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Preliminary study on the relationship between polymorphism of antimullerian
hormone and its type [[ receptor gene and cryptorchidism”
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Abstract : Objective To investigate the association between anti Mullerian hormone (AMH) Ile49Ser and
anti Mullerian hormone receptor type [[ (AMHR [[) IVS10+77 A>G,IVS 5-6 C>T,482 A>G gene poly-
morphism and cryptorchidism. Methods The genotypes of AMH and AMHRI[ in 49 children with simple
cryptorchidism (case group) and 40 healthy children (control group) were detected by polymerase chain reac-
tion (PCR) and DNA sequencing. The serum levels of AMH and testosterone (T) were determined by enzyme
linked immunosorbent assay (ELISA). Results (1) The serum AMH and T levels in cryptorchidism group
were lower than those in control group,and those in bilateral cryptorchidism group were lower than those in
unilateral cryptorchidism group (P<C0.05). (2) The frequency distribution of AMHRI][ IVS 5-6 C>T,AM-
HR] 482 A>G genotype and allele in case group and control group were significantly different (P<Z0. 05).
However, there was no significant difference in frequency distribution of AMH Ile49Ser, AMHR [[ IVS 10+
77 A>G genotype and allele (P=>0.05). (3) There was no significant difference in serum AMH and T levels
between AMH Ile49Ser, AMHR [[ IVS 10+77 A>G,AMHR] 1VS 5-6 C>T,AMHR [ 482 A>G geno-
types (P=0.05). Conclusion Serum AMH and T levels in children with cryptorchidism are significantly de-
creased. AMHRI][ IVS 5-6C>T,AMHRI] 482 A>>G may be associated with cryptorchidism, but AMH and
its type ]| receptor gene polymorphism do not affect hormone levels.
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B SR LR BB OE W & B B I R I I
INCENGE 3T PO S RS/ IR IV 1l N 7 N o
JE/NJLANBEH WL 0 2Bl R G5 KRR  Hom I 2
TR ZMEMHNSWHNELS S T RILT i
L BB RE S | & AL G AR BOSAT JG  E
A E R T RE R RS ™ F R R P A g i R RO B 4
FREZ 2N 72 Y . Pl A MR (AMHD B
P 52 U R A SRR AN 43 W« LA O 4 A B 40 i A
KEF IR ERMALESBATHESEDGE.
AMH F2E 5508 #$8 M E 1 52k (AMHR 1) 45
BRI 2ERON A T 2 E Y B O 2 O B s
LI AMH 7K 5 3% T R 2 B il s 52 8 L2
KERDBUA) — T Z AR, (H AMH,AMHR [] 3%
PR 22 25 PR 15 45 R 52 8 A 0% o S T) 3 PR 8L 2 ) o 97
AMH | S (T) /K- J& 5 77 76 25 5% . i AN Bl . AS B
003 A K e 22 R L M f B L AMH fit AMHR
03 Z A5 NiE AMH. T 8 E K, 912500
AMH Fil AMHR [l &R 2 350 5 5 800 e S8 08 % i
W AMH T /K-8 6, I IR 22 25 1 U2 1 w0 45 45
TI L FE B S E 1) A HIL A
1 #R5HZE
1.1 —fB%ekE BEL 2017 4F 4—8 H FE A e i IR 4
BHEBERR S EIL 49 B AER 9N HET 2 94N H LB
BIGPI 2 EEK A B X FAREEBREHL. DA
PRUE A5G 2012 AR RN LRSS bR e T A
N 9 S HEBR T IRAE T S P R TE 52 LA . R
AR B R 25367 . 1A 9% 61 359 0 1% 07 78 B
52 R 52 000 76 18 V8 4 N 38 1R 5 B 4
] o 4% B 52 52 L 1Y 80 43 oAy A0 s S22 201 R XA o 52
Yl AR R B RS b, 29 B A DL — R F R [ E
EAME, 1 BIFHES TR AP LB FIRESE™E L
B L3 Bk RS s B B 2 18 ] L — ik F
AW e AR I AR AR R B ] 5 B
BEPEEBE AR [ R AR B 40 419 AN &2

