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Fig. 2. Ultrasonographic picture showing pleural effusion.
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Fig. 3. Ultrasonographic picture showing omphalocele
Table 1. Geastational age and sonographic abnormalities
Sonographic Gestational age (weeks)
abnormalities 14 15 16 17 18 19 21 24 26 27 28 29 31 32 33 34
Hydrocephalus 1* 1 r 2 1 1
Hydrops fetalis . 1 2 2
Cystic hygroma 1 1* 1% 1 1
Omphalocele 1 2 1 1
Polyhydroamnios 1 1¢ 1
Subchorionic cyst 1 1 1
Fetal ascites 1 1
Pyloric stenosis 1
Hydronephrosis 1
Pleural effusion 1
# Combined with hydrops fetalis
% Combined with omphalocele
$ Combined with polyhydroamnios
@ Combined with pyloric stenosis
Table 2. Chromosomal abnormalities
Karyotype n
45, X 4
47, XY, +18 4
46, XY, long Y 1
46, del(1) (q31) 1
46, XY /46, XY, t(5:7) 2
46, XY/ 46, XY, t(5 : 15), (pl2 : g21, 2) 1
46, —15, +der(15)£(15)t(15: ?)(pll : ?) 1

15
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Table 3. Ultrasound abnormalities with chromosomal abnormalities

Karyotype Ultrasound findings

45, X Hydrops fetalis
Cystic hygroma (3)

47, XX, +18 Hydrocephalus
Polyhydroamnios
Placental hydrophic change
(subchorionic cyst)

46, XY, long Y Omphalocele

46, del(1)(q31)

46, XY /46, XY, t(5:7)
46, XY /46, XY, t(5 : 15),
(pl2: q21,2)

46, —15, +der(15)t(15)
t(15: ) (pll:7)

Fetal asctes
Hydrops fetalis cystic hygroma
Hydrocephalus

Hydrocephalus

Table 4. Indication for Fetal Karyotyping and Abnormal Findings of Chromosomes.

Indication karyotype
Cystic hygroma (2) 45, X
(1) 46, XY /46, XY, t(5:7)
(1) Normal
Fetal ascites (1) 46, del(1)(g31)
(1) Normal
Hydronephrosis (1) Normal
Hydroamnios,pyloric syenosis (1) Normal

Hydrocephalus

Hydrocephalus, omphalocele
Hydrocephalus, hydroamnios

Hydrops fetalis

Hydrops fetlis, cystic hygroma

Omphalocele

Placental subchorionic cyst

Pleural effusion

(1) 47, XY, +18

(1) 46, XY /46, XY t(5:15),
(pl2: q21, 2)

(1) 46. —15. +der(15)t(15)t
(15: M (pll: ?)

(1) Normal

(1) Normal

(1) 47, XX, +18

(1) Normal

(1) 45. X

(1) 46, XY /46, XY, t(5:7)

(1) Normal

(1) 45. X

(1) Normal

(1) 47. XY, +18

(1) 46, XY, long Y

(1) 46, —15, der(15)t(15)t
(15:D(p11: 7

(2) Normal

(1) 47, XX, +18

(2) Normal

(1) Normal
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Clinical Pathology department of cytogenetic laboratory, Dong San Medical Center

Fig. 6. 46, del(1)(q31)
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=Abstract=

Congenital Abnormalities of Prenatal
Ultrasound and Chromosomal Study

Jun Heong Cho, MD; Hae Young Shin, MD; Taek Hoon Kim, MD; Jong In Kim, MD;
Hyo Jin Chun®, MD; 1l Young Park™, MD

Department of Obstetrics and Gynecology
Department of Clinical Pathology®
School of Medicine, Keimyung University
Depatmemnt of Obstetrics and Gynecology
PoHang Sun Rin Presbyterian Hospital* *

The inability to make a definitive diagnosis in the fetus with a sonographical abnormality often
results in parental and physician uncertainty. '

Antanatal chromosome evaluation could needed in prenatal and physician uncertainty. Tweny-nine
fetuses with an abnormal ultrasound examination were tésted for chromosomal abnormality. Fifteen
cases of these fetuses had various chromosomal abnormalities. Knowledge of the fetal chromosome con-
stitution in the setting of abnormal ultrasound has important epidemiologic, cost-benifit, counselling
and pregnancy management implication.

Key Words: Chromosome analysis, Fetal anomaly, Sonography



