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[ ZE] B8Rm0 fJCH F K (azoospermia factor, AZF ) LB E B AR F RN H . ik X
20174F 1 H—20204F 6 H 7 ji 5t BE RIS 25 — B 5 B A= 58 B2 22 R 12 A9 1 899 451 v 5 B8 /DS i A A BEL 1A JOKS 14 58 1k
ANEIE B A TN LG EARAE LSBT AZF BRI, 2558 - 1 899 191 5 M N T E £ 38 A H 225 ) e (B AR A A S, e
EARAL R S H 2R 11.85% , e B WAL R g 47, XXY, 5 41.78% (94/225) 5 AZF ik 2k 215 5] , S 288 11.32% , fe i W2 RNy
AZFc KB, 15 69.30%(149/215) o ZEIE KE YL (O ARAZ BISMT AT AZF SR AG TN — 2 4545 18 FH T PR 4R B ME AR B AE A I

Al LB A s L s

[XBIR]  JOMRER AZF RS BT AR
[FESES] R698.2
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BHARERGETRREOAT W2 A
Z— A 10%~15% M B RIEAANGAE T, Hh 5Bk
HZE b 30%~50%" . wfessw 2 BATNE
BURHZ — 4 BEARF R 30% ", JEHERH
4 JCKE FIE (non-obstructive azoospermia , NOA ) I
HEDHFIE B EA T B BB 10%~20% .
Horr, e R A% 78 535 FLTCHS + 1 (azoospermia
factor, AZF ) il 25 AT fif B 15%~20% %) NOA J /b
K FIE

Y (e A TR S 48 Y (0 PR H N4 S
Yot AR H S8 B R 47, XXY 47, XYY ; 45 1 5
WAL Y AR BRI S 0n B A E IR
P e (RS, Qe (8 H S0 fgsie s # ] se &
FEEFEERE . Y RORKE L AERES S
IEE MET KA AR Xk, FR A AZF, AZF
AZFa AZFb Fll AZFe 3 A~ DX IRA4 B, AZF i 2% ]
FENOA FE /DK T, kMg ZH AT .
HE DR TE T 7%~10% R AZF sk 25 fr £, i
TE NOA X — e ffi] [ T+ 2 15%~20% ' o A= 3CXF
1 899 14l 8 & AT YL €0 (A A2 B F AZF T B 2K 149 43
B, s,

[(BEEWE] ERAARAHAE(81971374)
*iﬁif%‘{/lf%‘((lorresponding author) ,E-mail:yxy1921@163.com

[XEfREB] A
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1 WHRMAE

1.1 %

2017 4F 1 H—2020 4 6 H 16 f 7 BE R R 25—
B I8 2 e A B Fp O a2 1) v o R /DR FRE AN AR AR
BHTCAE T /5 o A AR ME - ARAE B oK +0E O
W B, 3R E D UIE R SR AR R B T, 52Uk
TN AU R S AR FE DML R >7.6 U/L) s th
R TIE (2 LA R TR IR BE IR T 5%
104/ mL A HE BE/ARS F4E 0 AL T 5x10°~10%
10°/mL A Hh RS0 ) ™ AL 1 899 i,
A EAHBH JORS TE 894 91, B /RS FE 641 141,
DR TIE 364 19, T B YA T Y R A T
MR AZF SRR AG A
12 Fik
1.2.1 Mg E Mo

iz B B DA 21 20 RS AG 7 5 4h PS5
F WS O ) HIAEW  Hr bR A T, T4 B
KSR AT (VLI ER L CFT-9202 K5 5 2 A6l 43
MRS, 2R 5 TR R 5 BT, JokS 5 77
HEAT B UL AfIA
1.2.2 S & AT A 57

KA ANE I 2~3 mL, BFEisE. LE T
FEFh 28~30 R EE M1 T A ARSI i Ibk £ 40 i 5 5 35
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(T IR H AR A PR E)) BT 37 City
R RS FR 56 P 97 68~72 ho BEFRZ L HI7ERT 77
B A K H 20 wg/mL FIROK AL ZE 2~3 7% (1 mL
Sk 3 ELIE N ) |, A R 20K Bl 0.04~0.08 pg/mL,
37 CEiFEAR AR LRI 2.5 h 5 RGN . 1E 7 7847
e il i K G Ay AT YL iR B AT, BRI
A5 30 A4 244, AT AL 5 A di A%
XTS5 Y AR T AT TR 100 S TR AR 2448
1.2.3  AZF f sk & #im)

