Prenatal diagnosis of fetal hemivertebra at 12 weeks
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DESCRIPTION

A pregnant woman in her later 30s, with a
history of a previous uneventful pregnancy
with full-term delivery of a healthy baby and
subsequent four first trimester miscarriages, all
with the same partner. The study for recurrent
early pregnancy loss was negative (karyotype,
hormonal disorders, thrombophilia screening,
endometrial assessment) and the couple’s family
histories were unremarkable. The woman was
previously healthy, with folic acid supplemen-
tation preconceptionally and with no history of
exposure to teratogens in the first trimester.

First trimester ultrasound revealed a singleton
pregnancy, with crown-rump length compatible
with 12 weeks’ gestation and no sonographic
markers of common foetal trisomies. During
morphological examination, a slight distortion
of the fetal column at thoracic level was evident
in the coronal view, making the diagnosis of a
fetal scoliosis (figure 1). No other abnormalities
were found. Follow-up ultrasound examination
at 20 weeks of gestation showed a more evident
thoracic scoliosis and a small triangular body
was seen wedged against the normal vertebral
bodies, making the diagnosis of thoracic hemi-
vertebra. No further morphological anomalies
were found.

Amniocentesis was performed, demonstrating
normal fetal female karyotype and normal
array-CGH (Comparative Genomic Hybridiza-
tion). Due to the progression of spine angu-
lation at thoracic level (associated with poor
prognosis), after multidisciplinary counselling,
the couple elected to terminate the pregnancy.

First trimester evaluation: arrow shows
distortion of the fetal column at thoracic level (coronal
view).

Figure 1

," Inés Sarmento Goncalves

! Cristina Godinho,’

Figure 2 Postmortem examination: a thoracic
hemivertebra with a collapsed contiguous vertebra
(arrow).

Postmortem examination revealed a female
fetus with an isolated skeletal malformation: a
thoracic hemivertebra with a collapsed contig-
uous vertebra and absence of the right rib, which
was an unsurprising finding, due to its thoracic
origin (figure 2).

Hemivertebra is an uncommon congenital
vertebral abnormality, in which only half of the
vertebra develops, occurring in 0.5-1 per 1000
births." * Aetiology is unknown. Hypotheses
include an abnormal distribution of the interseg-
mental arteries of the vertebral column, sclero-
tomal defect, poor nutritional intake and genetic
syndromes including Jarcho-Levin, Klipplel-Fiel
and VACTERL (vertebral defects, anal atresia,
cardiac defects, tracheoesophageal fistula, renal
and limb anomalies).? Although most cases
present with coexisting anomalies, situations of
isolated hemivertebra seem to be simple struc-
tural defects, unaccompanied by genetic damage
or with environmental causes.'™

The hemivertebra acts as a wedge within
the vertebral column, causing contralat-
eral deviation of the spine at the level of the
abnormal vertebra, causing scoliosis, lordosis
or kyphosis.! * This can be observed prenatally
by 2-dimensional ultrasound, which shows a
triangular-shaped ossified structure wedged on
the vertebral column and the resulting spinal
curvature. Due to the size of the fetal spine and
the poor ossification in the first trimester of
pregnancy, the diagnosis, if achieved prenatally,
usually occurs in the second trimester.'” Studies
suggest that the earlier the diagnosis, the higher
likelihood of severe spinal abnormality, higher
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incidence of coexisting abnormalities and worse outcome.?

Prognosis is also closely related to the site of occurrence.
Cervical or thoracic hemivertebra are associated with a
higher risk of spinal cord abnormalities and, therefore,
with a poorer outcome.' Surgical resection of the affected
segment followed by posterior spinal fusion is the most
commot?stherapy for hemivertebra and has had promising
results.””

Learning points

» When prenatal diagnosis is achieved, it usually occurs in
the second trimester of pregnancy, with a minority of cases
reported in the first trimester of pregnancy. In this case, the
hemivertebra was suspected at 12 weeks' gestation due to
early presentation fetal scoliosis.

» Prenatal diagnosis of hemivertebra is feasible in the first
trimester of pregnancy, providing the parents important
information and support to make an informed decision
early in pregnancy or early postnatal referral for care and
treatment.

» Therefore, a thorough inspection of the vertebral column
should be made systematically during the first trimester
ultrasound.

