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Fibular hemimelia
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Fibular hemimelia is defined as a partial or complete absence of the fibula. Alongside fibular deformities, there is a
wide spectrum of anomalies, foot deformities, and absent rays. A literature review showed only a handful of cases
of prenatal diagnosis of fibular hemimelia. It is a rare disorder that might be isolated or associated with visceral
anomalies.

bowed tibia, absent fibula, prenatal diagnosis.

INTRODUCTION

We present the case of a 29-year-old woman, 19 weeks
pregnant, who underwent a routine second-trimester scan. Her
first-trimester scan was unremarkable. Following her scan, fetal
abnormalities were noted on the left foot. There was an absent
fibula with a short and bowed tibia. On further examination, the

absence of the fourth and fifth toes was observed (Figure 1 A-D).
The rest of the bones were within normal limits. The scan was
performed using a convex probe 2D-4D RAB 6 D Voluson E10
BT16 (General Electric Healthcare, Ultrasound Zipfer, Austria).
Except for the fibula and toes, the fetal skeletal system was sym-
metrically and appropriately developed, as were the hands. No
other organ anomalies were identified. Because of the findings

Figure 1. A - Multiplanar 3D bowed tibia and absent fibula; B - X-ray bowed tibia and absent fibula of right leg; C - 3D rendering short leg
and three fingers; D - post-aborted specimen bowed tibia and absent fibula and three digits.
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Figure 1. Continu

mentioned above, a diagnosis of fibular hemimelia, most likely
type 2, was made. Following detailed counseling, the parents de-
cided to end the pregnancy. Nevertheless, umbilical cord blood
was obtained at delivery, and SNP microarray analysis showed
a normal result (Agilent Cytogenomics 3.0.2.11 software). The
post-mortem exam confirmed the antenatal findings.

DISCUSSION

In embryological life, the lower extremities are sonograph-
ically seen before the upper extremities, whereas movement of
upper extremities is seen before the movement of lower extrem-
ities. The long fetal bones can be measured from 11 weeks on-
ward [1]. Fibular hemimelia is an extremely rare disorder, with
inconsistency regarding its actual incidence. Complete fibular
aplasia, mild fibular aplasia, and unilateral or bilateral fibular
hemimelia are all part of the same family. The unilateral form
is more common than the bilateral form at a ratio of 3 to 1 [2].
Typically, in unilateral cases, anterior bowing of the tibia occurs,
and the right side is more commonly involved. In almost all cases,
there is a toe deficiency. The etiology of fibular hemimelia is un-
clear, but several theories, such as an absent anterior tibial artery,
can lead to defects in muscle development and flaws in the apical
ectodermal ridge [3]. Another theory is a disruption of the limb
during embryogenesis. The preferred classification is the one
published by Achterman and Kalamachi, which relies on clinical
and radiological features. Class I with minimal hypoplasia of the
fibula and Class II with fibula aplasia. Our case is type II fibular
hemimelia [4]. Postnatally there are different surgical treatments,
but when there is a significant discrepancy, amputation with early
use of prosthesis is recommended [5].

CONCLUSION

Our case shows a type II fibular hemimelia with fibular apla-
sia, tibial bowing, and toes deficiency. Our sonographic diagnosis

was confirmed post-abortum. The parents chose to terminate
the pregnancy at 19 weeks gestation. An accurate diagnosis is
possible, and new scanning technologies can improve our knowl-
edge enabling us to provide better counseling for parents, which
should be done in a multidisciplinary format, encompassing ob-
stetricians, neonatologists, geneticists, and pediatrician surgeons.

ACKNOWLEDGMENTS

Conflict of interest
The authors declare no conflict of interest.

Consent to participate
Informed consent to publish the data was obtained from the
participant.

Authorship

TG performed the autopsy. OI and ODT wrote the original
draft and edited the pictures. NB reviewed the article. LGP per-
formed the scan and managed the case.

REFERENCES

1. De Biasio P, Prefumo F Lantieri PB, Venturini PL. Reference values for fetal
limb biometry at 10-14 weeks of gestation. Ultrasound Obstet Gynecol. 2002
Jun;19(6):588-91. doi: 10.1046/1.1469-0705.2002.00713 x.

2. Monteagudo A, Dong R, Timor-Tritsch IE. Fetal fibular hemimelia: case
report and review of the literature. ] Ultrasound Med. 2006 Apr;25(4):533-7.
doi: 10.7863/jum.2006.25.4.533.

3. Fordham LA, Applegate KE, Wilkes DC, Chung CJ. Fibular Hemimelia:
More Than Just An Absent Bone. Semin Musculoskelet Radiol. 1999;3(3):
227-238. doi: 10.1055/5-2008-1080068.

4. Achterman C, Kalamchi A. Congenital deficiency of the fibula. J Bone Joint

Surg Br. 1979 May;61-B(2):133-7. doi: 10.1302/0301-620X.61B2.438260.

Sepulveda W, Weiner E, Bridger JE, Fisk NM. Prenatal diagnosis of

congenital absence of the fibula. J Ultrasound Med. 1994 Aug;13(8):655-7.

doi: 10.7863/jum.1994.13.8.655.

&

© 2022 JOURNAL of MEDICINE and LIFE. VOL: 15 ISSUE: 4 APRIL 2022