DNA F1%) 42 HiF2 HE i ik 5 PR A =2/ i 4 G5
SV T, -20 CIRAF . AZF fiik 2% A il i 7]
& S s A R R A R A E R . SR
WIS Z 8 PCR 1Y, 4 38 38 28R i) 7 i, H
Br AZFa X (sY84.5Y86) AZFb [X (sY127.sY134)
Fl AZFe [X (sY254 .sY255) 1) 34~ X 38, 6 4~ 51 b
ZEAVE 15 (STS) PBII S RIS I5E 2 4 AR RE A
P ) e 5 TR (SRY) R 20 A 4 45 2 1 L 1A
(ZFY),

PCR 4" 14 R 254 56— B B2 50 °C 2 min; 26
BB 95 °C 5 miny 5 =B 95 °C 155,60 °C 30 s,
72 °C 30 5,38 MEH; S PUBTEL 72 °C S min, 7E2H
=B 60 °C B FAM/VIC/ROX/CyS 155, IF
PRAFAISE SO . 25 FAM I8 38 25 5 4 Rl iy S F 4™
HEHNZE H Cr < 32, A T2 SRR 5 I SEE AR

2 # R

2.1 FEEREA ST

1 899 il 4 1 225 il 57 # Y (LA AZ Y, S 5 Ny
11.85%, HA%rH 55 100 41 (44.44%) , 4540 T8
76 191 (33.78% ) , # A1 10 4] (4.44% ) , Z2 251 18 441
(8.00%) ;46 , XX PER B 54 2161(9.33%) . S Y
AL ELR A WL SE 1, 225 101 S8 G (o fAc ks 1Y
s 910 s PR % R A JokS FRE A 156 1611 (69.33% ) , 21>
K THERA 69 19 (30.67%) ., FH B & i £ Y
JE AT, XXY, A H 94491, (5 41.78% ; Hok Ol 46, XX
R K 21 1), 15 9.33%,

