFd Bt REHIRKRE . Y #
AR K 5 B AE RS ThRE RS I RAR LA B AT E AN
¥, AZF XM ERARFERGI R+ A EER
HUEIMABE T . KEH AZF stk BB TFREMAN
B SO B R A VR BT = A", AZFa B
FH, B SHHEXFARSESE. KRB EHAN
HH: USP9Y M DBY. Luddi Z 4R T —w% 5l
USPOY H R 5g 2k, HIFARZURE 7 HERH AT
ARZH., XRTAHEFRTESEFERTX.
AZFb 58 &5 R Bl AZFb+c Rk S HME L B L&
IEERRE S BT A S W . AZFc Bk B E ML, H
IR RILAT A TER FREE R E DK FE. K2R
HAERAESAHER . — K, K460 %~70%
S R AP R 7

=, EERT

(—) EHARELFENFHIATT (cystic
fibrosis transmembrance conductance regulator,
CFTR) %R

CFTR £:[H & i T #4154 7q31. CFTR ERF 5
O S HBEMFHIE (cystic fibrosis, CF). ¢
M XU 445 B B 40 (congenital bilateral absence of
the vasa deferentia ,CBAVD). CFEEZZRI IR E
R ES KR, ZEBRUEREMABFE L. Bl RN
ft) CFTR 583 15 A4 1600 £ 57 . Welsh &
Xt CFTR EE A AR 2 A, #8 CFTR EF R
SARE: (1) BERRTFHEHE CFTR EHAMNE
M (2) BBCFTR & R AR RSRE 5 9 M2 ;
(3) CFTR EH RS AR FFEEH 2 40 B T0 R,
BEAEFHEENEAZERERE: 4) BEABET
BEMESEERY: (5) CFTR EH 40 M6

e HP 1 B3 RREATERE, 4. SEREH
BRI, Claustres Z'W 5T K IL7E CBAVD B
o, IR EAEF AR, KA88% MEE
—ANEMERNRBRRT, H—SMERETER
Z, JiA12% B EEA SN ERIBLERR A,
SRTITE CF BEth, % 88% M BH PN ERHT
TEERAE, KA11% HEER—NEMERETER
Ay, PSR RARAE. BWEAIR R0
CBAVD & H&EE LKL N AF508, #AEHZTS
A, RERRIITH. KEIAEXP CBAVD 5§
CFTR ER A H YL . FIKACRI CF B
FA LRI 7 CBAVD, ZE/>2/3 ) CBAVD &%
171E CFTR £ KR % . % T CBAVD £ #F (] {TICSIVA
T o 1BFEAT ICSIVRYY Z B X B3 & WU AT 18 4% 2440
&, M AR AR

(=) #gE %R (androgen receptor, AR ) %

HEBCR FRE IR ST R e FE B PR A RIS AR AR
AT . SRR R TR ERAL T X Rk
L, BEIANIET. ARBERTLUSHHEHEA
URLEAYE (androgen insensitivity syndrome ,AIS).
BEAIS UAEHEELZM—NIRRRIL.

Ferlin Z"WI5 T 1517 B0 K FRESRE, K
W26 % (1.7%) #EH AR HEERAE, HF 2 H#H
MARSE, 1HRELEARETHR. 1 HIRENAEEI
B, HAR 22 HI0UNRE 7/~ g, mHENE
SHE LH M THARE. EHMmiAh AR ZEFE R
LU EBRHATEEN 2%, ZEUHEAETHEE
BREZ —.

