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Y REEMRESEEDFHB/FERXIEARERE

M OE AN Y REEBIEE (YCMs) B A R BRI EEBE R R Y G MGG X T S I RV T R e
Bl A= BB B A RO A 22 4 T JRIERAE AR e = 2 WM E BA B L, AR T Y B (R Bk 26 1 AT = IR 4%
il G 4 {4 I PR 2 BLAYG TT SR o Y CM's Y I 1R 35 SR I3 272 5 et TR e 2 DX Sl AS (] 105 S ], 5 30 9 SRR S 45K YCMs B RS TR 075 2 4

A5 x 10°/ml BEARE] 1 % 10°/ml, Ji5 224w 7T Al S0 0 2 b ofle | Wl J U R S e PR A LU I 7 2,

KA Y Yo R
FES%ES R71

FURT , AN 20 5 0 2 223K 159% 1 SR 1, Hoh 55
K22 50% . 518 B VAT 0 A 3 24045 4 4
Wi A L (R e PG R A ) | R B
JE A E A TEIIRE S A B R N ] LS 2 )
SRR SO S BT BRR b DA A
i e R L I R 3R B Ry TN 1 RE RN /D S5 K 1 AE , 29
30% AR W 5 A AR B G 2 S A AS P e (1A
BOH SR (A0 47, XXY 5B AR) 285 G (o ARk 1]
RAZVL Y e (R g My sl B X S T 02 15%
(K T E Bk TR T E HB B R R s e R E L B
A= FE 5 A 27 KA X T 48 Tl PRIB Y 388 gl B A= B ¢
AR BN 2 At T R IR AE AR 5t A% =2 Rl ( pre-
implantation genetic testing, PGT) %5 B HEZ X,

—BMHAZF EENMREABRERNERERHE
EEEFER

Y B4R G PR A 5 v X 8 (male - specific re-
gion of the Y chromosome, MSY ) J& 5 PE 1l 4 A9 3£ A X
B % X 0 o B s BERUER 2 R A R R
Az, MSY DX AL 5 B g JBE () R B9 [l S 41 &
e Sl AL ok 6 2 A [B] S A A ) i DR 48 5 | RS A 5
[A) P57 5 4 (non — allelic homologous recombination
NAHR) . NAHR J&pij ik Y Je (A58 4 g2 0 i L il =
— A s IR bl B0 DX R P B S R R R
5% ~10% W JCAGE T E B H 1 2% ~ 5% B9 5 A Hg
TE B R T MSY DX Y B B Y Y
PRI 2% (Y — chromosome microdeletions, YCMs) &
L BRKE SRR A, YCMs 38 1] fiE 5 52 L K B 52 &

Fe 4T E TR TR H (Z2181100001718108)
Y54 BT 100026 A 2 B} K 2 BB b ot 4™ 2= e
A 28, BT 5 46 liying200306 @ cemu. edu. cn
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HrRE MRk K AEERRRESFATHER
AR,

1976 4F , Tiepolo 25 £ 6 | o ks T % T, k&
WY Qetadk q11. 2 DXBURY §2G I 5 0% IX A 44 0
B /b 55 8 R F (azoospermia factor, AZF) [X 45, T
FEE MG Yqll 7ETCKS T 55 P 2B 6 40 i % & AN ) B
B Ve 8 76 A BRI Sk 2R 7 L UE AL E) Yqll
() 3 N IX, EATT B Ay 44 AZFa (35 %) , AZFb (
BO) M AZFe (I3 ) , £ A> X I 4 77 7 5 208 MRS 7
A BT B A eI R 2015 AR P AR PR 2 2 B R
O3 A B OB P AR B R AR SR A A R R ) R 4R
B AR B R 1206 Th R AT e 0 1A A% B 2 B
AZF PRI I 55 3 MRS A DA K ik PR 5% A8 A6 ) 45 4
A

Z.YCMs HiRITIR =%

20 ZAEok A ERVE BN 2ok H A B8 £ & PCR
HEAT YCMs B AGIN AN [A) 4138 (1 YCMs K 3077 78 2
S, FIE A FH BE 4 P 25 ( American society for repro-
ductive medicine, ASRM ) 2012 “EE B EA T 2T
Prh A, — B PENHED YCMs Y & 2R F T RE Dy
2% ', {HER M 3 Bl % 25 ( European academy of an-
drology ,EAA) AN YCMs 7£ %30 5 v ARE i & 4
RERAF L 420 1/4000(0.025% )7, 55— %t
id 10000 {9 Meta 73 BT 278, 5% b 356 /™ 5 /D Hf 4E
(FETH<1x10°/ml) BEAFTE AZF BUEK TS W
TEH BVEM R A RMARE] 1% FF5EE IR AZF 1 i
IR 5 AN SR WORH DG 1, b 56 AU 19 55 AN B 95 R
HH R T U <1 x 10°/ml (19 5 PEHEAT YCMs
Ll U

