Wi UL R e e R (OBR O 2017 4 6 J
JOURNAL OF ZHEJIANG UNIVERSITY ( MEDICAL SCIENCES) June 2017

http: // www. zjujournals. com/med DOI:10. 3785/j. issn. 1008-9292.2017. 06. 01

- RRERIE -

L 24 R e AT 5 i £ 9 ™ T2 W 50 A ik i

R, E M
MIAFEFRMBEEFRER LA REN ABRREHAFTHERALRE,
AT At N 310006

(5 E] SAHBERERE RERZRBELRERNINE, F A5 B S
AL B RTAG R ERELE R R LT ERE LS AN T EFE, ARE R A
TG R R E B RB AR AR, AL ERER SRR FRBAAL TR
KA T 4§ EAREBASRA N I, A Z38 B A 4 500 = GRS > TR R AR F
Z AR BB AR T B A 2R B 457 | R R AR SR SR ATAR I AT T R 6
& B AR A AR RAE M B ARAR R o AT B AT B A B RS AR K IR AE R 0 AT A
RIFBRERATT 55148,

[KR§ER] SR A, A RM; ARH; RIEAR, L, ZiS0; FER;
IEF 5T Rk
[FRESES] R394; R722.11; R4d6 [ XEIREM] A

Advances on prenatal diagnosis of birth defects associated

with genetic disorders

YAN Kai, JIN Fan ( Department of Reproductive Genetics, Women’s Hospital, Zhejiang
University School of Medicine, Key Laboratory of Reproductive Genetics, Ministry of
Education, Hangzhou 310006, China)

Corresponding author: JIN Fan, E-mail.jinfan @ zju. edu. cn, hitp ./ /orcid. org/0000-
0003-1717-2733

[ Abstract]  Birth defects have become a major public health concern in the world,
which can be resulted from the harmful environmental factors, genetic mutations or their
co-effects. Prenatal diagnosis or preimplantation diagnosis has been considered as the
only effective way for the prevention of the birth of those defects. Besides karyotype
analysis and fluorescence in situ hybridization, chromosomal microarray analysis and
next generation sequencing or its derivatives are in common use. This article reviews the

advances of the newly emerging molecular techniques in prenatal diagnosis of birth
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