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Sugahara K (Invited lecture): “Wobble chondroitin
sulfate (CS) oligosaccharide motifs and mass
production of GAG oligosaccharides” The 21st
GAG Symposium (2013, 9/19, villa Vigoni,
Italy).
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glycosaminoglycan-mediated tumor metastasis.
Novel role for RAGE (Receptor for Advanced
Glycation End-products)” FEBS Advanced
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Signaling and Molecular Targets (2013, 9/27,
Kos Island, Greece).
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LEDLOTERATH T, 3 BEICBW CRRNRIRITMIThN., BEWMOENETIARENT:,
St ERNSNTORMERE ISR b2 BRRIEB S TR G OBEN TIN5,

A. BFZEE

Ehlers-Danlos JEFEFF (EDS) VL. FZJE i M,
REE R /e Ui SR O T M & B o e RIMEIR
BOKRHTHY, HHA! (Classical type) , BAHEIE
&% (Hypermobility type) . L& % (Vascular type) |
A% (Kyphoscoliosis type) . ZF&E& mizR
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WCBWTERR L, B bR, ERELREE
HivofE, EITHEOBSERRMEIE (FRREMEE, B
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BEHIC, 1EMEFE 59: 305-319, 2011),
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Kosho T (corresponding author), Mizumoto S,
Sugahara K. Carbohydrate
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sulfotransferase 14
Handbook
related genes (Taniguchi N, Honke K,
Fukuda M, Narimatsu H, Yamaguchi Y,
Angata T, eds), Springer (in press).

Shimizu K, Wakui K, Kosho T (corresponding
author), Okamoto N, Mizuno S, Itomi K,
Hattori S, Nishio K, Samura O, Kobayashi Y,
Kako Y, Arai T, Oishi T, Kawame H,
Narumi Y, Ohashi H, Fukushima Y.
Microarray and FISH-based
genotype-phenotype analysis of 22 Japanese
patients with Wolf-Hirschhorn syndrome.
Am J Med Genet Part A [Epub ahead of
print].

Nishi E, Takamizawa S, lio K, Yamada Y,
Yoshizawa K, Hatata T, Hiroma T, Mizuno S,
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esophageal
patients with trisomy 18. Am J Med Genet
Part A 164(2): 324-330, 2014.
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Tanikawa Y, Hashimoto Y, Sakurai H.
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of glycosyltransferases and
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parental support group. Am J Med Genet
Part A 161A(7): 1531-1542, 2013.

Kosho T (corresponding author), Okamoto N,

Ohashi H, Tsurusaki Y, Imai Y, Hibi-Ko Y,
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1221-1237, 2013.

affecting six
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Miyake N, Matsumoto N. Exome sequencing in
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syndrome: clinical consequences of
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male patients. Clin Genet 83(2): 135-144, 2013.

Kosho T. Discovery and delineation of dermatan
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Ehlers-Danlos syndrome. In: Current Genetics
in Dermatology (Oiso N, Kawada A, eds),
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Miyake N, Kosho T, Matsumoto N. Ehlers-danlos
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Med Biol 802:145-59, 2014.
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2013 [Epub ahead of print].

Nitta H, Unoki M, Ichiyanagi K, Kosho T,
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on predictive genetic testing for late-onset
hereditary neurological diseases in Japan. J
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M, Sasaki G, Mabe H, Watanabe Y,
Yoshino M, Matsuishi T, Takanashi J,
Shotelersuk V, Tekin M, Ochi N, Kubota M,
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Higashimoto K, Jozaki K, Kesho T, Matsubara K,
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Clin Genet [Epub ahead of print].
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American Society of Human Genetics 63™
Annual Meeting, Boston, Oct 22-26, 2013.
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R1:CNETIZERFERI.

