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Prenatal ultrasound characteristics of fetal Cowden syndrome:

one case report

ZHU Chen'*, LEI Cai-xia**, ZHANG Meng-wei’, REN Yun-yun'"
('Department of Ultrasound , *Prenatal Diagnostic Center, *Department of Radiology , Obstetrics and Gynecology Hospital
Fudan University ,Shanghai 200011, China; *Shanghai Jiai Genetics and IVF Institute ,Shanghai 200011, China)

[ Abstract] Cowden syndrome is a rare autosomal dominant disorder caused by a variant of the PTEN
gene, with clinical manifestations mainly of fetal overgrowth and organ tumors. The pregnant woman in
this case was 32 years old with gravida 1 and para 0. Prenatal ultrasound in Obstetrics and Gynecology
Hospital, Fudan University demonstrated fetal biological parameters abnormally increased (especially in
biparietal diameter and circumference of the head) and hepatic tumor. Genetic testing suggested a PTEN
gene variant [NM_000314.4: c. 193T>G (p. Tyr65Asp) ]. After termination of pregnancy, autopsy
pathology diagnosed fetal organs overgrowth and hepatic hemangioma. This article focuses on the prenatal
ultrasound phenotype and genetic features of Cowden syndrome to increase clinicians’ awareness of this
rare disease.

[Key words] Cowden syndrome; PTEN gene variant; prenatal ultrasound; overgrowth; hepatic

hemangiomata
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Tab 1 Fetal biological parameters of this case

GA  BPD (mm) HC (mm) AC (mm) EFW (g)
22.6 67 (3.7) 238 (3.9) 196 (1.7) 683 (2.3)
31.0 94 (4.6) 325 (4.1) 307 (3.4) 2231 (3.4)
31.4 97 (5.1) 332 (4.3) 315 (3.5) 2378 (3.4)
33.6 99 (4.1) 337 (3.1) 321 (2.1) 2586 (2.0)

X (n) represents the measurement (Z score). GA: Gestational age;
BPD: Biparietal diameter; HC : Head circumference; AC: Abdominal

circumference; EFW : Estimated fetal weight.

1 D 9%.0mm
- 2 D 63 6mm

BPD: Biparietal diameter; HC: Head circumference. A: Fetal ultrasound showed BPD and HC larger than +2SD; B: Large mass in the fetal
abdomen, considered a liver tumor; C: Color flow signals are seen within the mass; D: Fetal MRI showed deepening of the cerebral sulcus gyrus,
consistent with brain development in fetus at term; E: Fetal MRI showed a large solid heterogeneous mass (arrow) protruding from the right lobe
of the liver; F: After termination, a cystic-solid mass (arrow) was seen under the liver capsule.

1 Cowden L& FERR L (3EYR 337 ) IR F R I F K E

Fig 1 Prenatal imaging features and gross view of necropsy in a fetus (33" wk) with Cowden syndrome
Uk 32 Ja A7 3 7K o 0l e JL Ak DR AS: 00 245 2Rt I 7 ACMG it 1% 48 53 43 bR i (2015 RO, 1% 48 5k 1T
PTEN % [ 7% & 78 % : chr10: 89685298, NM _ fit B % ZE 5 (Likely Pathogenic, PS2_Supporting,
000314.4: c.193T>G (p. Tyr65Asp) de novo, K # PM2 _Supporting, PP3_Moderate , PP2_Supporting) .
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