EREAER B T, A E BIER) YCMs A S A7 7R
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0 3 1 b B DX SRR RO 25 5 AZF Bl RO 55 [ Y
12. 0% F T 24. 2% 1) 4% [R5 1 A1) 55 [ 0 A 1)
2.0% ", 2019 4EHY—IHF5E X} 1030 IR F /Y H A
BHEHEAT T YCMs i £, 7™ 5 M i 5 T RS AE 53 7
YCMs it 7% (145 T H AZF EHE) , AZFc & 5w I
fhy e X3RO

=.YCMs il IE R E X

1. AZF 73 X . Y Jefafk AZF X045 a b fl ¢ % 3
ASXEE X 3 AN XS B A 2R A R A G
AN T3] DX 3 3 G S B X A AT A S Ao 52 e A DG R A
TN 55 ORERE . B RT3 5 1 K I 8 AR 2 A A
(sequence tag site, STS) H| Wy AZF X I Bl 2% &8 1
2012 AFERRUH 5B Bl 22 B AT IR Y e (0 44l dife 2 4G )
LRI R 6 4~ STS v & LUK AZF %
PR Bt 2% L3 6 A~ STS 7 23 43 il 4 AZFa IX 1) sY84 |
sY86 ,AZFb X 11 sY127 .sY134 f AZFc X I sY254 |
sY255, X LR ILN—HWHEAS", SRl , T3
[R5 S A7 A8 R DA B R 22 55, 3R 6 A STS i 45 JF
Rog 4@ b E AR, 2015 4 th A B 25 2 B B2 )
SRAMCH AR AL FKILE )b F Y
et ik AZF ol A M A7 o5 9 38 Sk 8 A, 78 K 3t
PR SLRE B3I T AZFe X sY145 K sY152 i /5 )
LRI R

TEI IR TAE , YCMs £ W 78 P-4l 55 1 A & 4E 1
AEF RS b 2 G 2 A AR 5 ) I PR e 5 R Al B 2
B H R B S % 4% . 7E AZFa (AZFb Fll AZFc Bk
AZFc Bt 45 J& e B LB YCMs, 5 T A ) Bk 25 Y
60% ~80% "',

2. AZF £5 DX fi 36 5 X ) Bl Bh A= B SR I . AZFa IX
(e B A USPOY . DBY A1 UTY H: I, H A I IR
HHETE sY84 K sY86 N AZFa [X KL PR {3 it 2k i K6
DA 8, AZFa DXCEE R & AR i I 25 5 B0 S 4 20 i
SEAAE, I R 28 B 52 LR B A 4 /N BN RS P E
W T AZFa XA B RGBSR
AZFa K A2 TG BV SR A2 45 45k 2 o) BBORS R
( microdissection testicular sperm extraction, mTESE ) 7F
P BT BURS AR BN BE AR AR RS 7, R DU H R A
Iﬁ*ﬁ(artiﬁcial insemination by donor, AID) ,

AZFb X FE e 3 KA RBMY1 EIFA1Y  HS-
FY F1 PRY 45 5 X, B A 06 K 28 31 HE 7 sY127 K&
sY134 2y AZFb XL ARt 2% B9 R I V2 55, AZFD + ¢
B 25 T SO SR AN I LE A AR SRS T R AR BRI R E
£ TCKE THE , S I AZFb 58 2Btk (& AZFb + ¢
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AZFe K5 /D SR IE M XMt N £, A
DAZ BPY2 .CDY1 .CSGP4LY #l GOLGA2LY %, H i
I R PR HE 7% sY145  sY152 ,sY254 K sY255 ¥ Wy
AZFe DX HE P BB 2% 0 4 TN A7 55, AZFe X ik 3 ]
HLL DAZ SRR G I W E B, DAZ LR R G E 4
A~ DAZ 5 (DAZL ~4) , HYjhE 2 5 mRNA 51z (1)
T2 i DX B B BRE IXY DAZ 3k PR 5RO R
AZF BB o S5 B WA 28 R R & Pk DO RS 7 E B ™
K T B T & DAZ BB HE R 45 13% Al
6% ",

