55 35 #4551 T a4 4 R AR Vol. 35 No. 5
2024 4E 5 H Chinese Journal of Woman and Child Health Research May 2024

aCGH M AT ez =24 &I DMD EH #
TR 52l & 8 iR 6l 9 #hr

EFHhEBERE, X K, E K, E O L,E R
(Bt LEEREFEA P, BB &L 710061)

[ ZEJAKM RTmEs AR AR (aCCGHHE AR B R £ = A4 B F LRI E % K G KB (LA DMD & B) %
RELHNTEME, Ak KE2019F9IAE220F 7T AABRBAILEFEREZLRZ (B FFEHEHZ NG, LA K
F BRI HAFRIGAFFFE) i HF aCGH RS A7 Z A5 B 69 851 6 Brda ey KA RBJTM , ik —F KA % THELBRAY
¥(MLPA) 7 k3 DMD A B & F AR #/THIE, BR £85I IR FRMAPY, %2 aCGH Z 4ot F MR I 4 4] F KA
AAKAEDMD AR AR EL. B MLPA Ml B4E T L& T % . AL 1. % #5,arr[GRCh37]Xp21.1(31691172-31766673) X 0,
DMD % B E52-53 # %; B )L 2: % %, arr[ GRCh37 ] Xp21. 2 (31016983-31351900) X 2, DMD % B E61-79 & £; 85 )L 3. & B,
arrl GRCh37]Xp21.2(31182699-31474949) X 3, DMD % B E58-74 & 4 ; # )L 4: B A, arr GRCh37 ] Xp21.1(31777925-32152126) X 2,
DMD A E45-51 €4, AW EFH B4 aFFE, e FWSBTH L DMD &4 8 A ELF &, aCGH H AR A T & 374 B
AL AA ) He & 0k bk K A 8 LR A AE T B T AR v R T B K S E AL F1 AT K B R R AT S I R 5 T B AE R 4R
BT IR,

[REBIRIMEAILEARAL RN EREEGRR; W50 5 FE R4 T X

Doi:10.3969/j.issn.1673 —5293.2024.05.008

[RESZEESIRIT [XEkFRIRED JA [XEHE]1673—5293(2024)05—0047—08

Case analysis of accidental discovery of DMD gene deletion or
duplication using aCGH in prenatal diagnosis
WU Qiuhua,SHI Fengrui, LIU Yuan, WANG Lin,ZHAI Wen, QIANG Rong
(Center of Medical Genetics , Northwest Women’s and Children’s Hospital ,Shaanxi Xi’an 710061 ,China)

[ Abstract ] Objective To explore the important value of array comparative genomic hybridization (aCGH) technology in prenatal
diagnosis for the detection of deletions or duplications in the dystrophin gene (also known as the DMD gene). Methods Amniotic
fluid samples from 851 pregnant women who underwent prenatal diagnosis using aCGH technology due to high-risk factors (such
as advanced maternal age, high-risk serum screening, high-risk non-invasive screening, or abnormal ultrasound soft markers) at
Northwest Women’s and Children’s Hospital from September 2019 to July 2020 were collected for testing. Furthermore. the
multiplex ligation-dependent probe amplification (MLPA) method was used to validate DMD gene variations. Results Among the
851 amniotic fluid samples from pregnant women,aCGH prenatal diagnosis unexpectedly revealed 4 cases of DMD gene deletions or
duplications.Subsequent MLPA testing confirmed the above variations.Fetus 1:male,arr [GRCh37]Xp21.1 (31691172-31766673)
X 0,DMD gene E52-53 deletion; Fetus 2: male,arr [ GRCh37]Xp21.2 (31016983-31351900) X 2, DMD gene E61-79 duplication;
Fetus 3:female,arr [GRCh37]Xp21.2 (31182699-31474949) X 3,DMD gene E58-74 duplication; Fetus 4 : male,arr [GRCh37]Xp21.
1 (31777925-32152126) X 2, DMD gene E45-51 duplication. All 4 variations were inherited from the mothers. Conclusion Prenatal
diagnosis is an important means to prevent the birth of DMD patients. The application of aCGH technology in prenatal diagnosis not
only detects chromosomal microdeletions and microduplications syndromes but also helps to detect single-gene diseases caused by
gene deletions or duplications, providing a theoretical basis for clinical diagnosis and genetic counseling.

[Key words | array comparative genomic hybridization; dystrophin gene; prenatal diagnosis; multiplex ligation-dependent probe
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