
ABSTRACT
Achondroplasia is inherited in an autosomal dominant

manner. This disorder is caused by mutation in FGFR3 gene
(Fibroblast Growth Factor Receptor 3). Over 80% of indi-
viduals with achondroplasia have parents with normal
stature and have achondroplasia as the result of a de novo
gene mutation. Such parents have a low risk of having
another child with achondroplasia.  Achondroplasia is char-
acterized by abnormal bone growth that results in short
stature with disproportionately short arms and legs, a large
head, and characteristic facial features. Intelligence and life
span are usually normal. The aim of this study is a case
report of pregnant woman with a fetus suffering from achon-
droplasia. The woman, nullipara, 27 years old, in the 18th

week of pregnancy, was sent for echosonographic evaluation.
Biochemical screening (triple test), performed in the 17th

week of pregnancy, was negative. Fetal karyotype, obtained
by amniocentesis was normal (46 XY). In the sample of
amniotic fluid, saturated very long chain fatty acids were
detected: C26:0 0.18 mg/L, C24:0 0.38 mg/L, ratio C26/C22
0.017. All values for the concentration of saturated very long
chain fatty acids are in normal range for amniotic fluid.
Ultrasound examination showed short bones of hands and
legs under 50 percentile. Ultrasound findings: placenta on
the front wall of the uterus, fetal head anatomy was normal,
AP diameter of thorax 35 mm, standard fetal echocardio-
graphic views were normal, stomach and urinary bladder
were shown, humerus length 18 mm, radius length 8.6 mm,
femur length 13 mm, tibia length 8 mm, fibula length 8 mm.
Abortion was performed in the 19th week of gestation.
Radiological and histopathological findings confirmed the
diagnosis of achondroplasia. Ultrasonographic examination
in the second trimester of pregnancy can detect shortening of
long bones in the fetus suffering from achondroplasia.
Diagnosis can be confirmed by using appropriate genetic test.
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