3. AZFe % FB 3 VR 1 B AR 7 OR W 11 3k R % T
5 AZFe SR BF B RA B A B 22 5, Ok K
YH 0 E, B T AE P AR I WK T 0 0] g, AZFc Bkt
REFREIEME — R4 A & FRM YCMs B3,
AZFe B 1 TORE F0E B, a7 DU AT 52 000 BORS AR
ARASHE T, IF 0 47 9 M BT 9 SRS F 1 9 (intracyto-
plasmic sperm injection,ICSI) ¥EFT & SN Bl 52 2 T
X AZFe B A IR B /DR T B E, 7T LR
B2 1CSI,

FHWFGE K& AZFe DX IO 1) 0K 79 B %,
KFEEAHTE TR B RERENTH T
SE . PRI, X e 2 R A A A AR SR TR R ARG
T SRR A WESE K B AZFe Bk Xt 1CST 45
B AR | AZFe B2 4 1CST &5 Jay g 2%, B RIR IR
R (45.39% vs 67.49% ) B FLIE P2 (35, 15%
vs 53.44% ) ZHAE K (46.80% vs 53.37% ) , HH A%
(28.63% vs 31.26% ) ¥MET Y YeafRiEw 4" 5 D
iR BT mTESE, AZFc fif 8% B9 JC A 1 5E 5B & 1)
ICSI 25 R b 6 AZF B2k 09 B pE s 221 Gl 48 Sk JF
JEMIXT 12 W ST Meta 43 BT 845 T YCMs Xt ART
WURSS R B2, & 95 1E % 4Lt e, YCMs 41 32 f
R FEFEAR (P =0.0006) , LB IR 3 Il R AR 22 5
U 3 R IR E R LG E e
YCMs 5 ART (2 K5 REEMCAH L

mTESE #¢ IA S & 167 55 M Ik BH 28 M ok 0 1
“CEARUET, KEH 52% WK TR BUK DI 3, 881 YC-
Ms 55 P A 2 B RS F 19 A R AR W RE IR T AZF S
KA X0 AZFe X B B A TR BCR K208
50% ~80% ,& YCMs H i =5 (1, 1] AZFa fl AZFb X
B B R A B 22 IR T AR BOR G IR 245 )Ry, 2
AZF X3k 2% 40 AZFbe Ml AZFabe Bt 2% |t R #E 4 1R
ZEMRE T AR R R, T YCMs v A
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FRJE N ART Bl 2 5 W Al PR o 58 1 o 2 LR
FET Z R AR AKE F 345 %, X T AZFa AZFb AZ-
Fabe B AZFbe 2 B 8 AHERENEFT mTESE

XA ART [ AZFc ik B35 ik 17 1%
7 5 RV 9, 55 IS AR Ak R At ] A SR A A R
R Y Jeta ik ik 2L 5 BUE) R F R R RLALATT A9 A2
EAE L EEGE, A, Y YRk R Y G
IR R E R Z —  AZF Bede 8 B R 1R
PR H Turner Z5-45 1E (45, X)) FI P 105 1 0T fiE 2 186 X,
5 BIG JLHEAT 77 B2 Wi AT Y A% R A BT X
FTHI4T ART B9 AZFc fd 2k B35, o] LI 4T PGT, %
B BB AR

MM .YCMs By 77 3%

TR AZF X 5L P B il 2k A G STS A s ik 4L
TS, % STS o 5 X0 B AZF (A W) X8, [ A
(9 AZF SRR I PR K 3 7] 22 35 70 RO & 58 4R
Kl sY84 . sY86 ,sY127 ,sY134 Y254 K sY255 iX 6
AN STS 7 Al TR AZF X8 fik e 5k 05 vk 4
T2 E PCR EHT2E PCR RS A%