BB LOHES THESNDDEDSBEYRE

HMEIHES
BE B s CHSTIAZER 1Rl Rk SEXM

DDEDSE# X &I
1 1 o) M| V49X homo F 3.5y Dindar et al., 1997, Diindar et al,, 2010
2 M 1.5y
3 F 6y
4 2 =P Y293C homo M 4y Sonoda and Kouno, 2000; Diindar et al., 2010
5 M Tm
6 3 F—ANJT R213P homo M odt Janecke et al., 2001; Diindar et al., 2010
7 M 12m
8 4 3y W [R135G;L137Q] homo F 1-4mt Diindar et al, 2001; Diindar et al,, 2010
9 M 1-4mt
10 M 1-4mt
11 M 3m
12 5 [SF:N P281L/Y293C F 11y Kosho et al., 2005; Kosho et al., 2010; Miyake et al., 2010
13 6 =¥ P281L homo F 14y Kosho et al.,, 2005; Kosho et al., 2010; Miyake et al., 2010
14 7 =P P281L homo M 32y Kosho et al., 2010; Miyake et al., 2010
15 8 BEK K69X/P281L M 32y Kosho et al., 2010; Miyake et al., 2010
16 9 =N P281L/C289S F 20y Kosho et al., 2010; Miyake et al., 2010
17 10 =N P281L/Y293C F 4y Kosho et al., 2010; Miyake et al., 2010
18 11 kL V49X homo F 22y Malfait et al., 2010
19 F 21y Malfait et al.,, 2010
20 12 AR E334Gfs*107 homo F 12y Malfait et al., 2010
21 13 =N P281L/Y293C M 2y Shimizu et al., 2011
22 14 =N F209S/P281L M 6y Shimizu et al., 2011
23 15 FS5o4 V48X homo F 20y  Voermans et al., 2012
24 16 TFIHZREL R274P homo F 11y Mendoza-Londono et al., 2012
25 F Oy
26 17 S Ly & G228l fs*13 F 16y  Winters et al,, 2012

DDED S 3R 3R &1 BRI
27 18 B P281L/W162X F 18y
28 19 [ZF: P281L homo F ?
29 SN F 16y
30 20 EF:N M1? Homo M 11y
31 21 SN F209S/P281L F 41y
32 22 HA&R F209S homo M 18y
33 23 BHX F209S/P281L M 15y
34 24 BA compound hetero F 34y
35 25 HA& P281L homo M 13y
36 26 HA F209S/P281L M 11y
37 27 ~NjLF— R29Gfs*113 homo M 18y?
38 28 R)F— Q133Rfs*14 homo M 34y?
39 29 NI F— M280L homo M 4y?
40 30 = E262K homo M 4y
41 F 2y

homo, homozygous mutation; /, compound heterozygous mutation; F, female; M, male;
y, vears old; m, months old; T, dead at the time of publication
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DX RBEFIIRD N o7z, 5 1%I1T Genetic heterogeneity D FIREMEZFEE LT, EFRIZD
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23 R H CHSTI4 BInFICEREZRD o Tz
8 % (8 IEH) IZoW\WTET T Y — AT &E1T
STz, 7 A4TEIZHL. SureSelect Human All Exon
kit (Agient )% & B2, KEEEESIMESGIL
HiSeq2000 3 & " HiSeq2500 (Illumina #£) % {3
L. #E#T1X novoalign (mapping), GATK (variant call),
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&1 EDS 5% JBEmELET
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ADAMTS2 Type VIlc (AR)
B3GALT6 Progeroid type (AR)
B4GALT7 Progeroid type (AR)

CHSTI4  DA4ST1 deficient EDS, Kosho type (AR)
COLIAl  Arthrochalasia type (AD)
COL1A2  Arthrochalasia type (AD)
n Cardiac valvular form (AR)
COL341  Vascular-type (AD)
COL5A41  Classical type (AD)
COL542  Classical type (AD)
DSE Musculocontractural (AR)
FKBP14  Variant type (AR)
FLNA EDS with heterotopia, periventricular (XR)



MTHFR  TypelV (AR)
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SLC39413 Spondylocheiro dysplastic form (AR)
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