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Molecular diagnosis and pedigree analysis of Coffin-Lowry syndrome caused by RPS6KA3 gene variation
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[Abstract] Objective To detect the variants in RPS6KA3 gene in patients with Coffin-Lowry syndrome
(CLS) by using next-generation sequencing technology and provide genetic counseling and prenatal
diagnosis for two unrelated families. Methods Two patients with CLS were referred to our center for
genetic counseling. By using next-generation sequencing technology (NGS), we found 2 variants in
RPS6KA3 gene in these two patients. Primers were designed for polymerase chain reaction (PCR)
experiments. Sanger sequencing validations for the variants of RPS6KA3 in the proband’s parents were
performed. Results Two pathogenic heterozygous variants were found in RPS6KA3 gene in the two
probands, which were c. 1672C>T (p. R558 * ) and (c. 325+ 2_325+ 3insT), respectively. Sanger
sequencing validations showed their parents were normal which indicated the pathogenic heterozygous
variants were de novo variants. Furthermore, the analysis of prenatal molecular diagnosis showed the
current fetus did not have the same mutation with probands. Conclusion By using next-generation
sequencing technology, we successfully identified two de novo variants in two unrelated families. Base on

the prenatal invasive analysis, these two families received precise molecular diagnosis and prenatal genetic
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counseling for their current pregnancies.
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LRIk HEAT 56 R 2 DNA 32 5, B Al & ok 1l
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)L RPS6KA3 BLH#EAT T A, IF K & 8L 5 B iE

(P EPERTZ B2 & B ) 2021 4E45 13 4545 3 1

B AR S o [E I S HERR IR LY AR B H = K&
U RN €17 N K G =R e (e e B = W i i i
17 7 P QF-PCR Al Ko 3 7K e €8 (AR 33l B 5 43 7
G5 R K . A ] AR S S RPS6KA3 [ c.
1672C>T(p. R558 = ) | T A8 57, Wi H A A 1
1 50 [ 457 5 0 R AR 5 Ry v OB IR R
TE A S A
BARARP,SLIUEHE N RPS6KA3L B &
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