Turkiye Klinikleri ] Ophthalmol 2017;26(4):293-6

I OLGU SUNUMU CASE REPORT

DOI: 10.5336/0phthal.2016-50074

Trisomy 13 Presented with Bilateral Anophthalmia,

Postaxial Polydactyly on the Left Foot and

Coarse Facial Appearance in a Newborn Infant:

Case Report

Yenidogan Bir Bebekte Her Iki Gozde Anoftalmi,
Sol Ayakta Lateral Sirada Fazla Parmak ve Kaba Yiiz
Gortintimi ile Birlikte Sunulan Trizomi 13 Olgusu
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ABSTRACT A 1 day-old female infant was born at 36 weeks of gestation was charged in neonatal
intensive care unit due to respiratory distress. Physical examination findings which aroused suspi-
cious of a chromosomal anomaly included bilateral anophthalmia, postaxial polydactyly on the left
foot, coarse facial appearance, wide and prominent nasal bridge, redundant nuchal skin, trigono-
cephaly. Abdominal and genitourinary system ultrasonographic findings were evaluated as nor-
mally. Family history was unremarkable. Because of having two healthy children, the parents had
not applied to any gynecologist during the pregnancy period. In chromosome analysis, trisomy at
the 13rd chromosome was revealed (47,XX,+13). The patient died on the postnatal first day due to
severe respiratory insufficiency.
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OZET Otuzaltinci dogum haftasinda, kiz cinsiyetine sahip olan bir giinlitk bebek solunum sikintisi
nedeniyle yenidogan yogun bakim servisine yatirildi. Kromozomal anomali siiphesi uyandiran kli-
nik bulgulara sahip olgunun yapilan fiziksel muayenesinde her iki gézde anoftalmi, sol ayakta la-
teral sirada fazla parmak olusumu, kaba ytiz gériintimii, nazal kemik ¢ikintisinda genisleme ve
belirginlesme, ense cildinde kalinlagma ve ti¢gen seklinde kafatasi saptandi. Batin ve genitoiiriner
sistem ultrasonografi bulgulari normal olarak degerlendirildi. Aile 6ykiisiinde herhangi bir 6zellik
yoktu. Bebegin ailesi, 6nceden saglikli 2 ¢ocuga sahip olduklari i¢in gebelik siiresi boyunca hig bir
kadin hastaliklar1 ve dogum uzmanina bagvurmadiklarini belirtti. Hastanin yapilan kromozom ana-
lizinde 13. Kromozomda trizomi (47,XX,+13) saptandi. Dogumdan sonraki 1. giinde, hasta siddetli
solunum yetmezligi nedeni ile hayatini kaybetti.

Anahtar Kelimeler: Patau sendromu; anoftalmi; kromozom 13p duplikasyon

risomy 13 known as Patau syndrome is a rare lethal syndrome and is

characterized by the presence of an extra chromosome 13 in each

cell of the body. This syndrome is the third most commonly diag-
nosed autosomal trisomy syndrome among liveborn infants.! The
prevalance is estimated between 1/10 000 and 1/20 000 in live births, gen-
erally resulting with spontaneous abortion.? This rare but lethal chromoso-
mal disorder is associated with multiple congenital anomalies including
microphthalmia or anophthalmia, microcephaly, holoprocencephaly, scalp
defects, postaxial polydactyly of the hands or feet, orofacial clefting, con-
genital heart defects, and severe mental and growth retardation.?
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Here, we report a case of newborn infant with
trisomy 13 that confirmed by chromosomal analy-
sis had bilateral anophthalmia, postaxial poly-
dactyly of foot and coarse facial appearance.