®1 RERBEZESH

) } ) - IR (n) S AL
RO TR PRI e NOA R T FORHE (%)
¥HRw (A1) 100 91 9 44.44
47,XXY 92 89 3 40.89
47,XXY,inv(9) (p12q21) 1 1 0 0.44
47,XXY,inv(6) (p21¢25) 0 0.44
47,XYY 4 1.78
47,XY ,+mar 2 0.89
ity (i) 76 26 50 33.78
45,XY,rob(13;14) 14 1 13 6.22
45,XY,rob(13;15) 1 0 1 0.44
45,XY,rob(13;22) 1 0 1 0.44
45,XY,rob(14;21) 1 0 1 0.44
46,XY,inv(9)(p12q13) 16 6 10 7.11
46,X,i(Yq) 1 1 0 0.44
46,XY,1(6;15;21)(q15;q11;pll) 1 0 1 0.44
46,XY,1(1;10)(q22;p14) 1 1 0 0.44
46,X ,der(Y)(ql0q10) 1 1 0 0.44
46,XY ,1(4;15)(¢31;q13) 1 1 0 0.44
46,XY ,1(14519) (p10;p10) 1 0 1 0.44
46,XY ,1(2;15)(pl1;q26) 1 0 1 0.44
46,XY ,1(9;16)(p10;q10) 1 1 0 0.44
46,XY,t(14;17)(q32;q21) 1 1 0 0.44
46,XY,t(1;19)(q21; p13) 1 0 1 0.44
46,XY,t(1;21) (p31;¢22),inv(1) (p13q21) 1 1 0 0.44
46,XY,t(4;17)(q275¢23) 1 0 1 0.44
46,XY,inv(5)(p15q13) 1 0 1 0.44
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46,X,inv(Y)(ql1ql2) 1 0 1 0.44
46,XY,1(1;15)(q25;q15) 0 1 1 0.44
46,XY,1(8;12)(q22;pl3) 1 0 1 0.44
46,XY,1(2;5)(q35;q15) 0 1 1 0.44
46,XY,1(6519)(¢22;p13),inv(6) (q22¢23) 0 1 1 0.44
46,XY,1(15;20)(pl1;ql1) 0 1 1 0.44
46,XY,inv(1)(p12q21) 1 0 1 0.44
46,X,dup(Y)(ql1q12) 0 1 1 0.44
46,XY,inv(1)(p13q42) 0 1 1 0.44
46,XY,t(1512)(q21;q24) 1 0 1 0.44
46,XY,t(1;3)(p13;p25) 1 0 1 0.44
46,XY,t(14;19)(p10;p10) 0 1 1 0.44
46,XY,1(13;14)(ql4;q24) 0 1 1 0.44
46,XY,1(6513)(q26;q13) 0 1 1 0.44
46,XY,1(1;9)(q41;¢22) 0 1 1 0.44
46,XY,ins(9;3) (q32;p26p13) 1 0 1 0.44
46,XY,t(1;457)(q25;q31;p22) 0 1 1 0.44
46,XY,1(17;21)(q25;q11) 0 1 1 0.44
46,XY,1(3;5) (p13;q29) 0 1 1 0.44
46,XY,1(3516) (pl4;pl2) 0 1 1 0.44
46,Y,t(X;12)(q24;p13) 1 0 1 0.44
46,XY,t(l;15)(p10;q10) 0 1 1 0.44
46,X,del(Y)(q12) 5 3 8 3.56
ZaM(ATH) 10 8 18 8.00
46,X,Yqh+ 2 2 4 1.78
46,XY, Iqh+ 3 1 4 1.78
46,X,Yp+ 3 0 3 1.33
46,XY, 15ps+ 0 4 4 1.78
46,XY,22ps— 1 0 1 0.44
46,XY,21pstk+ 0 1 1 0.44
46,XY,22pstk+ 1 0 1 0.44
A 8 2 10 4.44
45,X(40%)/46 ,XY (60% ) 1 0 1 0.44
45,X(5%)/46,XY(95%) 0 1 1 0.44
45,X(4%)/46,X,del (Y)(q12) (96%) 1 0 1 0.44
45,X(10%)/46,X ,del(Y) (¢q12) (90%) 2 0 2 0.89
45,X(20%)/46,X ,del(Y) (q12) (80%) 2 0 2 0.89
45,X(85%)/46,X,inv(Y) (q11;q12) (15%) 1 0 1 0.44
45,X(35%)/147,XYY (65%) 0 1 1 0.44
46,XX(55%)/47,XXY (45%) 1 0 1 0.44
TR E S 21 0 21 9.33
46,XX 21 0 21 9.33
&it 156 69 225 100.00

2.2 AZF fhik H5H7 AZF RIS B A 11.32% A B X 3 )

1 899 it 4T AZF R 2R 0T, Kt 215 A7 AE S AZFe X 149 1], 2 358 69.30% ; R A AZFb+c



B4 85 103
20214E10

gk KA LR 5, S YO R BRI AZF KA B A B TR LT .
B R RE AR (B SRR ) ,2021,41(10) : 1536-1541

+1539-

X g 25 4], B2 2k 11.63% 5 AZFa+b+c X B2
219, Bk 2 9.77% B H Je (A fR 1 R O 46,
XX, 215 11 AZF {2 9 ) I R 2 30 A NOA s 1]
143 451] , /DG F5E WO 19 R 72491 (2 2) o i —20 4
S ERIR A 3R 3 4 EE , NOA 2H 894 14l , & A= AZF 1
B 14311 (15.99% , 143/894 ) ; H FE /K THE4H 641
B, &z AZF 385k 63 41 (9.83% ,63/641) 5 Hh />
K5 T 2H 364 19, 2 A= AZF Tk 2k 9 19 (2.47% , 9/
364).

23 FERERFFE I AZF BB K 6 5T

1 899 i) £ & v Ak th Yt (AR A% ) S8 5 O
AZF TR (R 19 36 4], 36 191 524 - NOA . 21 441
R YL AR T 46, XX 4 3 AZFa+b+c B2 5 12 4 K
AZFb+e SR G IF YR T8, 2 I del (Y) R
inv(Y) ; AZFb 6t 1 5], Gy LR 7 Sk 45, X(85% )/
46,X,inv(Y) (q11q12) (15%) ; AZFc B2 2 4], e o,
A AR 46, XY, inv (9) (p12q13) F1 45, X (40% )/
46,XY(60%)(F3).

