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(Marinesco-Shogren syndrome; MSS)

MIM #248800
WREKRSEEEER S 2 WITIIRE
BT @ Hqdl

RRELTF S/27 (Gene ID:64374)
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FRB R

Congenital cataracts, facial dysmorphism and neuropathy (CCFDN)
Ataxia-microcephaly-cataract syndrome
Cataract-ataxia-deafness-retardation syndrome

VLDLR-associated cerebellar hypoplasia

Familial Danish dementia
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Ty A TN ERT L. TORE |
Bl THBEBONT O A TEFL TN
7= (Table 2) .

RURAD-v =— T L EERENEED
Nob SILI ERORBDSNNh>7= 3
Bl 3F. 6F. 9FVWIFNnbH)iFg
HEHTHH &R DNREEIR, S
EEW., ANE. BAET GEEh¥ERE
W) 2R, E& LD REEM O /NNZE
MENBD 5Tz, 29 FLREDBHER
ZHTL TWAR. HIEREERLETED S
INERELD BRSO S Niaho /-,

Fl BETFRITRERD Il HE R
FEBEEULBRERZRL . ANE
100%. /INEREER 100% . 35 M2 B i
100%. HAET 100%. KEE 38%.
MIENDEHERE 14~43%. ﬂﬁﬂ
MBDH LN, E/MHEEHED 100% 1T
DENZN ERBHOBKID EROGEE
TEBRERITLEZ6HF 28 TH o2,

REHGE

D. %

RURAD-x— 7V EEHOEE
HETHZENED, 3 FEHICEEL, F
MMM EIT/R 2 1E ERBUTHEET S AT
Holz. MHEREEPNTHE TN, A
HIRHEHERETNETH D, EHFHE

%E IC R DIRAITEERANERELL T

<50 EHBEINAE, &L 5 H /K
HEEMOERNZ NI ENS, K - &
BRAEMICHE T2 ENEZNEEZS
ns,

SILI WCEEDPRD SN2 NITHENND
5 ERICERN REERABEE L
EMS . RURAI->—T L VIEBREED
BERAUSEREDRBINS &8I, U
FAA- =T ERBENRDNDE
BlL SILIERA ) —Z 2 T &7, R
B EITOBREND D EEZ LN, £
B OB EROEE HZENCIEEIC
BRATHDEEZEZLND, SILI EEH 14
Bl 13 FIREBONTOY A TEELT
BV, ¢ 937dupG 1IAFRD founder mu-
tation Tdh 2 AIREMEAVRIZ X Nz,

E. &5
SILIERIZEADIYRAT-z—F
REMREBERE R D BARRER R B 2B 5 T
UZeo SEITESNE N S EBHITH 208,
EMTPRITILBRIERZNTNWS 2 &S
WERO T BFEOITY R A-> ==L
REERIIIFRERNFAEL.  founder
effect VR I N, ZWNITIIEEREEIR
DHIZET, BERTFHRITCRERRNEE
ThdEEZENT,

F. f R f B 1 4
&<zl

G BFFERER
1. WXHEE

RS NROBERTFE 100 S /h
R 15, 276-218, 2012.

INECESC. EfR © REERE -

AR OB NEMEEDE
2012.

B i
A 41, 69-71,

-13 -



2. FeRE

TR BR, NUBRX, TRREER, FHEE,
S =, ABMR], £L4ARMET, FERK
H, MBET, BPER, A= A5
IZBVF 2 Marinesco-Sjogren fEMBREE DERE
PE. 55 b4 M HANEMRERRE, LR,
5.18, 2012.

Goto-M, Okada-M, Komaki-H, Sugai-K
Sasaki-M, Noguchi-S, Nonaka-I, Ni-
shino-1, Hayvashi-YK. A nationwide
survey of Marinesco-Sjsgren syndrome
in Japan. 17" International Congress
of the World Muscle Society. Perth
9-13 October, 2012.

H. MM EREOHE - &R (FEZS
)

1. HRErEds

AV

2. ERHEEE
A

3. FTDfth
VAg W

-14 -



Tablel. Clinicopathological and genetic features of MSS suspected patients

_.9'[_.

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  ¢c.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.L.313fs 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  ¢c.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,n,s Y 1Q 24 76 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 3 Y . an Y 1Q 60 NA ND

¢.617_618TC>AA p.Leu206Glu hetero
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18
19
20
21
22
23
24

25
26
27

30
42
45
45
48
52
52

3
6
29

2 o o2 ™o 2o

F
F
F

¢.937dupG
¢.937dupG
c.937dupG
¢.937dupG
¢.937dupG
¢.937dupG
¢.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 W o W w

O

S IR R T R

Y
Y
Y

o

10
NA
10

1.3

2

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

h,a, ns

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) 1IQ 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 S7L7 mutation; patient No.25-27 had no mutation in SILI gene.

a, ataxia; n, nystagmus; s, cerebellar speech; DQ, developmental quotient; I1Q, intelligence quotient; CK,
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Table2. Haplotype analysis of SILI gene

SNPs (rs
No) JPT 1 2 3 5 6 10 12 13 14 15 16 18 20 21
rs929775 G:0.178 T/G° T T T T T T T T T T T T
rs11748097 A:.0242 C/A° C 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
c.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 C 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; @ homozygous; b heterozygous
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