CASE REPORT

The newborn with female gender was delivered at
36 weeks of gestation by emergency cesarean sec-
tion delivery due to maternal HELLP syndrome,
whose parents, a healthy 22-year-old mother and
25-year-old father, have consanguineous (first-
cousin) marriage. Her siblings were healthy and
family history was unremarkable. Because of hav-
ing two healthy children, the parents had not ap-

plied to any obstetrician during the pregnancy
period. On physical examination multiple dys-
morphic features including coarse face, trigono-
cephaly, prominent metopic ridge, simple ears,
sparse eyebrows, bilateral anophthalmia and disor-
ganized intraocular structures with the presence of
normal eyelid margins (Figure 1 A-B) were de-
tected. In addition to excepting for cleft lip or
palate, large nose, wide and prominent nasal
bridge, wide philtrum, thin vermilion of lower and
upper lips, horizontal chin crease, retrognathia,
short neck, redundant nuchal skin, bilateral single
palmar creases, hyperconvex nails of hands, postax-
ial polydactyly of right foot, hypoplastic toe nails
were observed (Figure 1 C-D-E). Respiratory dis-

FIGURE 1: Color images of the patient. (A) anophthalmia in the right eye (B) anophthalmia in the left eye (C) coarse facial appearence (D) simple ear (E) postax-
ial polydactyly of right foot and hypoplastic toe nails (F) Karyotype of the patient showing 47,XX,+13 with GTG banding.
(See color Figure at http://www.turkiyeklinikleri.com/journal/oftalmoloji-dergisi/1 300-0365/tr-index.html)
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tress findings and diffuse interstitial pneumonic in-
filtration were showed on the chest radiography.
Cerebral and cerebellar hypoplasia was detected on
the transfontanellar ultrasound. To determine any
cardiac, cranial and ocular anomalies by means of
computarized tomography (CT) or magnetic reso-
nance imaging (MRI) and echocardiography could
not be performed because of clinical instability.
Abdominal and renal tract ultrasonographic find-
ings were normal. Since the baby had major dys-
morphic findings, she was consulted to the medical
geneticist. Chromosome analysis of peripheral
leukocytes using GTG (450-550) banding technique
at 20 metaphase revealed free trisomy 13
(47, XX,+13) (Figure 1-F). The patient died at the
first day of her life from severe respiratory insuffi-
ciency. The family did not accept the autopsy and
genetic counseling was offered to the parents by
the medical geneticist.

I DISCUSSION

Here, we present the clinical features and genetic
data of a newborn infant with free trisomy 13, di-
agnosed in Sanliurfa province, Southeastern Ana-
tolia region of Turkey. Trisomy 13 (Patau sydrome)
is the third most commonly observed autosomal
trisomy syndrome and involves multiple abnor-
malities many of which are not compatible with
life, therefore it is resulted more commonly with
spontaneous abortions.! Although the clinical triad
of Patau syndrome consists of microphthalmia,
cleft lip and palate and polydactyly, they were not
presented for most cases. Cardinal findings in-
clude motor-mental retardation, microcephalus,
holoprosencephaly, hypotelorism, and cardiovas-
cular, genitourinary, and/or ocular malforma-
tions. Since there are no pathognomonic clinical
findings leading to early identification, it is
mandatory to perform cytogenetic analysis for
definitive diagnosis. According to the results of
30 cases discussed in a review, the main findings
were cryptorchidism (78%), abnormal auricles
(77%), polydactyly of hands and/or feet (63%), mi-
crophtalmia (60%), micrognathia (50%), low-set
ears (47%), aplasia cutis/scalp defects (43%) and
microcephaly (40%).*
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In our patient we revealed that bilateral
anophthalmia, postaxial polydactyly of foot, mi-
crognathia, abnormal auricles, large nose, short
neck, hypoplastic toe nails. Postaxial polydactyly
in Patau syndrome is one of the key elements of di-
agnosis and reported in 52-70% of cases. Although
cleft lip and palate are present in 60-70% of cases,
neither cleft lip nor cleft palate was observed in this
case.’ Patients with trisomy 13 have significant in-
volvement of central nervous system and are at
high risk of profound mental retardation. Holo-
prosencephaly and other forebrain developmental
anomalies are common. Less commonly, these pa-
tients may have hypoplasia of the cerebellum, hy-
drocephalus and spinal dysraphism. In presented
case cerebral and cerebellar hypoplasia was de-
tected and holoprosencephaly was suspected on
transfontanellar ultrasound but clinical instability
did not allow to confirm this via cranial MRI.

