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[ Abstract] Objective To provide detailed clinical and molecular genetic findings and describe the
characteristics of natural history in Chinese choroideremia (CHM ) patients. Methods The patients with CHM who
met the inclusion criteria of at least two visits over a minimum period of 5 years were recruited on a voluntary basis at
the Ophthalmic Genetics Clinic in Peking Union Medical College Hospital from April 2009 to August 2017. Molecular
genetic analysis results, best-corrected visual acuity (BCVA) ,color fundus photograph, optical coherence tomography
(OCT) ,visual field (VF) ,full-field electroretinography (fERG) were obtained. This study protocol was approved by
the Institutional Review Board of Peking Union Medical College Hospital ( S-K125). Written informed consent was
obtained from each participant. Results Ten Chinese Han patients from seven CHM families were included. The
mutations were confirmed by molecular genetic analysis, and two novel mutations were found. The median age of 10
patients at first visit was 44 years (range 8—52 years). The mean first-last visit period was 6. 08 years (range 5. 03—
7.24 years). The mean BCVA at first visit in logMAR equivalents was 0. 56 (range 0.0-2.0) or approximately 0. 28
decimal acuity. The correlation between BCVA at first visit and age showed that relative good vision remained until 35
years old and BCVA subsequently reduced rapidly. OCT showed a thickening of the central retinal thickness at early
stage ,followed by a thinning over decades. Outer retinal tabulation (ORT) was shown in some patients. There was a
strong negative correlation (r=-0.861,P<0.001) between residual VF and age. Five patients did not need to record
fERG because of serious fundus lesions. Two patients exhibited decreased amplitudes for both rod and cone-driven
responses , and three patients exhibited no fERG amplitudes. ~ Conclusions The progression of CHM may be severer
and faster in Chinese patients than that in Western patients. ORT is an important manifestation of OCT in CHM
patients. VF and fERG are applicable to evaluate the condition of very-early phase of CHM.

[ Key words] Choroideremia; Gene; Visual acuity; Optical coherence tomography; Visual field;
Electroretinography
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300 -
S5 #MigEHRS

250 | 5 #1i2 CRT = E
= a0p 8 ;:, CRT & BH 1 2 4 )2
! o o T 7E W e, 30
% 150 LU FEELY
2wl o Ak e 9] 2 CRT ]

’5 L E) N .

I IR AR (r=
50 0.410,P=0.091, 2 1
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ABERIBEFEHGE o ASHFFE X 10 Bl [ CHM 3 ik
frifad 5 AF AR, i & 18 D BE K 45 4 B D5 T A ad
[ CHM & /9 B 980 B2, [ 2 A 1 HG s 4% 2
FFAE o
3.1 CHM {73 Tt fe £ 5e

ABFFEHRRA T AFK R 10 B8 1 B0 LY
BN, T DR R PRBT R A RAL, ok 2 4~
TS SEAL TGN R FEAEATAE 3 T SLHAL 1Y H B A< f g
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17 41.5% (44/106) , 54 WF 505 2 19 25 A AT o

Xf CHM R 15 AN Ah 8 RO S F W & FH 4 4
HEAT B 42 00 7 2 200 B T SR 2 I T B (H2
DUBSC S 45 R i Be 9878 B Jo vk 3 5 B #E D  ok  Bo
Chi 2" % B 23% (109/471) () CHM i % DNA FrA
N BB A B4 Ik ke BB A A, X 5 R A 4 DA
SRR B A WA S % I — P BB 2R,
XF B4 D 125 2R e B 98 114 9 491 102 {5 T MILPA. DL B
FufEfE PCR i — /., AR T 7T 5XREA
Sanger 757 A & LR AR, J5 24 MLPA 52 98 0%
it PCR KB CHM E:[H 1 ~15 5401 26k .

AHIFZE i A & B CHM 5k [R 36 780 511 R 2 4[]
AT R, X 5 A BE F i 458 — 3 KOs R
Ji AT SR 58 748 ¥ 2 B0 REP-1 85 [ 119 58 42 Bk 2R 8l G
IRE, TCIe A S5 L R4S o s A LBk i
R TG S B 452 98 71 3 ) R 1) B T AR AT o
3.2 CHM py#LJ; 41k

% E 2= AT CHM B85 1 30 ™ 5 40 ) 36 43 1 48
48 AR — . Roberts % B F 115 ] CHM % 1Y
BEWTTE DF 58 K B, <60 % HBE T, 84% L ) & T
0.5,=60 % B FEh 1233.3% M J1KF 0.01, A R4
KREH TR0 & A 60 % 2 )5 ; [R5 F o rp
45 5 8 WGl B 58 & B CHM B8 35 40 0 1 B 1) 3
NGNS, 5 S AP BT RE 0.09 logMAR , 2 S L ) 36
147, Heon %" JLF 60 fii i & I W53 % B0,30 % LU
THREMR IS IE® N, 2% L5 it%E X,50
4 UL ERRE B ) W] 25 F 0. 21 TogMAR (B /N B #1L
710.62), Freund %™ 3L 128 {5 i & {9 0F 55 & BH,
40 % DL F BE LN A IE # 40 % )5 DL 40,048 3
logMAR 1) 34 FF 2 18 T B .

AW R, W2 ARG >35 & B o)
O BB B A2 41,71, 4% )] <0.5,50% 1 J1 <0. 01,
FCAR T3 52 A5k ) B G R B T O AR S . %Kk
B 5 AR F 5 H 0 10 b A R R AT
FEMIN T BB WL AE I >35 & B bl g 4
HUR 5 4F logMAR #1725 46K 0. 27 ~2. 16,15 0. 58,
A A3 W 3 A 48 Roberts 251" % Freund %
WL BN L5 . X Al B TR & B CHM A 3 L v
B 28 I TR PR ) R T 453 (] B A R A R TR
TRYT AT RE T A E R W E R NIRIT R . MR,
AREFANAEAEREAR fE S AN, AT S )5 R 5 4k 2
PR BEAR B DL B Z I
3.3 CHM iy OCT A5k

Bifi 5 A I 5 A5 2, JU & SD-OCT $R 1 & &%,

TR AT X I JERG £40 25 F g DGR R T B R . H
HI X T CHM [y 555 BEHLE 5 AN BB, {2 SD-OCT 7F — &
TR T L 5 S R A JE S [ J22 U 4 A 14 g 2 T
i o B AL

Jacobson %" B F 21 i i ¥k # # OCT f#F 5%
TR, HEBE R U R 22 b R R R IE L 10 ~ 40 % %
Wi 50 % 5B WS . AT S0 45 3 10 45 AL
A% — L (HAE AL 1 B2 5L T Jacobson HHH A , vk 7
R E CHM f 2% A R85 75 J7 A RE T 15 1 i o B, 24
RN 7 WLBE T 2 J 5 LAt — A5 Tl

ORT $5 {3 F ¥ 40 2 (19 B LA 5 5115 530 4%
(1) 150 9F 5 B [ ARG S 54 5 2 I, 1 G A AF R 4 O
RS Ve T T I U T A 38t % 1 R R
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