Int Eye Sci, Vol.21, No.6 Jun. 2021 http .//ies.ijo.cn
Tel.029-82245172 85263940 Email :1JO.2000@ 163.com

- FkAiE -

ZEEAMNERZRTMEDRS CYP4V2 EEAHBE X E R

WML, FAK K R AR, BRA

SR B, EHER,KIE, % &R umEaESlhY
CYP4V2 F:R A ¢ O BUm R 48, [ Br R BE 4% 75 2021521 (6)
1125-1129

HEEWB : FHK HRPIFE 4 R B H (No.81960180) ; =~EH
BT RHE R H [ No.2019FB093, 2018FB123, 2018FE001
(-008) ]; =/ & AR I H (No.2017NS130)

EH B, (650000) FE=MEEREWT, s K¥MEEK =
A T NRER = RRFERE 2 5 IR I I R 1 2
W A IR I R S 2 s

TEZ R G, 0, (R B BRI, B 5% 07 0] 345 P 0 AR A7
PERRAE

BIRES AR 1, EVABE T, HF5E )7 1] . 5t AL P00 I R
TR AR AN AT T AL ISR IS0, Kangwei. jiao@ whu.
edu.cn

Wk H Y. 2020-09-14 BB HH . 2021-04-29

WE

B B9 . 1 Sanger I 712 48 58 2 4w I 45 SR A0 00 i, 2%
ASPE(BCD) & P CYP4V2 FEN (AR 7 5

Ji% A 2019-01/09 G RIZ W BCD & A I R AH ¢
TRk, SRERH BE R R WANE I, $£ 5 DNA,
FH Sanger il 7 15 56 7 8 AR 1

LR ILILE 2 A BCD SEilE# , Joiilk 3 Y3 Bk i o
F1 R AR ] DL S AR i 2 SRR ORI & B4
UEE 1 S BB 19 B B, IR ORI AE CYP4v2 L B AEAE
¢.802-8_810del17insGC 1) 4li & 28748 . 1M e iE & 2 W 78
CYP4V2 3] FAFAE ¢.219T > A (p. F73L) . ¢. 802 - 8 _
810del17insGC 244 575

it . P E BCD BE T EHE WY ¢.802-8_810del17insGC
RARTESCIEH | KRB LG R, J: H R R EUR %
AR MISEUEE 2 WG T i E BCD % B UL ¢.802-
8_810del17insGC 245 4%, [MIH JEiF 4 2 i #574HF ¢.219T>
A(p.F73L) 5 LA GBI T CYP4V2 FE R 1 1E#
Yy, FE T BN

KA - 4 S AL 2 28 A8 P 5 Sanger W7 ; CYP4V2 5 58
AR 5,

DOI:10.3980/j.issn.1672-5123.2021.6.37

Identify pathogenic mutations of CYP4V2
gene in Bietti crystalline corneoretinal
dystrophy

Ji Yang, Chun-Ling Wei, Juan Zhang, Zhu - Lin
Hu, Kang—-Wei Jiao

Foundation items: National Natural Science Foundation of China
(' No. 81960180 ) ; Science and Technology Program of Yunnan

Provincial Science and Technology Department [ No.2019FB093,
2018FB123, 2018FE001(-008) ] ; Health Science and Technology
Program of Yunnan Province (No.2017NS130)

Affilicated Hospital of Yunnan University; Second People’s Hospital
of Yunnan Province; Yunnan Eye Hospital; Yunnan Clinical
Medical Research Center of Eye Diseases; Yunnan Clinical Medical
Center of Eye Diseases, Kunming 650000, Yunnan Province, China
Correspondence to: Kang—Wei Jiao. Affilicated Hospital of Yunnan
University; Second People’s Hospital of Yunnan Province; Yunnan
Eye Hospital; Yunnan Clinical Medical Research Center of Eye
Diseases; Yunnan Clinical Medical Center of Eye Diseases,
Kunming 650000, Yunnan Province, China. Kangwel. jiao @ whu.
edu.cn

Received :2020-09-14 Accepted ;2021-04-29

Abstract

¢ AIM: To identify pathogenic mutations of CYP4V2 gene
in two Chinese families with Bietti crystalline corneoretinal
dystrophy (BCD) by Sanger sequencing.

e METHODS.: The relevant clinical examination of BCD
patients were collected. Peripheral blood of patients and
their family members was collected. Then DNA was
extracted from peripheral blood, and Sanger sequencing
was used to identify mutation sites.

¢ RESULTS: Two probands of BCD from different families
were collected. All the probands showed progressive
decrease of visual acuity and typical crystal-like material
deposition could be seen in the fundus. Sanger
sequencing showed that proband 1 and her brother and
sister all had homozygous mutation of ¢.802- 8 _
810del17insGC in CYP4V2 gene. On the other hand,
proband 2 had a compound heterozygous mutation of c.
219T>A (p.F73L) and c.802-8_810del17insGC in CYP4V2
gene.

¢ CONCLUSION: The most common mutation was ¢.802-
8_810del17insGC in Chinese BCD patients. The
homozygous c. 802 - 8 _810del17insGC mutation was the
cause of BCD in the proband 1 family. On the other hand,
proband 2 had c. 802 - 8 _ 810del17insGC heterozygous
mutation and c. 219T>A (p.F73L) heterozygous missence
mutation, all of which affected the normal coding of
CYP4V2 gene and led to disease.
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