Ophthalmologic findings are common seen in
trisomy 13. The most frequent ocular findings of
Patau syndrome are microphthalmia, coloboma of
the ciliary body and iris, and retinal dysplasia.> Mi-
croophtalmia is a rare congenital anomaly affect-
ing about 14/100 000 newborns, while anophtalmia
is four times more rare (3/100 000 of newborns). In
addition to about 16% of cases of anopthalmia/mi-
crophtalmia there is a chromosomal etiology,
which trisomy 13 remains the main abnormality.®

Anopthalmia/microphtalmia is present in 60-
70% of cases of trisomy 13.° Anophtalmia has been
reported in about 10% of individuals in three re-
ported reviews.” Other described ocular abnormali-
ties in trisomy 13 include iris coloboma, persistent
primary hyperplastic vitreous (PPHV), cataract, cy-
clopia, primary aphakia, bupthalmos due to congen-
ital glaucoma.* Bilateral prominent anophthalmia
including disorganized remnants of intraocular
structures associated with trisomy 13 had been ob-
served in our patient. To our knowledge, this is the
unique case of trisomy 13 with bilateral anoph-
thalmia accompanied by disorganized intraocular
structures and postaxial polydactyly of right foot.

The patient had typical abnormalities for tri-
somy 13 such as coarse facial appearance and
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postaxial polydactyly as well as bilateral anoph-
thalmia and delivered from a mother with a history
of HELLP syndrome. The incidence of pre-eclamp-
sia in pregnancies complicated by trisomy 13 has
been reported to be significantly higher than nor-
mal karyotype populations.® So, maternal HELLP
syndrome strengthened the clinical suspicion of
trisomy 13 in current case.

The exact diagnosis is established through
chromosome analysis. Most frequent cytogenetic
abnormality is free and homogeneous trisomy 13
(80.0%), rarely being detected as trisomy mosaics
(5%) or Robertsonian translocations (10%). The
mechanisms that cause this chromosomal abnor-
mality are not completely known. In most cases it
is a free homogeneous trisomy with the extra chro-
mosome having a maternal origin in 90% of cases.’
In the presented case, classic free trisomy 47,
XX,+13 was detected by karyotype analysis.

Trisomy 13 is associated with very low sur-
vival rates due to congenital malformations of the
central nervous (CNS), cardiac, circulatory and
urogenital systems and almost 50% of the cases die
in the first month and 90% during the first year of
life. The median survival of patients with trisomy
13 ranges from 2.5 to 10 days.>!° The probability of
survival until one month age is about 28% and only
5-10% survive for one year.!” Our patient died at
the first day of life with severe respiratory insuffi-
ciency. All the cases suffer motor and mental
deficits. The most common cause of death is car-

diopulmonary complications such as pulmonary
hypoplasia and respiratory insufficiency as in the
presented patient.

Prenatal ultrasonography (USG) is a powerful
tool to detect structural abnormalities associated with
the fetus in trisomy 13 pregnancies.!’ Detection of
the anomalies in the fetus helps the parents accept
prenatal genetic counseling including amniocentesis
and therapeutic abortion. Early clinical recognition
of trisomy 13 at birth remain essential to optimize
guidance for care of the child and his family. Unfor-
tunately, the parents of the present case had not been
referred to an obstetrician for follow up.

Finally, this case may reflect the lack of health
serving and awareness of prenatal following im-
portance during the pregnancy period among par-
ents living especially in rural parts of southeastern
anatolia region in Turkey.
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