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An Unbalanced Translocation of Chromosome 16 Associated with
Multiple Congenital Anomalies

Ji Yeon Lee, M.D., Jae Eun Yu, M.D., Yun Hye Shin, M.D.,
Moon Sung Park, M.D. and Jeong Hong, M.D.”

Department of Pediatrics and Pediatric Surgery”
Ajou University School of Medicine, Suwon, Korea

We present a case of de novo reciprocal unbalanced translocation of chromosome 16,
[46,XX,8p+,der(8)t(8;16)(p23;q13)enh(16)], associated with clinical features, including anal
atresia, vertebral anomaly, urogenital anomaly, single umbilical artery, ventricular septal
defect and bilateral sensorineural hearing losses. (J Korean Soc Neonatol 2005;12:212-216)
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Fig. 1. There is a rudimental anus orifice and anal
rugae which are approximated to posterior vesti-
bular bulb. Meconium is leaked through rectovaginal
fistula (arrow).
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AL A - LA ] AR AL A = W
18,800/mm’ (£ 68.0%, BZT 50%, G 1.0
%, T 19%), AL 133 g/dL, dVMIEAZE
39.2%, @&¥ 111,000/mm’°1A3 PT/aPTT 19.4/
5322 PTY <ol ARe™ Fibrinogen 489 mg/
dL, FDP>20.0 ug/mL, D-dimer 0.75 ug/mL, Anti-
thrombin III 21%% W4 3 ] Sl 21
Hag w5471
mg/dL °|R3 AR A= SAoIUnh A
AAL AWfEAAL 2 713 FAE S A F
AE 7 ik dvstE AL 4 Na 135 mmol/
L, K 4.0 mmol/L, Cl 102 mmol/L, CO» 22 mmol/L,
ALT 11U/L, AST 35 U/L, Total protein 4.9 mg/
dL, albumin 2.9 mg/dL, Total bilirubin 88 mg/dL
o). FWE It HAAZAL pH 7.341, pO, 44.2
mmHg, pCO, 439 mmHg, BE -17, 2t& X3 %
91%°1Ath A=Y FAF A F4 AEol 3

3]

mm Uen FE deho] ¥ 45 mm A7 E
=

Hk3-&5 22l C-reactive protein 3.30
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Fig. 2. (A) Simple chest X-ray shows diffuse haziness of both lungs with cardiomegaly and pulmonary con-
gestions. (B) Thoracolumbar spine X-ray shows the kyphosis of the T-L spine, but there are no defects in
vertebral bodies. (C) Magnetic resonance imaging demonstrates that conus medullaris is located between L2

and L3.
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Fig. 4. (A) Karyotype of the patient shows 46XX,8p+. (B) Sequential FISH with
whole chromosome 16 painting probes (red color) demonstrate that there was an
unbalanced translocation of chromosome 16 in chromosome 8. (C) Schematic
representation of the patient’s karyotype, [46,XX,8p+,der(8)t(8;16)(p23;q13) enh(16)]
shows the mechanism of de novo unbalanced translocation.
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