8 % 3 ) PRl BL A A (B 55 2AE Ry % B, 98 A
Y« JCHE T8 A L B SR DR IE T 2 RS & bk il ok L
FEEFR I P W R L 52 LA 03 L R AR e S, TG I
WXAMEFAR S, AW LB GEARHZ A S,
1.2 ik

1.2.1 FRARCRE  Frf JLEE R 2SIl BCH: Bk i
6 mL, 1 Z U Z iR (EDTA) HL#8E 4 Il 2 mL 4%
A B BEE 4 mL FRA, 4 B AR BEE I A &
3000 r/min #.0> 10 min J5 B 2 107 » BUE 4 i
ML PR A BT —20 “CyKAH PR AFFr M0 BT 56 4 1 0 I 375
o AR 359 A BRI H ARSI S G TR AR AR AR

1.2.2  [yE AMH.T KEQE  RA BROIEAY
P A B> v 2B 7 1) il BB f 5 W Fff 25 CELISAD 12t 5
B AMH, T /K, AMH 2 %) & 19 28t 56 Bl ok
0.8~35 ng/mL, T i &ML MEE H0.4~18
nmol/ L, 7% iz B 77 & 16 B 5 JE AT #R1E .

1.2.3 AMH 1 AMHR [T % X 5 51 8 4 Wi 5% 2
(PCR) K ¥ R Qiagen DNA Mini iaf 7 & $2 Bt
DNA (™ #% # R UL F £ 47) . AMH il AMHR T 4 4~
FHHZ B AL S5 P H Life Technology /A w7 B
SIYFHIILFE 1. Bk Hema 9600 & [ 38 A 58 W
PCR 4%, PCR JZ i B A 25 pL. M5 2 pul 2.5
mmol/L dNTP.0. 25 xL. 20 mmol/L iE [i] 5] #.0. 25
pL 20 mmol/L Jx [ 5|#),0.125 4L 5 U/ul Tag ¥
4 1F.2.5 pL 10X Buffer,0. 5 pL. DNA #i4gz, 19. 375
pL K 7R K. ¥ 8 v fE 77 R 94 °C WA 1 2
min,98 “CAFM: 10 5,55 CiB k 30 5,72 CZEf 30 s,
MR PE 25 GE A 3L 35 AN IG5 72 CAEff 2 min,
12 CH-AF . N 5E UG B S pll 1. 5 20 35t i 4 ik
JiE L YK W EE PCR =Wy i 4 34 18 5 . PCR =4 2% Life
Technology 7~ wl #f 47 7= 4 4l 4k #0900 7% 43 #f . AMH
SR IE 7 CAMHR TR R . S PR IE 23 B
R 1 L B SNP A7 85 1 43 B R U PR IR 43 B 14 i
7 FH TR () 45

x1 AMH #1 AMHRII4 N ERE S A5 F 5

H A (A R 7R B (bp)

AMHRI 1VS 10+77A> G(rs11170555) i 5'-AGG CAG AAC TGG GCA ATA CC-3' 368
i 5'-AGA GAG GAG AGA CAG GCT GG-3'

AMHRI[ 1VS 5-6 C> T(rs2071558) B3 5'-CCT GAC CCT AAG GCT CTT GTC-3’ 435
Tt 5'-GGC TGG CAG TGA TAA ATC GGA-3

AMH Tle49Ser(rs10407022) I i# 5'-GGC TCT TTG AGA AGG CCA CT-3' 564
T 5'-TCC TCC AGG TGT AGG ACC AC-3'

AMHRI 482 A> G(rs2002555) i 5'-AGC TGA GAA CCC AGT GAT GC-3' 676

T

5'-TCA GCC TGT GAA CCA ATG TG-3'
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1.3 Fit#abs R SPSS13. 0 8 F #4748 it 4
BT o B RN B 86 (v 5k PRI 30k B 3T 8k . AMH
Mle49Ser, AMHR [[ 1VS 10+ 77 A>G.AMHR [
IVS 5-6 C>T . AMHRI 482 A>G &[5 % 4y 7 76 95
20 FOXE B 2 £ Hardy-Weinberg P f . 3% 2L 748
TR DL s FoR AT IE S AR IR, 41 8] % 2 A R
K ¢ KB R 2y 22 M e R AR R LR () R
RS BEAT f K. L P<<0.05 ZRA SR L.

