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[Abstract] Objective To investigate the clinical phenotype and genotype of facioscapulohumeral
muscular dystrophy type 1 (FSHDI1) and the correlation between the two. Methods The clinical data,
genotype and laboratory examination of 25 patients with FSHD1 diagnosed by fluorescence in situ
hybridization (FISH) from January 2017 to September 2018 were collected. Clinical Severity Score (CSS)
was performed according to muscle involvement, and was corrected by age. Age-corrected CSS in 2 groups
of patients with different 4qA D474 repeat number was compared with two-independent-sample ¢ test. The
relation of D4Z4 repeat number with age-corrected CSS and age of onset were analyzed by using Spearman
rank correlation analysis. Results The age-corrected CSS of patients with D4Z4 repeat number of 2-3
was significantly higher than that of patients with D4Z4 repeat number of 4-6. The age-corrected CSS of
patients was negatively correlated with the number of D4Z4 repeat in 4qA (r=-0.619, P =0.001) and the
age of onset was positively correlated with the number of D4Z4 in 4qA (r = 0.516, P = 0.012).
Conclusions The number of D4Z4 repeat in 4qA of FSHDI1 patients is negatively correlated with the
clinical severity. Genotype can help to indicate the clinical severity of FSHDI. At the same time, there

are factors that affect the clinical severity of FSHD1 in addition to genotype.
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F1 25 (I FSHD1 B8 Al R BER
Table 1. The clinical data of 25 patients with FSHD1

BRI (@yﬁ%) Zz@@)ﬂi% Rl BRI Iﬂiﬁb{:i}?ﬁ%ﬂiﬂ% Tﬂi‘ﬁ?b{:@?ﬂwﬂiﬂ% D4zﬁf\§)ﬂl§& c(%j_r?;é)y\ MM%%;}%)WF%
1 5 48 10 H ML 10 10 4 3.00 125.00
2 5 16 6 x WL 6 T 5 2.00 187.50
3 & 14 6 H T AL 6 6 3 3.00 428.57
4 B 30 20 b T JJL 2 27 3 3.00 200.00
5 & 43 33 H i3 33 40 6 3.00 116.28
6 B 25 15 P N3 15 P 6 1.00 80.00
7% 41 14 x i3 14 T 3 1.50 73.17
8 5 21 13 x T L 13 A 2 5.00 476.19
9 55 45 % el 2 45 % 5 3.00 109.09

0 % 31 H4) ) Mg H4) A 3 3.00 161.29
1 % 47 30 ) Wi 30 NS 6 3.00 127.66
2 % 17 10 1 1 F i 10 10 3 3.00 352.94
13 5 25 20 H 1 B 20 x 6 2.00 120.00
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15 5 32 H4) ) T 1L 16 19 4 3.50 218.75
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18 28 22 x 1 B 22 T 4 1.50 107.14
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20 % 8 1 ¥ MUT i 1 1 3 3.50 875.00
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€SS, Clinical Severity Score, Ifii A< /™ 5 2 J 7143

4 DNA Extraction Kit # Bt 77 & (¥ H Genomic
Vision 28 H] ), 28 Z1 240 Jf 54 i - 45 15 11 200 o - £ 38 1y 4
JIEL - 2R ik ¥ 00 - 9 A 2 S 2D R AR A i 4B DNA
S OB, BT Rk b A R A 0 G A R A
DNA“Jr FHit 7 5 LL FSHD $§ 5 4 't £F #R 5F (4: 5
Genomic Vision 23 F)) 5 DNA“ 7 T Hi " 24 58, B s
I 6 gLk 2O F BEE S H bR X UE SR
L Fiber-Vision Y6 £F M 58 H 21 39 45 4L (1% [ Genomic
Vision 22 /) il ik e AL B R, A 4R £ 15 5, 4R 45
SBE A X B DNA $54 R o (2) B s 43 B AR 3
B TR 2H 55 307 s AG I SR, SR OB £F A58 A s 45 4
YT 7% B9 Fiber-Studio Analysis Software WA A
F T R 2 O R T RS 5 B R T
Y Y B 1K 4435 X D4AZ4 J7 5 B R A 2 iR
H DAZA YA ¥ DB

3. 58 A BT ik i1 SPSS 20.0 48 i # 4 i
A7 B He b B 55 40 A, B2 OE 280 A 13 R YRR B
B+ B 22 (v £5) Fom AT P ST FEAS I ¢ 45 50 5 11
BO7E kL LR X B B H (%) 8% (%) Fow, ok
Fisher i VI % 7k . FSHD1 B (B # 4qA 1Y D4Z4 45
DS AR AL IE CSSTE4Y, LA e DAZ4 ¥ DU Kk 9
ARy 2Z 1) 1 O 356 M SR H Spearman BRAH G 23 Ao DA
P<0.05hZERAGRITFEXL

g R

A 25 )R I LE 48 5 6 ) 20 B LR A
WUZE 45 5 08 J3 25 491 ORUCT LR 2546 55 06 70 13 41
DL WLZE 46 5 T 0 R & 7 )L b R v T ) 5 28
% RAR A S BN ROTE ) B 2 4 R 3 415 CSS I
Iy M1 ~548, F3(2.68 +1.01) 43, 4 I3 42 1E €SS P



o E A A 2 G 2 2019 4E 5 A 45 19 4855 5 1)

Chin J Contemp Neurol Neurosurg, May 2019, Vol. 19, No. 5 . 339 .

@

1 2

" maw"
(5&ﬂééﬁ

ﬁéégméﬁé

I:I ,male family member, 73 ¥k Z 5 ik A
O ,female family member, 21 F Y 1

JZ[ ,male family member (dead), 9 F %A 51 (B FET)

& O O

é:—@ééé

7 8

e

. ,affected female (dead), 2B H (EFET)
. ,affected female, & VE B #
. ,affected male, 3 VLB &

El1 FSHDI MR
Figure 1 The pedigree of FSHDI.
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Table 2. Comparison of clinical phenotype among
FSHD1 patients with different D4Z4 repeat number
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A4l 9 3(3/9) 6( 6/9)22.22+10.06 3( 3/ 9) 337.87x242.19
B4l 16 6(6/16) 10(10/16) 37.81+10.8710(10/16) 130.45+ 48.15
i = -3.531 = 2.541
PfE 1.000 0.002 0.226 0.033
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