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Case Report:
A Case of Prenatal Unveiling Epidermolytic Ichthyosis

COI Disclosure

Yu-Cheng Nien, Jenn-Jhy Tseng
Department of Gynecology and Obstetrics,
TaichungVeterans General Hospital, Taiwan
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the presentation.

Introduction

Epidermolytic ichthyosis, also known as bullous congenital
ichthyosiform erythroderm (OMIM #113800), is the most prevalent
phenotype of keratinopathic ichthyotic, which belongs to the group of
non-syndromic inherited ichthyosis. It is a rare autosomal dominant
disorder cause by mutations in the keratin 1 or 10 genes (KRT 1
and KRT 10). It causes generalized erythroderma, bullous and erosive
skin lesions of the baby at birth. However, lack of significant
associated structural abnormalities makes it hard to be diagnosed
prenatally. In this report, we describe a rare case who was pregnant
with dichorionic diamniotic twins, had one of her twins containing
snowflake-like linear materials in the amniotic cavity, indicating the
possibility of epidermolytic ichthyosis.

A 31-year-old woman, who was pregnant Case Presenﬂﬁon
with dichorionic diamniotic twins, had one
of her twins (twin B) containing snowflake-
like linear materials in the amniotic cavity
during an ultrasound at 22 weeks of
gestation (Figure A-1). This condition
progressed at 34 weeks (Figure A-2).

The babies were delivered at 37 weeks via
cesarean section. The newborn, examined
prenatally, had palmoplantar keratoderma,
generalized erythroderma, and blistering
and erosive skin on various parts of the
body (Figure B). Skin biopsy (Figure C, H &
E, x 200) showed hyperkeratosis (blue
arrow), hypergranulosis (yellow arrow), and
superficial vacuolation (white arrow)
indicating epidermal separations.

Genetic testing through whole exome
sequencing confirmed the diagnosis of
epidermolytic ichthyosis, revealing a de
novo mutation in the keratin-1 gene.

Discussion Echogenic amniotic fluid, seen in about 80% of 39-trimester ultrasounds,
has a much lower incidence (4%) in the 1% and 2" trimesters. A 2018 study by Karamustafaoglu
et al. found only 9 cases (3.2%) of echogenic fluid in 278 singleton term pregnancies, with
44.4% containing vernix and 44.4% meconium. Vernix begins to be released around 32-34
weeks, increasing after 36-37 weeks, but in this case, at 22 weeks, vernix was less likely.

The snowflake sign, first described in 1990, refers to hyperechoic linear particles in the
amniotic fluid. It can be seen in conditions like epidermolytic hyperkeratosis, congenital
harlequin ichthyosis, and junctional epidermolysis bullosa, often accompanied by structural
features such as a fixed open mouth or extremity flexion.

cOnClUlenS Snowflake-like echoes in the amniotic fluid during the early trimester may
indicate fetal epidermalytic ichthyosis.

1. Karamustafa

fluid at term
97(4):915-918.

skin denudation. J Ult
Tosto V, Herrero B,

asound signs of fetal junctional
f literature. Eur | Obstet Gynecol
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like linear materials in the amniotic cavity
during an ultrasound at 22 weeks of
gestation (Figure A-1). This condition
progressed at 34 weeks (Figure A-2).

The babies were delivered at 37 weeks via
cesarean section. The newborn, examined
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Compatible with the obstetrical gestation age.
No obvi anomaly was detected at present.
F/U brain and face 3 weeks later-> checked at 15 weeks of gestation, no major anomaly

detected.

[ConclusionfE Ea]
Keep regular follow-ups.
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:l;;‘h The 4th Annual Congress of
Japan Society of Ultrasound in Obstetrics and Gynecology (ISUDG)

Yu-Cheng Nien

Taichung Veterans General Hospital

Pre-Congress: O

+ 3/15 Luncheon Seminar 2:

Neurosonography training without patient

+ 3/16 Luncheon Seminar 1:

Fetal heart scanning: what we learned in the last 30

years

Live Streaming

Receipt

March 11, 2025
The 4th Annual Congress of JSUOG_25100079

Taichung Veterans General Hospital
Yu-Cheng Nien

Vision Bridge, LLC.
Issuer number: T3-0111-0203-0410

Iten Quantity Unit | Amount
price

2025-03-14 1 18000 18000

Registration fee for Pre-congress (Meet the Expert : Hands-on training

course)

Classification: Participants except for the above countries

Total amount 10% target 18,000 JPY ( Tax 1,636 JPY )

[Contact]

The 4th Annual Congress Secretariat Office

2F Shin-Kagurazaka Building, 43 Tansu-machi, Shinjuku-ku, Tokyo 162-0833, Japan
Vision Bridge, LLC.

TEL: 03-5046-8849 FAX: 03-5229-6889

Enail: jsuog2025@supportoffice. jp

The 4th Annual Congress of Japan Society of Ultrasound in Obstetrics and Gynecology (JSUOG)
Ritsuko Kimata Pooh

The dth Annual Congress Secretariat Office

March 11, 2025

2F Shin-Kagurazaka Building, 43 Tansu-machi, Shinjuku-ku, Tokyo 162-0833, Japan

ISUOG A‘pprox_.m.g irse in Japan

The 4th"AnnuallCongress)of,

ofiUltrasound

andlGC ynecology o

Receipt

Taichung Veterans General Hospital
Yu-Cheng Nien

-

March 11, 2025
The 4th Annual Congress of JSUOG_25100079

Vision Bridge, LLC.
Issuer number: T3-0111-0203-0410

Registration fee for The 4th Annual Congress of JSOUG

Item Quantity Unit Amount
price
2025-03-15 1 18000 18000

Total amount 10% target 18,000 JPY ( Tax 1,636 JPY )

[Contact]

The 4th Annual Congress Secretariat Office

2F Shin-Kagurazaka Building, 43 Tansu-machi, Shinjuku-ku, Tokyo 162-0833, Japan
Vision Bridge, LLC.

TEL: 03-5946-8849 FAX: 03-5229-6889

Email: jsuog2025@supportoffice. jp

2F Shin-K Building, 43
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The 4th Aunual Congress of Japan Sociely of Ultrasound in Obstetrics and Gynecology (JSUOG

)

Ritsuko Kimata Pooh
The 4th Annual Congress Secretariat Office
March 11, 2025

+ Shinjuku-ku, Tokyo 162-0833, Japan



Participation Certificate

Yu-Cheng Nien

This is to certify the participation in the following congress.

The 4th Annual Congress of Japan Society of Ultrasound in Obstetrics and
Gynecology (JSUOG)

2025/03/14 ~ 2025/03/16
Ritsuko Kimata Pooh

Ritsuko Kimata Pooh

The 4th Annual Congress Secretariat Office
2025/03/17

2F Shin-Kagurazaka Building, 43 Tansu-machi, Shinjuku-ku, Tokyo 162-3833,
apan
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