2 & ES

2.1 JEBI S IRA ARG R 49 FlkR R IL
Fh, B [ 5 30 451 (66. 7 %), BUIMI B 58 19 451 (33. 3%0),
PO P S 2 AR S (3. 0 2. 4) % 5 W] B S8 2 AR
(3.3F2. D% WAL B AL AF IS (3. 122, 4) % HXT |
AW (3. 122, O P . 2R THE I8 L (P>
0.05),

2.2 EHIARXTEBAME AMH.T KFE b s
PRS2l AMH . T 7K 43 5 50U B s 4 bh s, 22 S+ 1
B Yt L (P<<0. 05) i X B4 AMH . T /K33
TR R SR A AU B SE A, 22 R A G L

(P<<0.05), WL 2,

2.3 AMH fil AMHR [ 3 R 7 43 A J 45 007 3 R 45
FOME IR B AMHR I 1VS 5-6 C>T,
AMHRII 482 A>>G FE R Y | S5 v JL (R 40 R 43 A 22 57
B G2 B X (P<C0. 05) 5 95 il 41 Aokt B 41 AMH
Ile49Ser AMHR I IVS 10+77 A>>G H:[H | &4y 3
AT %603 A 28 S ¥ TS i % 38 L (P=>0. 05) ; FLfil] B
2O RN 2 22 2 AMH Tle49Ser. AMHR [ IVS 10
+77 A>G.AMHRT]] IVS 56 C>T.AMHR [[ 482
A>G LRI 557 3 UIOR oy A 22 ¥ B4 &
Y (P>0.05), W33,

xR2 miE AMH.T 7k ELL 8 (z+s)
H 9 AMH (ng/mD T(nmol/L)
RE 25.9+3.7 13.8+2.0
TR B s 2 26.9+3. 6AL 14,541, 544
XA 5 52 2 24, 443,58 12. 642,32
X R 30.1+4.1 15.84+2.0

A 50000 e S 2 P2 B UM S 2 3 0 S e B A AR
P<0. 05

* 3 AMH #1 AMHRI EFBERHESMEFRTESHLa(%)]

3 AMH Tle49Ser Ft [K# S I AMHRI[IVS 10477 A>G FE K7 i 7 F R S
A ! T/T G/T G/G T G A/A A/GH+HG/G A G
A EN 49 20(40.8) 21(42.9) 8(16.3) 61 37 17(34.7) 32(65.3) 66 32

HpasEa 30 15(50.0) 10(33.3) 5(16.7) 40 20 11(36.7) 19(63. 3) 41 19

MBS 19 5(26.3) 11(57.9) 3(15.8) 21 17 6(31.6) 13(68.4) 25 13
ot R 41 40 13(32.5) 22(55.0) 5(12.5) 48 32 14(35.0) 26(65.0) 53 27

gk 3 AMH #1 AMHRT EFBE R EEMERFTESHI(%)]

., AMHR | TVS 5-6 C>T JE [ % S5V 3 PR A R AMHR[ 482 A>G K H #l S5 AL 3 PR A R
A ! c/C C/T+T/T C T A/A A/GHG/G A G
93 91 41 19 37(75.5) 12(24.5) 86 12 38(77.6) 11(22. 4) 87 11

A4 30 23(76.7) 7(23.3) 53 7 23(76.7) 7(23.3) 53 7

WMl 19 14(73.7) 5(26.3) 33 5 15(78.9) 4021, 1) 34 4
Xt B2 40 19(47.5) 21(52.5) 58 22 20(50. 0) 20(50. 0) 57 23

