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Abstract Objective: To study the relationship between chranosomal translocation and pregnancy outcome in order to
provide data for genetic counseling. Methods: Data of pregnaney outcome on 684 reciprocal translocation, 256
Robertsonian translocation and 36 complex translocation were wllected. The relationship between the type and segment size
of translocation as well as the sex of the carrier with the pregnant outcome were analyzed. Results: Spontaneous abortion in
the first trimester was the main mode of unsuccessful pregnancies. The pwobabilities of balanced offspring showed a little
mote than unexchanged segregation. The proportion of balanced offspring became higher with the prolongation of pregnancy
time, and the risk for chromosome abnormal offsprings also increased. The sex of carriers and the size of trandocation
segments were relation to the pregnancy outcome. The larger the translocation segments are, the easier the first trimester
spontaneous aborton occurred, and also the less chromosome abnormal offspring produced. Female carriers have an
increased risk of unbalanced offspring birth than male, but male carriers have a higher probability on infertility. The male
carriers of Robertsonian translocation, 1©b(D;21) or (G;21), had a risk of 16. 67% on production of Down's syndrome of
translocation, while female carriers had a risk of 35. 71%. The other types of Rob's cariers did not given birth to
unbalanced offsprings. Conclusion: It is suggested that the most convenient time for prenatal diagnosis for the prenatal
diagnosis is at second trimester. This is not only for reducing unnecessary risk, but also for time-saving and economical
nsideration. Classification of translocation, segment size of trarslocations sex of carriers and reproduction history should
be considered when genetic cunseling and risk estimating are carned out.
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Table 1  Breaking hot point in karyotype of 68 chromosome

reciprocal translocation and 36 complex translocation””

CHN?  BN? PB(%)Y CL(%)? BHP?
1 141 9.45 8. 4 p36 25 42
2 9 6.03 8. (2 Q21 433
3 101 6.77 6. p21, p25 21
4 88 5.90 6.9 935
5 ) 6.03 6. (8 pl5 @31, q35
6 103 6.90 5.9 P2l 23 25
7 95 6.37 5.% pl5 36
8 84 5.63 4.9 pll 24
9 66 4.4 4.9 P24 22
10 76 5.09 4.9 pll 22 q24
11 71 4.76 4.1 ql3 q21, q23
12 50 3.35 4.6 pl3 24
13 92 6.17 3.7 qld q22
14 71 4.76 3.% 24 32
15 77 5.16 3.46 ql5 22 q26
16 15 1.01 3.% q22
17 23 1.54 3.5 Q21
18 47 3.15 2.9 Q21
19 16 1.09 2.67 pl3 ql3
20 24 1.61 2.% ql3
21 31 2.08 1.9 q22
2 41 2.75 2. 04 qll, q13

1) Absent the data of Robertsonian transbcation; 2) CHN: chranosomal
numbes BN: breaking number, PB: percentage of breaking CL
chromosomal length in monoploid chranosane( %), BHP; breaking not point
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Table 2 Pregnancy outcome of chromosome reciprocal translocation carriers

Pregnancy outcome

Sex nl) PNI) IF 3)
PFFT ¥ PEST PFTT " CNO" CHT ” cao”
Male 286 848 454 119 92 70 88 25 73
(53.50)? (14.03) (10. 85 (8.25) (10. ) (2.95 (25.52)
Female 398 1323 796 210 119 74 72 52 32
(60. 17) (15.87) (9.00) (5.59 (5.4 (3.93) (8.04)
Total 684 2171 1250 329 211 144 160 71 105
(57.58) (15. 15 (9.72) (6. 63) (7.3D (3.55) (15.35)
D n: causes number, PN: pregnancy numbers PFFT: pregnang failure in the first timester (frequeney), PFST: pregnangy failure in the second trimeser

(frequengy )5 PFTT: pregnaney failure in the third timester (frequency), CNO: chromosomal normal offsprings (number), CHT: carriers of chromosomal trarslocation
(number), CAO: chromosomal abnomal offsprings (number), 2) O percent, 3) IF: infertility (cases)
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Table 3 'The relationship between pregnancy outcome and segment size of chromosome recipocal translocation

Numbers of band of trarslocation segment (G banding 350 band )

Pregnancy outcome below 3 4~6 7~9 over 10

n” % n % n % n %
Cases 136 100 202 100 264 100 82 100
IF? 8 5.88 29 14.36 50 18.94 18 21.95
PN ¥ 417 100 605 100 911 100 238 100
PFFT ¥ 175 41.97 346 57.19 561 61. 58 168 70. 59
PFST ¥ 80 19. 18 93 15.37 131 14.38 25 10. 50
PFTT > 65 15.59 62 10.25 69 7.58 15 6.30
Nos ¥ 58 13.91 82 13.55 136 14.92 28 11.77
CAO Y 39 9.35 2 3. 64 14 1.54 2 0. 84

D 5 pregnancy number, 2) IF: infertility (cases), 3) TPN: total pregnancy mmbers, PFFT: pregnangy failure in the first trimester(frequency), PIST:
pregnangy failure in the second trimester (frequency), PFTT: pregnancy failure in the third trimester (frequency), NOS: nomal off prings (containing chranosomal
nomal and balanced translocation, number), CAO: chromosanal abnomal offrings (number)

2.4 2.5
3 . 21 ,
36 146 97 3B.R2%
101 , 34, (97/286); 124,
4 3 ., 31.16% (124/3%8). .
4 381, 14
4. 76 %, . 160 7o, 71
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<0.05). ’
2.6
256 . 3 .
. 45 D21 .20 D2 .23 3 .
212,20 G , 130 . .
DD .18 D . D(C G)-21 . , .
. 21 3
. D22 DD .
21-21 21 . .
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Table 4 Pregnancy outcome of Robeitsonian , . Mido '8

translocation carners

Type NV PFFT PRST” PFTT" NOS" cA0”  TF¥
2 (D; D 130 260 12 0 10 0 52
H-Z@M;D 18 101 13 1 0 0 8

2 M 2D 45 50 3 5 37 16 12 ’ ’ ,
(D; 22) 20 63 8 13 15 0 0 )
QL2 23 30 3 10 8 6 5
HEGE 20 148 3 5 0o 1 3 ’
1) CN: case numbes PFFT: pregnancy failure in the first timester ’ ’
(requengy), PIST: pregnangy failure in the second trimester(frequency ) '
PFTT pregnancy failure in the third trimeser (frequency )»  NOS: nomal ’
offsprings ( containing translocation camiers: number). CAO; chranosane ’
abnommal offsprings (number), 2) t: trandoation, H-t: translocation ’
between homochranosane  3) IF: inferti lity (cases) ’
3 4 @® Daniel 1 1157
)
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