1. £ PCR 1. £ 5 PCR 454 3 5 B 58 e | 1k
J& EAA/EMOQN il & B9 dn e 5 i, BA DL LS. &
e 24 B A 5L TR A — S NS g i
KRR AT BF 1], 5 48 3 500 A ; Pl s 28 7 ] —
PCR 45 N [R) B 22 A4~ 5 9 2k 8 iF 47 40 85 R 40
P, ZHE PCREH T R4L4EM7 , HELE PCR #Y
Jea PR A S 56 v Al oy S O A T B PCR A B
1o A B AR SR 91 Gt X g — A i 67 R B R T
— 5 Yy, B AR R O A 45 2 o) R AR B M A B
H o T EL 3N B R i FL UK 3 B SR AR, TE Yk 43 A X
G F I B AR 2 3T 1 STS A 55, 41 EAA/EMQN i 75
Kl (4 6 4~ STSs Hr, 45 P 41 40 X 43 - Joi + 22 30T A9
STS, 73 il & sY127 (274bp) 5 sY134 (301bp ), sY84
(326bp) 55 sY86(320bp) , LA L {37 s5 75 Byt i 4 HE Tk 2%
FFARMEAE — AUk I8 43 55, I EAA/EMQN 7 #E
FE BRI Ty vk v, R B X 2 STS 43 1l 9 21 46 0[]
FF B ) PR KB O R S R AR B B T
R4,

2.9 it PCR ¥ %6 & PCR %2 Il IR
VAR S Rl RE Wl Kot g NSRS Rz (o )7 N 4
g rh dcH 4y AR 2 T B, 99O 8 & PCR A
ARG 0] AU AN AT P L 0o K IR T 8 I PR 58I, 5
F& T E it PCR B HA XA FAM \VIC . ROX
K CyS 4 Fho¢ S Yehh iy K 8 3, AR R i £

ARG 3 AN A FE AR + 1 A AR bR, LA B X
M AT 6 A~ STS 7 i AT 6 I 1) 38 50) &5 o 48], 461
FEAKG I 5 2 /D4 2 D B IR FR et 3% 1= 248 B
HEFZ Y 8 A STS ALl AT M M T 2 i 45 3 &
4APEIR R BEE TN Y Y R A RS AR OGS R Y
TRABIESE , 55 1 ARG AH DG BE R STS A6 I o7 4 36 W] g i
— N RO T Z P R R 2 0 R AR X
Jis Yo AR i 1 e 9 o R 3

3. HAAG I 5 v LA 3l 5 ¥ (next — gener-
ation sequencing, NGS) H AR 7 Ilfi R J& & A I o Sk
A7 B (H T Y G A S5 A )RR R R B
AESW WGS BT YCMs i # , K 22 80800 1
YCMs J {27 Y Yt i w Je i i 4 3 11X,
PCR ¥ ok i 2 STS v 5 B i & T % X 46§t
KUV BEE ST AR R, BT R
S DR At 2 G DU B R H 9 B3y, DABE RS e R 8
HBARTR B R Z Y K R PCR HEAR 17 2 5
A SR, 3% 07 6 PCR 54y F 22 58 H R 45 &,
HA A A ife i ik el i S A FE S
A,

F . YCMs W05 & 5K B

ASRM Al EAA/EMOQN Z5£:\[) bp 4 % i 45 7 i3l
Xof 7 H DR E O 7300 <5 x 10°/ml) B9 5B v 647 07
AT SR B A A B g 3 WO A (A T BE T LA
#  Kohn 25" JFJR () Meta 2087 & 90, K F 8= N
1 x10°%/ml ~5 x10°/ml #15 x10°/ml ~20 x 10°/ml
9 YCMs kAR AL, 22 5 G122 3 S0 Wi e K F
BENO~1x10/ml fil 1 x10°/ml ~5 x10°/ml fY
B, YCMs MR ERIE, ZRARIT%E X
(P =0.001), D5 it 2 1804 A6 00 19 159 1 o IC 210K 1 %%
1 x10°/ml LA F . Johnson %52/ [a] i 14 A 9 & BW, LA
K405 x 10°/ml Ay i 1 96 B AT 100% FY HUREE Fi
13% (05 50 5 B i B E FRAR S 1 x 10°/ml {5 B A
100% (1) (0 BE | H KR S e 48 o B 249% i — 2B BEAIK
£ 0.5 x 10°/ml A LLFEHG e S0 B TR 480k
0.5x10°/ml ~1x10°/ml By BB H YCMs 1) & 4
AT 8w, BT LA HE#E 1 x 10°/ml AE A 0 2
i\,

WFoT 2 B, 4 g 57 547 1) 53 1 /0 555 K5 o 2k R i
FZ W oK W 1T, 75 22T e o8 2 WF 90 ok - 4R AR 8K 4% L A
B A s T OB 2 Y A 5 252 4 m o A 1AL T
Arbn i, AL FE TR Y 077 A R 5 R A AR ) DL
TN R A A
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