x4 AE AMH lle49Ser EE B R M1 iF AMH.T 7K F L& (TLs)
BAA) e 52 20 X R AL
et
T/T(n=15) G/T(n=10) G/G(n=5) T/T(n=5) G/T(r=11) G/G(n=3)
AMH (ng/mL) 27.743.7 25.543.4 27.0%3.6 23.0%3.6 25.743.2 22.1%3.1
T(nmol/L) 14.441.4 14.1%1.4 15.7+1.9 13.2422.2 12.242.6 13.440.51
HxRAa AE AMH Ile49Ser B FE B33 57 f1iF AMH. T KF L% (TLs)
XA I 5 2 AR
fabr
T/T(n=20) G/T(n=21) G/G(n=28) T/T(n=13) G/T(n=22) G/G(n=5)
AMH (ng/ml) 26. 64,2 25.6743.2 25.244.1 30.2+4.1 29.744.4 31.342.2
T(nmol/L) 14.14+1.7 13.1+2.3 14.8+1.9 15.0+1.6 16.4+2.0 15.342.2
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%£5 AR AMHRIIVSI0O+77A>G B RE B X 50 E AMH, T /& F b8 (T+5)

B P 2 441 XA e 2 441 RS Xof 1A 21
ik an A/A A/GH+G/G A/A A/G+G/G A/A A/G+G/G A/A A/G+G/G
(n=11) (n=19) (n=6) (n=13) (n=17) (n=32) (n=14) (n=26)
AMH(ng/mL) 26.943.5 26.9+3.8 22.8+1.9 25.243.8 25.5+3.6 26.2+3.8 29.845.1 30.243.4
T(nmol/L) 14.2+1.3 14.7+1.7 12.9+2.3 12.5+2.3 13.7+1.8 13.8+2.2 15.9+1.9 15.84+2.0
x6 AE AMHRI 1VS 5-6C>T E£E B33 I iF AMH. T K FELE B (TLs)
A S 4 XU et 52 £ 95 191 4L pogiekicl
B bR Cc/C C/T+T/T Cc/C C/T+T/T c/C C/T+T/T c/C C/T+T/T
(n=23) (n=17) (n=14) (n=5) (n=237) (n=12) (n=19) (n=21)
AMH(ng/mL) 26.3%43.3 28.8+4.3 24.943.2 23.0+4.3 25.843.3 26.4+5.0 29.944.5 30.2+3.8
T(nmol/L) 14.6+1.4 14.242.0 12.242.0 14.0+2.6 13.74+2.2 14.1+2.2 15.8+1.8 15.94+2.1
=7 AE AMHRI482 A > GERE R M 7F AMH. T 7k E L& (7 + )
LRI)isE 2] XA 5 52 4 9 151 241 papiiEE]
E R A/A A/GH+G/G A/A A/G+G/G A/A A/G+G/G A/A A/G+G/G
(n=23) (n=17) (n=15) (n=4) (n=38) (n=11) (n=20) (n=20)
AMH(ng/mL) 26.3%43.3 28.8+4.3 24.6+3.3 23.7+4.6 25.7£3.3 26.8+5.1 30.5+4.5 29.6+3.6
T(nmol/L) 14.6+1.4 14.24+2.0 12.54+2.0 14.3+1.9 13.7+2.1 14.24+1.9 15.8%+1.9 15.8+2.1

2.4 RJal AMH,AMHR [| 3% P % %} 5 1 5% AMH .
T KFEeB S0 B 52 2 L U0 B 52 4 P9 L s 19 4
PR 4L ) AMH ., AMHR 11 A [R) 56 PR %0 2 i) 1 3
AMH fl T K F-Z R TGT%E L (P>0.05), U

#4~7,
3 3 i

PUBT ) R XA (MIS) 78 5 1
AMH F 2 i oK B 52 30 SRR 40 M (Sertoli cell) 43
Wh T T 322 H 58 S8 L TH) T 48 i (Leydig celD) 435 .
PRI 5 3000 2 03 AMH AT 7K S 1T LA 43 5 Bz e 525l 5
FEA M AR BT 40 fL ) DD ek S R B R . A BFR S
BB R FEIAL M AMH., T /K% F 5 B4, i
B2 R LM BT a2 8 17 %, X5 GRIN-
SPON 17 MATUSZCZAK 21 1 5 5% 45 5 4 —
. IR F R B RS2 4 1 AMHT K73
AR B0 B 52 20 3% B RO 52 00 R R o, O 52 0L 2 i
T BE R T L) 2 LA B 2 % 5 HAMDI 285 ffF 5 45
#©—%, M5 VAN BRAKEL %0 KOMAROWS-
KA ZEU 1 7% 45 A K — 20 0] BE 5 45 0F 5% A 326 B
MIWFFERT G AR R BRI R SR R A K,