K2 AZFRERES (n)
AZFa+b+c
ZH 51 %k AZFa AZFb AZFc AZFb+c SRY FIFE SRY BItE
NOA 143 10 9 78 25 15 6
DRI 63 0 0 63 0
rh RS 9 1 0 8 0 0 0
&it 215 11 9 149 25 15 6
R3 RBEEZERESHAZFRRARES S
Yoo IR S5 IR %L SR A I RN
46,XX 21 AZFa+b+c Tk
46,X,del(Y)(q12) 6 AZFb+c THGFIE
45,X(10%)/46,X,del(Y) (q12)(90%) 2 AZFb+c Tk
45,X(20%)146,X,del(Y) (q12)(80%) 2 AZFb+c TokiFE
46,X,inv(Y)(ql1ql2) 1 AZFb+c ToksTE
45,XY,rob(13;14) 1 AZFb+c Tk e
46,XY,inv(9) (p12q13) 1 AZFc Tk
45,X(40%)/46,XY (60%) 1 AZFc Tk
45,X(85%)/46,X,inv(Y) (q11q12)(15%) 1 AZFb Tk FAE

AZFa+b+c SRRJEFR AZFa AZFb Fll AZFe 28R, AZFb+c B JEFE AZFb Fll AZFc 23RiEe

3o #

Y (o (A% 7 S8 I AZF R B SR MR
BHIH W B R 2R, A1 899 61 5 M AN 4E i
[N AT Y (L ARAZ TR 53 BT R AZF Bt S A, G
p SR Y AR R 225 B, 11.85% , 3 5 HoAth
FHEMGHEA T, PR R, TS
JiE 156 1], 15 69.33% , /DK 4E 69 i, i 30.67% .
Klinefelter Z541iF (47, XXY) & B A F IE R H D
R UL G A AR AR A S oo AR SR 47, XXY
B o4 B, LB, o B R R R R Y
41.78%., 47,XXY XFrH Klinefelter ZEA1E, 5 1E %
YRR L2 T 1R X Jefalk, fERMAR
FIEH R AE R 1710, XEREZHNAT L, 5
6 % KA F BN JORS TE ol B /RS THAE , LY

SRR ) i AR AU, AR 9 7 SR 3 3 RN R A LR 4
R, Je R R BR Klinefelter 255 1E 5 0
HOOLAN A AT H L) 1S e AR T R 1S
B, S H R 6.67%(15/225) ;15 YL A AR B S8 11
B, 575 6 4.89% (11/225) , X 5 HA 27 5 il FE A
gﬁlll—lﬂo

Yeta AR5 R 578 R 69 1, B A1 3Eh ) 451 1 9
BRI AT N A PR (SRR R N PN e s
R 1.23%0 , FEAZENFEF 5 1% NP
DL RAETED G ALY R Z 0], ¥ 13 .14 15,21,
22 YL AR, X S SR Y RIS AT v A 24k e A
AT Yt ik Z o] kR B 5 S AR NRE 2
2250 ARG B S s A 1749, o 2k
NBHY 0.89%(17/1899) , der(13;14) 5t i 1 14451,
SR H WL B 0 . TR s AL A
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L B AL RN AN K B i, DRI A 3 B 7 48
MR ) K E — AR IER . BUHEAET EFHE
B PRUA RS T FJCKS e 3612, o™ A R R 2
Y T2 1 38 5 0 1 D8RR 53 24 B e (R 28 UK 23
A S8 T OB T R 55, T A5 S R 4 7 A AN
A B AT

