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Abstract

Our study was performed to investigate the prevalence and diversity of chromosomal
abnormalities in 427 patients with reproductive failure in our institution. Chromosomal aberrations
were found in 5.2% of patients (6.8% in men and 3.1% in women). The most common aberration
was sex chromosomal aneupolidy/mosaicism including 47,XXY in men and the reciprocal
translocations in women. In 266 patients with repeated pregnany loss, the chromosomal aberration
was found in 2.7% of patients (3.0% in men and 2.2% in women). The reciprocal translocation was
the most common aberration in repeated preganancy loss. The normal variant chromosomal
changes were found in 3.3% of all patients. The prevalence of chromosomal abnormalities found in
our institution was similar with those of previous studies. However, the incidence of sex
chromosomal mosaicism in female patients was relatively low, which might be due to small patient
number, the difference of inclusion criteria or failure in detection of low—grade mosaicism.
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1.5 mLE fetal calf serum 1.5 mL=S 42
RPMI 1640 ¥1#] 10 mLe] ¥} 36.5C, 5% CO:
A9 Wikl A 72X S kst 1 %
10 pg/mL colcemide 0.01 mLZ 15% # g3}
AERLAS SAAT v, weFe AEgks Ko}
0.075 M KCL A& Yol 15% A F
methanol¥} acetic acidg 3:12 4] 114 K9
S AEE DPAZAT S W o] B 1

e AEE gojme] AEA GNAE YA
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A ofA &
AR, 289 A1 WS ISCN (An
international system for human cytogenetic

1E w3,

nomenclature) 20093

y =
A 427959 BAollA B F 227 (5.2%)
AN A ool wEHAY, AL 167

(6.8%), 14& 67 (3.1%) oA o]AFo] #ZE
o QA o] e FHREE ATXXY S X3 A4
dAA g Ao W R Ao A F (sex
chromosomal aneuploidy/mosaicism) 0] 139
(72.7%) 0.8 718 &3 ool 1, th& 4%
“d# (reciprocal translocation) ® & 63
(27.3%) oA #ZEH G 1 919 o]Fo g o
9 (inversion), 7+ % & o] %4 (structural
abnormality)©] Z+Z 29 (9.1%), 17 (4.5%) ©] 3]
th(Table 2). B/ olA = A GAA 724 0]/do], of
AellM e A7 7P E8 o] Aol it

HHE fARS 19l 3k 2667 F 7H (2.7%)
A GAA o] o] #AHJI, o] T AL
3% (4/132%) ol A AL 2.2%(3/134%) | 4] ©]
o]l BEEY 1 94 5ol 34} 1619 5 117
(6.8%) A FAA ool HAHP, 4
7.7%(8/1047), Oi*é 5.3% (3/57%8) IM Z+7h
A o]fo] AZEH AT FAdelA = 47 XXY 5
2 2 QA 74 ool M B NEE
A8kl aL, Aol = A A At Sy @
o] #x| gt

xé"“?iolf‘éii BZtE 2= AMA o]
AA 42 % 147 (3.3%) A #Z= 3

of

47 XXYE 7}7<] %12}3, 3 A A}
& 97 9] EAfe A= A A o] AFo] 3
t}.



o} BYeg L, AN #FAHI 7+
o] 4ol gltt.

A gl 7] A

=PT 427 o e Al ER 8

31

Table 1. Clinical dataof 236 male and 191 female with reproductive failure

T REEE 47 XXY7F 7}
Sog:= gHEAYSG AHA

(Robertsonian translocation), /9 A 2] E.2}o] A

=, w3 A3 47 XYY otk oA ol M= 45X Al
8kl A A Eafo| S0 71 E51HA
])\Lo]ﬁ 708 #EA, 99 So] #
c 2 718 M s GAA ol RIETH
Al =Y FUlM 47 6.8%, 3.1%%, H/d A

o myg Adag olAto] T},
WolA 71 T oo J)1E B

=%

Clinical Diagnosis Mae Female Total
Recurrent abortion 132 134 266
Infertility 104 57 161
(Azoospermia) (22) (22)
(Oligozoospermia) 9 9
Tota 236 191 427
Table 2. Prevalence of chromosomal aberrations
Abnormalities n'\:gISZ iirzglle thj\|4§°7/o)
Sex chromosome aneupl oidy/mosaicism 12 1 13(72.7)
Reciprocal translocation 1 5 6 (27.3)
Structural abnormality 0 1(4.5)
Inversion 2 0 2(9.)
Tota 16 6 22 (100.0)
L 47 XXY+= Al Sl FAAFe] 7HE &
doog B 7P E B0l AES A9
=Y FA A GAA oo MEE AT 47 XXYE 713 5% 8] $hap Bl A FA Aol
g 7l%, Skl mhel 254 tEy dRbg o wFE A, ol FAATS 7H 227 9 At
2 5% WeloltH[1-2,4-6]. 53] FAelA 74 A 22.8% 1 et 712 Kol oshd A
Aot HagAE BALE o & ¢ F BA GAA oY F ATXXY} 67%F A4
I HEE O F7Reke] 15% JEE HaE T gl o}ML, o) AIMAEAIAN T, DA T2
[7-9]. T2 29 SAoA F2E = GAA o] Aol & FE AFAA ool B2 s A

l

S Qg W, H2RAES F vE YL
B, B 1Rl 823 A4% #1447t
oA A 7HL 87 A gkt
7IE R Mg &
Hdgon, 5o r 49
TEA, A9l M3
A4 =9 FAelA
TE 45 XE
73t 45X M ET0]
o} =go] gl o1}
9 delal o7 F
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Table 3. Chromosome aberrations and polymorphic variantsin 427 patients with reproductive failure