FEHARANEATER A/T/C/G ) 8AE 1 5] 1
DNA JF 5 iy ek A2 38 B 45 N JELE N B 9 Fl 22 [) G
R FE 4] DNA JF 5] /) 2 K 1 BRI IR 2 50k
(SNP), Bt N[ 35t 45 7428 S5 vp dge i DL —F . SNP 43
BT XT3 1 S e B 00 XU P A LB 12 W FA T
SR B EAEENERMME. PR R,
AXINI | TL-27060 T-2107 | INSL3™ . HOXA11M |
RXFP2M S P 22 25 M 5 [ 52 5E 1 i AL A 56 .

AWFGE % W, AMH, AMHR 11 3 F % 4> 45 15 5 5
KOMAROWSKA %M 5 45 AR L, Uil o |5
DI N A3 28 43 A AR AL A A AE N B 22 57 B 5 HOR
e, EH R A LA IVS 56 C>T 451
25 =28 1Y 0 0 #R AR BE A TVS10 + 77A > G il
A2A>G Ui FHIRGRZE . XS AMESRSA
*o AR ER BRI AMHRI 1IVS 5-6 C>
T.AMHRI1 482 A™>G K& [H 5 J 55 (v K& R 3 43 A
S5XTRARK,. ZR A8 L (P<0.05), #
& AMHRI IVS 56 C>T.AMHRT 482 A>G 7]
eSS LA K. (HORHE 3 & 2 8] i s AMH
T K227 T8 2= L (P>0.05), $& /5 L4
AMH 1 T /KFEH A% AMH.AMHR [[ 3£ H £ &4
A

A5 FE A B s2 LI T AMH /K- 8 3% T R,
AR & B AMH LR 2 8% 5 B 58 & B A Gk,
Al HE 5 H SNP {7 55 38 8 A ¢, 78 EXAC %4 % h
E 0 AMH B 557 28 A8 7 s A5 189 A~ 3 i F
HEAAAF XS M F R TFREMALESTSS
AMH (5% 53235 . fi% X 1Y) SNP A 5% i 9% I oG 4
Tyhe A i 2 5L 1. 5 510, AT 5% e B 11 5T A ) R A
2 HO I TR BXCRE S PR BT 1 S SURRE L T T X
3 SNP AJ 3 i 52 3 D5 B9 5 L[5 RNA R fig 55 58
T4 AR g5 X RNA J7 51 5 5 HAh AH 3¢ 19 SNP {7
MALFEER S R A mER Y RE. AR HEECT
AMH Tle49Ser i [R] X SNP {7 5, H ol 45 T 47 5 11 44
IR PR A9 MR ER e 22 AR Ser
FITEUAR , BRI 5T 45 SR 3 AMH Tled9Ser 70 53 o
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DXL B B S2 AT A JC TSR AR T (B3 A BE HEBR SNP
37 A 14 R BR-AE L AT BEAFAE 22 A 07 i A B G [R) A ) 3k

MR SR 4 2R . B S BN T BN 1
HEHNER, AMH %H AMH R %1 Z k275 nl 2
PR st A b i T T B 58 B0 5 DX 32 I 9 000 A 7
SRR A A T TSR U RAEA R IR — P it

GURIELL
TR B

AMH AMHRII 2K 2 & M2 & 5 552 A% A
ééﬁﬁa”i?%/'\i‘&‘ﬁ AST) 6 R B0 27 ] 1fiL i AMH LT 7K S
TAETEZE 5o 0 AN W B, 28 3 R 1 e 52 i 3 ik
%XTMJLE AMH FI AMHR Il %£ 8 £ &7 M i 15
AMH.T ¥ Z K ¥, X8 AMHRT] IVS 56 C>T,

AMHRII 482 A>G A RES RS2 R A K. RSB L
15 AMHE LT KF 8 25 % 50 B4 (B 52 AMH,
AMHR I 3¢ [H 2 25 P52

S % itk
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