Contributors DM and ISG were directly responsible for the initial approach to
the patient. Follow-up of the patient and pregnancy termination were oriented by
ISG and CG. Postmortem evaluation was made by RNN. All authors were major
contributors in writing the manuscript. All authors read and approved the final
manuscript.

Funding The authors have not declared a specific grant for this research from any
funding agency in the public, commercial or not-for-profit sectors.

Competing interests None declared.
Patient consent for publication Consent obtained directly from patient(s)
Provenance and peer review Not commissioned; externally peer reviewed.

Case reports provide a valuable learning resource for the scientific community and
can indicate areas of interest for future research. They should not be used in isolation
to guide treatment choices or public health policy.

ORCID iDs
Diana Monteiro http://orcid.org/0000-0001-9238-7158
Inés Sarmento Goncalves http://orcid.org/0000-0002-7941-6492

REFERENCES

1 Goldstein I, Makhoul IR, Weissman A, et a/. Hemivertebra: prenatal diagnosis, incidence
and characteristics. Fetal Diagn Ther 2005;20:121-6.

2 Basude S, McDermott L, Newell S, et al. Fetal hemivertebra: associations and perinatal
outcome. Ultrasound Obstet Gynecol 2015;45:434-8.

3 Weisz B, Achiron R, Schindler A, et al. Prenatal sonographic diagnosis of hemivertebra.
J Ultrasound Med 2004;23:853-7.

4 Chen M, Chan B, Lam TPW, et al. Sonographic features of hemivertebra at 13 weeks'
gestation. J Obstet Gynaecol Res 2007;33:74-7.

5 Yulia A, Pawar S, Chelemen O, et al. Fetal Hemivertebra at 11 to 14Weeks' Gestation. J/
Ultrasound Med 2020;39:1857-63.

6 Tian YL, Geng J,Wang F, et a/. Posterior hemivertebra resection in combination with
screw rod internal fixation in the treatment of pediatric congenital scoliosis. J Bio/
Regul Homeost Agents 2018;32:345-9.

7 Farley FA, Blakemore LC. Congenital scoliosis: a case-based approach. Instr Course Lect
2017;66:475-80.

8 Lucas P, Tello CA, Remondino RG, et al. Long-Term results of hemivertebra excision:
how does the spine behave after the peak of puberty? Spine Deform 2021;9:161-7.

Copyright 2022 BMJ Publishing Group. All rights reserved. For permission to reuse any of this content visit

https://www.bmj.com/company/products-services/rights-and-licensing/permissions/

BMJ Case Report Fellows may re-use this article for personal use and teaching without any further permission.

Become a Fellow of BMJ Case Reports today and you can:

» Submit as many cases as you like

» Enjoy fast sympathetic peer review and rapid publication of accepted articles
» Access all the published articles

» Re-use any of the published material for personal use and teaching without further permission

Customer Service

If you have any further queries about your subscription, please contact our customer services team on +44 (0) 207111 1105 or via email at support@bmj.com.

Visit casereports.bmj.com for more articles like this and to become a Fellow

Monteiro D, et al. BMJ Case Rep 2022;15:e251293. doi:10.1136/bcr-2022-251293

“ybuAdoa Aq parosioid 1sanb Aq 202 ‘ST YoJe uo jwod’[wg suodalases; :dny wol) papeojumoq ‘gz0z dunt 9T U0 £62T52-2202-100/9STT 0T Se paysiignd 1s1iy :doy ased rINg


http://orcid.org/0000-0001-9238-7158
http://orcid.org/0000-0002-7941-6492
http://dx.doi.org/10.1159/000082435
http://dx.doi.org/10.1002/uog.13401
http://dx.doi.org/10.7863/jum.2004.23.6.853
http://dx.doi.org/10.1111/j.1447-0756.2007.00483.x
http://dx.doi.org/10.1002/jum.15280
http://dx.doi.org/10.1002/jum.15280
http://www.ncbi.nlm.nih.gov/pubmed/29685017
http://www.ncbi.nlm.nih.gov/pubmed/29685017
http://www.ncbi.nlm.nih.gov/pubmed/28594523
http://dx.doi.org/10.1007/s43390-020-00198-y
http://casereports.bmj.com/

	Prenatal diagnosis of fetal hemivertebra at 12 weeks of gestation
	Description
	References