Clinical presentation Abnormal Karyotype (%) pat!\le(r)].tsoz%) Chromosz)r/::)al Variant o atz\le(r){ts?z%)
Recurrent Male 47.XYY 1 46,XY,inv(9)(pl1921.1) 3
abortion  (n=132) 46,XY,Ygh- 1 46,XY,inv(9)(p21021.1), 1
(n=266) 46,XY,inv(Y)(p11.2q12) 1 14pstk+
Femae 46,XY,inv(2)(p23g32) 1 46,XX,1gh(+) 2
(n=134) 46,XX t(1;6)(g4L;qten) 1(3;20) 1 46,XX,9qh(+) 1
(pter;p12.3),t(7;12)(g33;qter) 46,XX,inv(9)(p12021.1) 2
46,XX,1(9;13)(g22.3,912.3) 1 46,XX,15ps+ 1
46,XX,t(Y;14)(912;032) 1
Total 266 7(2.6) 10 (3.8)
Infertility Mae 47 XXY 5 46,XY,1gh+ 1
(n=161) (n=104) 46,XY[98]/47,XXY[2] 1 46,XY,inv(9)(p12921.1) 1
47 XYY 1
46,XY,t(7;11)(q22;023) 1
46,XX[97]/45,X[3] 1
Female  46,XX,t(4,5)(022;034) 1 46,XX,16qn(+) 2
(n=57)  46,XX,t(4;16)(q24;q12.2) 1
Tota 161 11(6.8) (25)
Total 427 22 143
93, JEFYAH} A B BRHQEY, 266WUS PR AN 043 Avnd 7Y
B A8 QAN AYY B Y R QIDAN ool BLALT, 9 39 o1
27 B2 o] BQAAAA Afse] BASHY L 2202 VKT NEES Btk G4A o)
7)o AZkEn FYANLL RdolANE  FHE 2E, SOAE 495 vE dere o
ow g Y oJAE oA don v Al ol #EHN, 53] AN ddAH7t FH
ol B A 7Hd dotE 7Hd ggo] ojFoldtt. 71= Hatel w2, P o] @z
sobAd =949 9ol d 4 T 4287 (spermatogenesis) el Al meiotic
HHEGARS S8 245 o] W] 31 01449 9 blocking BAFO.E HAH ol JFE WA Hev)
A pdo] ol A9 dAon, AR RE W, 44 A% 45FIAAE MHGIE
O] oF 2%l A AFH I, Y] Tad 4l st 2184 (ovogenesis) & FA5to] Ao g2 B4
toltH10]. 1 912 vl theFatn], 1 5 3 FAHRE M Hlobs 7 gHgo] A Hol, =9
AR A AAA] o] Fo] AEEE FELE 2-8%E O] AR} §aL9] ASo)A] g9 A HF AR
dejA glow, dwtd oz ofAo] YA R 2u) 7t % E}Ei #EE 4 9ty Ryt glot
e ° olde 7= AR deA dv(ll- [13-14]. & TP2& A2 =doM = drrgo
12] & 7139 = &4 T WHEaaks 5ol &4 2 EHELU AR Aot P a7} wol #
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B Ao faE G o5 AvkAql
RelA 71E Baugst A4 b2 &gk, 44
A FAo| A W #H A7} FH ooz HEy
A ek 71 Hael vl Seskginh, ok, o Ao A ¢
AR F A o] Bl mARfolA|Fo] AT o7 4
A BEE Ao A o7 AAGF AQALY, o
T o] 2347 7159 2po] & U H &
o] Bapo| Al HEol FHENS e S AL
B 5 9g Flojtt

2 9

B tE 20009 HE 20099714 B 7] 3o
A =Y W HbEFAS FoE dste] AxaA
A AL 9FE Py $AE g o dAaA
o]kl WLl FHE BAs A . 9F Y
2} 4277 = 227 (5.2%) o] 4] AW o] Afo] 7
A5, FAL 169 (6.8%), AL 69 (3.1%)
oA o]o] IAHTE FMA o]} FREL,

=
FANA e 47 XXYS £ AGNA T o]
9 Ratol A Fol, ool = A dAHI 7MY

78 (2.7%) ANA GAA o]io] BAFEAT, o] F

AL 4% (3%), AL 3 (2.2%) ol A o] o]
HEEd o A A AR} 7HE B3 o] o7
HEE A Ao g AL E A= WolF HA|
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B9 0 RGN ] JGAA LAl AF W
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24 o5t 712 QTS He A, Apein
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