JBJINEFKFFET + —F 45 13

14) £ FBEMTEE L BEREOREMRBAS LU

REZEADIGHA

MrARE =/ &R
(B #)

T, BRTIEIAREED # v 7V ORISR
WZdhh, BLZF10-15%DH v VB FICHKE S
TwWh, TEOHESER L EOBHIZ L 5B LI E
DEEZFERDO—2 L SNTVDEAS, THEDFEED
HEBDPBEHERTFEEINTWE, 22 TSREBRE
ERFICE MERTREORREZF#EHALITIZLEL
Too WME, 7 RZBWVWT YU A Septinl2 Bn T4
TUABFERBIIBOYTRO TER 2 zH) 2L
ML IS NI, £Z TH ATk b SEPTINI2 &in
FizBWT, EFFEREED ) HLHEMBFERIC germ cell
#F o7 { BB %\ Seltoli  Cell Only Syndrome V2%
W5 SCOS. & HICIIETFEBBIZIZLIT BT R
PEILEL T3 b DVhbw 5 meiotic arrest (MA) 12
BETAE MEETERERICBVWTEINYTo 7,

(5 &l )
FPREFOREZERORB Y R-HEIL, &TXE
WKEBA A= Farey b 2HBT, HEFENI
SCOS RU'MA IZEAT 2 EEFREL B S NHE
ANEBE., FRENI0ZBL V3043 5ICITHEEE
DVHERENTWAEEEI PO —)L 140 &5 5 MK
%ERELL . Genomic DNA % i L 7zc t b SEPTINI2
BEZF DL T coding region |CHEET 514 >~ bo v
AT T4 < —% 243 E L. nested PCR &% T\

150 ~091, 2012

PCREM % BB I AL I Vo — 7 v ABNT 1T
3 Z L2 & Y mutation T 1To 7z LRETHELN
TAER BRI L ZOEEETRET L2

(% 48]

FRAT D& F. SCOS B F B T i coding region A 12
8 O @ single nucleotide polymorphism : SNP1-SNP8 %
BHE L7V, $72 MA BEBTIE 3 DD SNP: SNP1-
SNP3 M L722 FRFNEZEH I bo— L8
EF )AL TROTUVIVORBEERZRELLES
%, SCOS B T I3 SNP3, SNP4 & UF SNP6 = B> T,
F7-MABEIZBWTIZISNPL IZBWTEEHL IV b
O—VEETTY 547, TUVORBEE L bICHKET
FRICEEZETREBLA (p<000) (KH1B&
UK 2)

[# )

ARFFEIZ L D v b SEPTINI2 EzFA%e MEFHE
BREICBWTIKEERREZHE) L EIREZN
720

(&Ex#]

1) Miyakawa H, Miyamoto T, Koh E, Tsujimura A,
Miyagawa Y, Saijo Y, Namiki M, Sengoku K. Single-
nucleotide polymorphisms in the SEPTIN12 gene
may be a genetic risk factor for Japanese patients
with sertoli cell-only syndrome. J Androl. 2012 May-
Jun;33(3):483-7.

2) Miyamoto T, Tsujimura A, Miyagawa Y, Koh E,
Namiki M, Horikawa M, Saijo Y, Sengoku K. Single
nucleotide polymorphisms in the SEPTIN12 gene may
be associated with azoospermia by meiotic arrest in
Japanese men. J Assist Reprod Genet. 2012 Jan;29(1):47-
51.



BINERKERFET7 +—F 413 :150~9]1, 2012

1 Genotype and allele frequencies of eight coding single-nucleotide polymorphisms (cSNPs) in the human SEPTINI12
gene of 100 azoospermic patients with SCOS and 140 control men

SNP Alteration Genotype frequency Allele frequency
Nucleotide Amino acid Genotype/Total no. of samples (%) Minor allele/Total no. of chromosomes (%)
(G) SCOS Controls (A) SCOS Controls
p value p value p value
SNP1 192T>C Synonymous CC 13/100 (13.0) 20/140 (14.3) C 60/200 (30.0) 93/280 (33.2)
0.851 0.488
SNP2 204G>C GIn38His CC 2/100 (2.00) 0/140 (0.00) C 4/200 (2.00) 0/280 (0.00)
0.173 0.030
SNP3 210G>A Synonymous AG 55/100 (55.0) 0/140 (0.00) A 55/200 (27.5) 0/280 (0.00)
<0.001* <0.001*
SNP4 225G>A Synonymous AG 56/100 (56.0) 3/140 (2.14) A 56/200 (28.0) 3/280 (1.07)
<0.001* <0.001*
SNP5 422C>A ThrlllLys AC 2/100 (2.00) 1/140 (0.714) A 2/200 (1.00) 1/280 (0.357)
. 0.572 0.574
SNP6 423G>C Synonymous CG 16/100 (16.0) 0/140 (0.00) C 16/200 (8.00) 0/280 (0.00)
<0.001* <0.001*
SNP7 426C>T Synonymous TC 3/100 (3.00) 0/140 (0.00) T 3/200 (1.50) 0/280 (0.00)
0.071 0.072
SNP8 564G>A Synonymous AA 12/100 (12.0) 15/140 (10.7) A 67/200 (33.5) 92/280 (32.9)
0.922 0.837

(G) and (A) indicate genotype and allele, respectively. *Statistically significant

2 Genotype and allele frequencies of three coding single-nucleotide polymorphisms (cSNPs) in the human SEPTIN12
gene of 30 azoospermic patients with MA and 140 fertile male controls

SNP Alteration Genotype frequency Allele frequency
Nucleotide Amino acid Genotype/Total no. of samples (%) Minor allele/Total no. of chromosomes (%)
(G)MA Controls (A)MA Controls
p value p value
SNP1 204G>C GIn38His CC 2/30 (6.67) 0/140 (0.00) C 9/60 (15.0) 0/280 (0.00)
0.030* <0.001*
SNP2 422C>A Thrl11[Thr, Lys] AC 1/30 (3.33) 1/140 (0.714) A 1/60 (1.67) 1/280 (0.357)
0.323 0.322
SNP3 564G>A Synonymous AA 1/30 (3.33) 15/140 (10.7) A 12/60 (20.0) 92/280 (32.9)
0.310 0.063

(G) and (A) indicate genotype and allele, respectively.



