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Genetic analysis for an X-linked adrenoleukodystrophy family "
LYU Xue',LI Tao*® ,LIU Hongyan®,LI Hao'"
(1. Department of Health Management , Henan Provincial People’s Hospital
Zhengzhou » Henan 450003 ,China ;2. Medical Laboratory ,Central China Fuwai Hospital of
Zhengzhou University s Zhengzhou s Henan 451478 ,China ;3. Medical Genetic Institute , Henan Provincial
People’s Hospital , Zhengzhou s Henan 450003 ,China ;4. Department of Cadre Health
Manage Center s Henan Provincial People’s Hospital s Zhengzhou s Henan 450003 ,China)

[Abstract] Objective To conduct genetic diagnosis and prenatal diagnosis for a X-linked adrenoleu-
kodystrophy (X-ALD) family,to provide a basis for clinical genetic counseling. Methods Potential mutation
of ABCDI1 gene was analyzed in the family proband, suspected mutation was identified in 100 healthy males to
eliminate polymorphism. At the same time, PCR-exon sequencing was performed on the base sequence of the
ABCDI1 gene mutation site,to identify the X-ALD carriers in the family. Prenatal diagnosis was performed on
the carriers. Results Sequence analysis showed that there was a c. 796 site G=>A mutation of ABCD]1 gene in
the family proband,which has replaced the 266th glycine codon (GGG) to arginine codon (AGG). The same
mutation did not be found in 100 healthy males, the proband’s father,elder brother and little sister, but the
proband’s mother and sister had the heterozygous mutation. Upon prenatal diagnosis,the fetus 1 was a male
and did not harbor the same mutation,fetus 2 was a female and carried the c. 796 site G=>A heterozygous mu-
tation of ABCDI1 gene. Conclusion The pathogenic mutation of the ABCDI1 gene in the X-ALD family was
clarified,and X-ALD prenatal diagnosis was provided for the family.

[Key words] adrenoleukodystrophy; ABCD1 gene;Genetic diagnosis; prenatal diagnosis
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VEAML . Qiagen £ ZH DNA #2 B0 & (75 [H Qiagen
8w D BRI E I K G LI V% 40 A DNA - BLAAR 45 LU
B145, NANODROP 2000 (3 [ Thermo 2 #l) & & £f
IFRAS B it B 53 LR 20 DNA, —20 CH£AF .
1.2.2 PCR4MEFMAESHEZR Z KRN ABCDI &

B % L

1751
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FIRIL 1 ZHEMRILCER AN XY) JRIL 2 LW
JLCHEY ek XXO, B 522010 0 855 587/ & %
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%415 SRY BHYE . M tENR L. SRY JE PRGN 25 R 5
PowerPlex® 21 HS EX s Rl AT S g
2.4 J5JLAFA ABCDI1 A B4 a4 %

5L 1 ABCD1 5 c. 796 i R LR (G/G) , H
I X-ALD; B L 2 ABCDI JEH ¢, 796 fif G>A 244
RAEG/A), N X-ALD #H &, My EE 3 K%
— 3, WA 4,

TTCTCGCCCaAA GTTCE‘(;‘EGGGAGCTGGTGGCAGA
TTCTCGCCCAAGTTC CG6;6664AG6CTGGTGGCAGA
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AR, IR X X-ALD 9 35 32 thr B A il AB-
CD1 R AR B, 45 4 X-ALD %k ™ ¥ Chttp://
www. x-ald. nD) $2 4L i) ABCD1 3 [H 58 28 ¥4, 7 7
fEH R X-ALD % % ABCDI1 BB oe 48, #
% 2018 4F 12 H 29 A, X-ALD &k My &30 5% AB-
CD1 JE K A8 4k 2 681 A, Hrp# L5485 612 .70
SBRA G 10% 5 AE 5 17960 Bk R A IE A /R Ok
di 4% HA R BT U S A BUE R B i sk, K
I14) 5 PR 2 728 AH G B8 mT 7 [ AF 5T A RIG OR SE 38 % 12
W B A A 1 28 728 FH DG ERE L B B 58 A8 0 5y B0 M
AR, Ay I A S 6 25 G 56 B A A5l S

AR KIS 2 R R A ReERE, £
B4y N 6 R, Hirh CCALD 2 R b8y Wiy,
o J2 I PR S R % & 9 X-ALD., CCALD & i 5% 5.
4~10 Z LAEATPE AL F1 V0T 7 L3 Bl 6 0 R AR
s R E R R, KR Ay B LTE R 2~ 4 4F 5 K A
NRETICT A B H MR EWRE KNG 00E
Mz, SR H AT X CCALD i 8 2 4 8036
J7 F B, R B E B RIA T T el g RO W R
A ARG Pl 22 R GoAE MR A 1 1l T 40 e B A
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