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Genetic cause of azoospermia with small testes - Comprehensive analysis of the X
chromosome -
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A comprehensive microarray analysis of the X chromosome was carried out
using DNA derived from peripheral blood lymphocytes of 12 azoospermia patients with testicular
volume of 5 ml or less. While covering all chromosomes with a 4 x 180 K microarray, the probes were
designed at high density so that the distance between the probes was 661 bp on the X chromosome. We
found significant copy number variant in the region containing 35 coding genes (33 increase, 3
decrease). There were 10 regions including 14 coding genes that showed copy number variant in common

in more than two cases. It was suggested that these genes may be candidate genes for testicular
growth and spermatogenesis.
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3
3 MAP3K15, BCOR, EFBN
2
5 MAOA, MAGED2, SNORA11,
MAGT1, TMLHE

array CGH
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2 10 36

MAP3K15,
MAGEB10, BCOR, DDX3X, MAOA, CCDC22, FOXP3,
GAGE10 MAGED2, SNORA11, AR, OPHN1, YIPFG,
STARD8, EFNB1, PJA1,MAGT1, PASD1, PRRG3,
FATE1, CNGAZ2, MAGEA4, CABRE, MIR452, HAUS7,
BGN, ATP2B3 DMD, OPNILW, OPNIMW2,
OPNIMW, TEX28, FLNA, PLXNA3, LUZP4, TMLHE.
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Assembly intron
MAP3K15, DMD, BCOR, MAOA, MAGT1,
TMLHE 29 MAGEB10,

DDX3X, CCDC22, FOXP3, GAGE10  MAGED2,
SNORA11, AR, OPHN1, YIPF6, STARD8, EFNB1,
PJAL, PASD1, PRRG3, FATE1l, CNGAZ2, MAGEA4,
CABRE, MIR452, HAUS7, BGN, ATP2B3.
OPNILW, OPNIMW2, OPNIMW, TEX28,
PLXNA3, LUZP4.

FLNA,

MAGEBL0 | Xp21.3 1 1
DDX3X Xpll.4 1 1
cebc22 | Xp11.23 |1 1
FOXP3 Xp11.23 |1 1
GAGEL0 | Xp11.23 | 2 '
MAGED2 | Xp11.21 |2 1
SNORALL | Xp11.21 |2 1
AR Xq12 1 1
OPHN1 Xq12 1 1
YIPF6 Xq12 1 1
STARDS | Xq13.1 1 1
EFNB1 Xq13.1 3 1
PIAL Xq13.1 2 1
LUZP4 Xq23 1 '
PASD1 Xq28 1 1
PRRG3 X028 1 1
FATE1 Xq28 1 1
CNGA2 Xq28 1 1

MAGEA4 | Xq28 1 1
CABRE Xq28 1 1
MIR452 | Xq28 1 1
HAUS7 Xq28 2 1
BGN Xq28 2 1
ATP2B3 | Xq28 1 1
OPNILW | Xq28 6 '
OPNIMW2 | Xq28 6 '
OPNIMW | Xq28 6 '
TEX28 Xq28 6 '
FLNA Xq28 1 1
1

PLXNA3 | X28

2

GAGE10, MAGEDZ,

SNORA11, EFNB1, PJAl, HAUS7, BGN, OPN1LW,
OPNIMWZ2, OPNIMW, TEX28

GTEx https://gtexportal.org/home/

GAGE10, OPNILW, OPN1MWZ,
OPNIMW, TEX28 MAGED2
SNORA11, EFNB1, HAUS7

GAGE10 OPN1LW, OPN1MWZ,
TEX28
X

GAGE10
OPN1LW, OPNIMW2, TEX28
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