B AT B85 s AL 46 e AR A Y e
ARSI R 2825 4 . Forp L, Klinefelter 25
BIE BV YRR S T 0T R R Y e
NG SS TSN A N € G NI S 1:0] 3’5
B, PR A AR AR TR VR E A Y Y o AR A )
TR, ALY Y R R T A X G iR
BH Yo A PRI ) 5 B 2 AR T BE S0 Y Y AT
SRR AR Y G R Y AZF X R Rk
P WA K X35k, — A ok AZFa 19 55 15 e S R5 40
P25 ik s I Fr A A PRV ELAT I A AR DG, 5
JEC 7™ L A IR 5 AZFD (1) 5 36 3R A AR RS BHLE G
K TIE B RS TIE 5 AZFe B BRI TR 30 248, A
R/ DRSTE RO R T a8 R Y Jefmfk
TR AR A RN X8k, AR SO 1 899 i) H & B4 T AZF
TR AN | TCHE T-4E 894 1l , 15 47.08% , /LK -9
1 005 %l , 15 52.92% . & ARG H 215 5] AZF Fof 5k
&K FH RN 11.32%, 5 28 E s Ma ", &k
A AZF Bk 2 IX 38 s B IR IR A AZFe BR2R 149
%1(69.3% ) , i PRI IR TOKS -0 28 F HE /DN T4 5
AZFb+e B2 25 1 (11.63% ) , s R 22 P4 S To ks 1
it 5 AZFa+b+c 825 21 111 (9.77% ) , Y A4k A% B34 g
46, XX, IIfi K & 304 To K F 4iE 5 AZFa 62K 11 £
(5.11% ) il AZFb &t 9 5] (4.19% ) , Bk 1 ] AZFa &
TR (sY86 G ) e BN T B ARG e S, Hp R
PR TR 9

AHFFEHA 21 4] AZFa+b+c BRI KR B, Yo
TRAZ T Ry 46, XX, MR 1 1) R o FE 1A (sex deter-
mining region, SRY ) J& & Bt 2k , 43k SRY BHH: F1
SRY B, BEAEFRZ M 46, XX T 1k 5 58 P 1 i
ZRAME  AE B MR L BR324 1/20 000, B
Pea RAZ R Ry 46, XX, HERBON B, 4K Z2H
SRY FHM: B E 5 HF RTS8 i85 BN & TGS
TFHE ST e ORGSR R . KZELSRY B
BFHMEF A SR E AT 2 LURIE T 2 P
IR A8 R B RRi2 . ARG s 21 4] 46, XX
BEHAH 15 B SRY B, 6 4] SRY 2 BAE , I IR
FIHER N TORE THE . AW UE RS M0 B e F
IHEIEANTE 4 SRY FEFPLE , TBEA 7 TH U@

PRAI X et fR b S 5 i R A 4 Il
PR X T2 28 g T DA il A T HEP R A IR 97,
[ LG ENEYT o X T AR URR IR 8l
2 FEAE B RS N T 420K sk RIS 24 -
— B UORS TR JE DT 5x10°4/mL LA NOA
T 2RI AZF SRR A B 5 v JORS - 5E e 191 AZF
TR IR S35 5 K 15.99% , K F- M BEAR T 5%10°>/mLL
(1% L J3E /DK T RE o 1] AZF T 2R 58 R 9.83% , T A
T FEAE 5X10°~10x 10°4~/mlL (1) B A0 14 5 191
Hids & B 2.47% AZF T 2k S8 15 5 | I IR ¢
. Yeta A4z R 2% 9, Klinefelter ZES51iE 94 4, 14
WA RILAZF R o IR R I TCHE 48, /g
FUHY Klinefelter Z5 G 1E (e (0 (4645 47, XXY ), 7]
VI JEAAZF TSR A2
Yo PR A RS A 3 R X Gt IR Y e AR AT
W, GG R H RS R A (E R RS i R
AR, ARSI s/ NS R A R Be ke | H A2 B
HHE. Y PO AR 5K AR AEAEDC I ik
LD PR, R Y e AR B AZF Tl g o ksl 2 A
FEIG IR Lo B e o IARAZ 1 53 B I R 67 05
HRTIN 25 G, X5 BN T WIR T S B AR T R 1Y
Il AT, B SRS IS B S MR P Bk
TS B2 N 22 AZF e R 3 st L 45 BT,
WG AT L% [ PCT VERERE 2>, % Tt
ARGy Fist AR 2 PR R B B 22 ) I E A B TC A
i I R /D 550K —FIE IR S DRy B PR A o 1
A S A N R IR R 4 Ak i
F 2 ¥ (whole - exome sequencing, WES ) mf %
panel LIS E T 2 BURIEN Bk AR IR R T
RESA 3z N 7
(&% k]
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