(=) MBEH#E-F 3 (Insulin-like factor 3,
INSL3) AEAE LR RARELAFINNGEEBRE
4k 8 (leucine-rich-repeat-containing Gprotein-coupled
receptor 8, LGR8) % A

INSL3, H#EfR Ay EHEEF (relaxin-like
factor, RLF) 2K MEREN—1 KA, HE
FURI R4 M=, HZE N LGRS, EEMHEZAT
MRt FEH , INSL3 B E A LGRS EF 4L R H#E
HIRRFIHMERAFHAEE, XL
AT TR . Ferlin %™ Mg TIEEA THAR
BB P TEAE (1) INSL3 2 [ (1) 5 AM5EARNAL A (P49S, R73X,
P93L, R102C, N 110K) #I LGRS £[H ) 1 MR &
(T222P), FAthfiTiA % INSL3 B LGRS &[] f1)ixX £
AL FHIZRAS AT RE S BRS2YE, INSL3 A1 LGRS #EfR 2
PHERZE R, {B2F R INSL3{5 5 @5 BHEA
BULBAENERNFEL PR,
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M. BESHEMN
ERZA5MEBHEANFHBRAEHARFSAN
AR —. REERSSMREETRENNZ
SHAERGERMECNEREE. BRro kN
—HERNEZEESEHAIEMEKL. K1, XL&F
REEBHE—HER. XEEREBTUTILAHE
REH I ReRMEE S ST PR ARRHE
FUERMARR, £HEMITHRE RETERAREAR
MIZR, MMERIEFZER, CLEM R 5 2 755 .
M, 2AMBRTREEEFENRET RN
(B) AEREAEERATRSSREAERD

RE RS

(—) BEEZKRERSETI

HHMERGERNNIE T IR LS A, H
AR (CAG) nfl (GGC) n ERSBURHEME
ZHEANHREARAKENERAEABN SR HER
B, XITEESEY AR MIhBER X, A£EF B M,
CAGHM GGCHERTH 45 A 10 B35 (Y
21~23) K4 324 (F¥16~17). CAG EEMK
EMBHABFTMR, (CAG) n TKELEGFHAR %
PR R SRR MR, HR2, URTXTF CAGERR
KESAHABTHREARLERHA . RIEM
meta TR BHEAFEEN (CAG) n KEH
BRFEBEHEESE, Wik (CAG) n 5BHAF
X", BRI R LN GGC EEKEEAT
BHEEEARDERAEERETY, Eit, ARSE
TF1E25UEEBAEENXERNTFESL —SHA.

(=) TP 4w R~ BiL B BE

5-F B B DU M BRAL: R B (S-methylenetetrahydrofolate
reductase, MTHFR) S5 [H AW R BRE A ER
B, EHHBXKMERE (C67TT) Al FFEENIE
M, ERETHRKA30%, M4ETHRERK
80% . BLEETE 7100 MK T M BRZE R N D& L
M DNA K& B DNA %/, MTHFR
EE (C677T) BN BEHAEHB I ENFEE
my, BIEER BT DNA & B 340 T ek 3548 1 K A AR
FHEHFE. BET Meta 53 47" "% 8 MTHFR #H
(C67TT) RESFHMAFT AKX (OR 1.39, 95% CI
1.15-2.69, P=0.0006).

( =) DAZL (deleted in azoospermialike ) &

DAZL EFZ 5 Y Zta ik L # DAZ 2R R
kR, B MRS IFRmIS—F RNA
A EH. BRTRE THMERERS AN (single
nucleotide polymorphisms,SNPs), 7E4FEF 2

(32]

(A260G) FI4hEF3 9 (A386G). Teng YN
LREEEE R DAZL ZK 386 A7 55 SNP
(T54A) 58I EEEFMEX. AL, REAHME
KRR FTESE. BEaHis &I DAZL B PYA
FHMENREEBHATER. B2, DAZL EFX}
T EUARE R B — PR

. &E :

EHAETNBRAEREATLAABE. Y 3
B R MR KRR, BEEEHBEHAEX. H
RIS FABAL P B S BUE K DhRE 21 4> FHLAEI R
St . BAIOTEAT R BEER T KA RBEEN
BRI AEREARZRE T BRSNS T
HT RN, RE#ITEEFRKINE S KNS
AERBREZNS, A - FPREEEATNLH
K PEEEM. X TITHBARBTHES, —F
HAEBE S FERRA T TG RRIES T —
R, H—HmE, FL@HBEBEBEARN: 1CSIAH AT
e TR L MEME B HI ., KT B L
2R, BATHAYRERBEE SRS BEDY,

Xgim AE, BH/mkE
FESHES R698.2
& £ x
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