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Tablel. Clinicopathological and genetic features of MSS suspected patients

Patient Age Sex Nucleotide Predicted Zygosity Cataracts Muscle  Walk  Cerebellar Cerebellar Mental Serum Rimmed
(years) change consequence (years) weakness with symptom atrophy  retardation CK*  vacuole
support

1 2 F  ¢.937dupG p.L313fs homo 2 Y 2 h,a,n,s Y normal 407 Y

2 3 F  ¢.937dupG p.L313fs homo 2.8 Y NA h Y DQ 64 95 Y

3 3 F  ¢.937dupG p.L313fs homo 3 Y NY h Y DQ 67 203 Y

4 3 F  ¢.603_607del5 p.E201fs homo Y Y NY h, a Y DQ 49 NA Y

5 4 F  ¢.937dupG p.L313fs homo 2.5 Y NA h, a Y NA 123 Y

6 4 F  ¢.937dupG p.L313fs homo 5 Y 3.8 h Y decline 117 Y

7 5 M  ¢.937dupG p.L313fs homo 2 Y 2 h,a,n,s Y(vermis) DQ 60 1,000 Y

8 5 M  ¢.937dupG p.L313fs homo 4.3 Y 2.4 h,a,n Y DQ 50 281 ND

9 6 M  ¢.937dupG p.L313fs homo 6 Y N a NA normal 198 ND

10 8 F  ¢.937dupG p.L313fs homo Y Y NA h NA NA high ND

11 8 F  ¢.937dupG p.L313fs homo 3 Y N h Y decline 365 Y

12 11 M ¢.331C>T p.R111X homo Y Y Y h NA decline 2,000 Y

13 12 F ¢.937dupG p.L313fs homo 3 Y 7 h,a Y decline 326 Y

14 20 M  ¢.937dupG p.L313fs homo 6 Y 2 h,a,ns Y 1Q 24 776 Y

15 23 M ¢.937dupG p.L313fs homo 4 Y Y h, a Y 1Q 57 974 Y

16 23 M ¢.937dupG p.L313fs homo 2 Y 3 h,a,n,s Y decline 320 Y

17 08 P ¢.937dupG p.L313fs Comp Y . an Y 1Q 60 NA ND

c.617_618TC>AA p.Leu206Glu hetero



18
19
20
21
22
23
24

25
26
27

30
42
45
45
48
52
52

6
29

2 = 2 o m 2 o

F
F
F

¢.937dupG
¢.937dupG
¢.937dupG
c.937dupG
c.937dupG
¢.937dupG
c.937dupG

no mutation
no mutation

no mutation

p.L313fs
p.L313fs
p.L313fs
p.L313fs
p.L313fs
p.L313fs
p.L313fs

homo
homo
homo
homo
homo
homo

homo

< W o W o W W

Ko

Y
Y
Y

Ot

10
NA
10

1.3

2

a,n
h,a, n,s
h,a, n,s
h,n
h, s
h, a

h,a,n,s

N
a

a, s

Y 1Q 48
Y(vermis) decline
Y 1Q 60
NA 1Q 50
Y decline
Y decline
NA 1Q 54

Y(vermis) decline
Y DQ 65
Y(vermis) 1Q 27

186
410
46
129
120
28
67

371
3,010
144

Y
ND
ND
Y
ND
ND
Y

ND
ND
N

Homo, homozygous; Comp hetero, compound heterozygous; F, female; M, male; Y, yes; N, no; NA, not available; NY, not yet; Walk with

support, (years); h, hypotonia;

creatine kinase; *Normal value 51 to 197 U/L,

patient No.1-24 were MSS with SIL1 mutation; patient No.25-27 had no mutation in SILI gene.

a, ataxia; n, nystagmus; s, cerebellar speech; DQ, developmental quotient; IQ, intelligence quotient; CK,



Table2. Haplotype analysis of SIL1I gene

SNPs (rs
No) JPT 1 2 3 5 6 10 12 13 14 15 16 18 20 21

rs929775 G:0178 T/G* T T T T T T T T T T T T
rs11748097 A:0.242 C/A® C C C C C C ] C C C C C C
rs10045761 A:0.145 G G G G G G G G G G G G G G
rs1433008 C:0.145 T T T T T T T T T T T T T T
rs11958050 A:0.756 A/G® A A A A A A A A A A A A A
rs7717375 A:0.82 A A A A A A A A A A A A A
others G G G G G G G G G G G G G G
¢.937dupG*® dupG dupG dupG dupG dupG dupG dupG dupG dupG dupG dupG dupG dupG dupG
rs7722413 C:0.108 T/C° T T T T T T T T T T T T T
rs3763016 G:0.111 C/G* C C C Cc C C C C C C

C
rs6596456  A:0.134 A A A A A A A A A A A A A A
rs700629 A:0.136 A A A A A A A A A A A A A A

Patient No.1-21 : ¢.937dupG homozygous mutation; JPT, Japanese frequency; 2 homozygous; ® heterozygous
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(Marinesco-Shogren syndrome; MSS)

MIM #248800
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A (EEEHOS>S 3HEMLE) +( 2372750

EEf
e Congenital cataracts, facial dysmorphism, and neuropathy (CCFDN)
e Ataxia-microcephaly-cataract syndrome
e (Cataract-ataxia-deafness-retardation syndrome
e VLDLR-associated cerebellar hypoplasia
o Familial Danish dementia
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