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[ Abstract] A 25-year-old nulliparity underwent prenatal ultrasonography, and the
fetal cerebellar abnormality was suspected. The fetal MRI showed ‘ molar tooth sign’ in
midbrain and cerebellar vermis hypoplasia. The fetal cerebellar vermis hypoplasia was
confirmed by MRI imaging and autopsy after induced abortion. The next-generation
sequencing showed that the fetus had a heterozygous mutation of CC2D2A gene ( c.
2728C > T and c.4598T > C) , which might be the cause of the disease.
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Figure 1 Prenatal sonography imaging of the fetus

PR PR A A 58 S e DR A, B s = s 1 3 55
FILI# 100 mg 5177, £ 26 h J5 BHE 5 i — 5t
Jifi AT Oy 2580 g, G R A R A AU TC
WS, PRI MRI K 4B X i 4y, 38R
5 LA SR WS 5 R L IR A1 FRBR AR, /Nl 2 Bk
TEH AL EAEARE , /N ISR, T i AR T T
BB AR, 5 DU N % 5 5 P AH G (18 2) o P
JIER it 1) DL /N i 8 e A B S D & S RS
Y5k, ORI G I HAR R . iR LA A 46,
XN, e € (A% B0 03 B 45 R DLW 1 %0 5 s A S5
G RS RN I N o T AN AR NN
9p23 (11 740 001 ~ 12 060 000) = 1.0 [X I Jo 3k
SRR B 2y 0.32 Mb, B F % & Joubert 254
TERRTE , >R F H AR P 914 35— 3 1 2 A U
XA R RE 5 2o A OG Y i PR AT O A, R R
CC2D2A FENAEAE ¢.2728C > T Fll ¢.4598T > C &

AR
BIRERE,

A SR DUR Y R LA B G N _ERAR A, P/
BRI UL H L T /NI R B AR SR AT
) s B /NIKIBIR A E AN KL (k) | 3 I 4 0 25 0
K T F5% AT
B2 50U g R R B

Figure 2 MR imaging of the fetus after abortion
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