FHFEERRE 127(11), 709~716, 2018. 709

S R DOEH

fa BB RIARB DL
~HETER L R REERRAKE 14 EFIDORE~

BATRTE T, W, B WA, el

LU AL R R AR BE B A F ek S Pk A B B A 2

Diagnosis of Fetal Skeletal Dysplasia: A Report of 14 Cases

Miyoko Waratani, Yukiko Tanaka, Aki Mabuchi and Jo Kitawaki

Department of Obstetrics and Gynecology,
Kyoto Prefectural University of Medicine Graduate School of Medical Science

TR

B W R L, VARRTNCISRE LIRIRENC A S NG, &Y OF kG OIRAEIC L - THED
FoNd—HORBTH 5. IHIEE IR DS A, - TN L7225, KB ERIA
RS ODL W L2 ORRBHNIHETH 5. FRIREDIZLALIE—B]IZFHRTHY, KR
BETOLEREZFET 2 I L THREZSHDREIC R 5. Sk 4 1L, ®ESERITYRECRERL 72E K
BRI 4B DO NE RS & WEBRIEESIIC OV THE LitE 1 5. BEONRIZ, BIEEALHES
Bl, ¥+ 740y 7 ERIPEHE 26, kg E/AOAE 48 (tisomy 21 &0F 1612 &), JmlhB s
JEWE 16, Desbquosis & S KIE 161, Ellisvan Creveld JEfERE 161, K7 + A7 7 ¥ — €I 26T
Hotz. IBRSHE MEREEBWHNIHEN D> 72D DIFX1IHITHY, ROFEALARTH-72HDIE5
Bl (FEWIRIREC 16, BrERKE4AB) Thor. BITERMEEIZBUEN 2 D O b Eo R,
EIEEEARE 4 TH Y, @GR, 3D-CTIC X 2 IEMRIERZBHISKD S,

F—7 =K REERMEE, 3D-CT, KB, EET15HE.

Abstract

Fetal skeletal dysplasia comprises disorders of prenatal onset that can be diagnosed in the antenatal peri-
od. These disorders are characterized by underdeveloped bone and cartilage. Although the diagnostic rate
has increased with the widespread use of ultrasound, prenatal diagnosis is complicated, because the descrip-
tion of the phenotype is often inconclusive. Skeletal dysplasia mostly refers to monogenic disorders; thus, a
definitive diagnosis is possible through the identification of a mutation in the defective gene. We report the
results of our investigation of prenatal and definitive postnatal diagnoses in 14 cases of fetal skeletal dyspla-
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sia. There were osteogenesis imperfecta, thanatophoric dysplasia, achondro-/hypochondroplasia (includ-

ing 1 case with trisomy 21), campomelic dysplasia, Desbuquois syndrome, Ellis-van Creveld syndrome, and

hypophosphatasia (HPP). In 1 case, definitive postnatal diagnosis (CD) differed from the prenatal diag-

nosis (OI). There were 5 cases of lethal skeletal dysplasia (one case of IUFD, 4 cases of neonatal death).

Conclusion: In order to identify the defective gene and make a definitive diagnosis, it is necessary to narrow

down the target gene through precise clinical diagnosis. Establishing more accurate clinical diagnoses should

be the goal of future studies. There are various phenotypes and degrees of severity of fetal skeletal dyspla-

sia, including some fatal cases. As some cases require medical intervention immediately after birth, greater

accuracy in diagnosis from the fetal period could greatly affect the prognosis of such infants.
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