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Translational  Genomics  Conference 2012

Naomichi Matsumoto (Keynote speaker) Exome

(Hyatt

sequencing in mendelian disorders.

Reagency Jeju, Jeju, Korea, Oct 13, 2012)
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S TrFarkIf—
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The 57*" annual meeting, Japanese Society of

Human Genetics Naomichi Matsumoto

(Symposist) “Isolation of genes causative
for genetic diseases by next generation
sequencer” in Symposium 5 entitled “Next
Generation Sequencing for disease—genome
analysis” . Oct 25, 2012 at Keoi Plaza

Hotel, Tokyo
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FrFATEIEA T (51 7 V) R 24 FEEH 1
Bk - AKELE [SWI/SNF AR
33§ Coffin-Siris SEMERE) 2012 4% 10 A 29
B - RIGKFEFE RIESE

American Society of Human Genetics Meeting
2012. Matsumoto N, Tsurusaki Y, Miyake N
of the

Mutations affecting components

SWI/SNF  complex cause Coffin-Siris
syndrome November 8, 2012 at Moscone Center,

San Francisco, CA, USA
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The 12% annual meeting of East Asian Union of

Human Genetics Societies. Matsumoto

(oral presentation) “Medelian

2012 at Seoul National

Naomichi
exome” Nov 29,

University Hospital, Seoul, Korea.
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The 34" annual meeting of the molecular biology

society of Japan -+ Next generation

sequencing technology enables a large
scale medical genomic research (symposium)
[ Disease

genome analysis using next

generation sequencer| Naomichi Matsumoto

(Invited speaker) (Dec 14, 2011 at Yokohama,

Japan)

ZEHF | EBIRETE, Desheng Liang, Linggian Wu,
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Noriko Miyake, Tomoki Kosho, Shuji Mizumoto,
Shiro
Tkegawa, Shuhei Yamada, Kazuyuki Sugahara,
CHSTI4 mutations in
The 11*" East Asia

Tatsuya Furuichi, Atsushi Hatamochi,

Naomichi Matsumoto.
Ehlers—Danlos syndrome
Union of Human Genetics Annual meeting (oral

oresentation) (F:3E, 2011411 A 10 H)

Noriko Miyake, Tomoki Kosho, Shuji Mizumoto,

Tatsuya Furuichi, Atsushi Hatamochi, Shiro
Tkegawa, Shuhei Yamada, Kazuyuki Sugahara,
Naomichi Matsumoto. Loss—of—function
mutations of CHSTI4 cause a new type of
autosomal recessive FEhlers—Danlos syndrome.

Europian Human Genetics Conference 2011

(poster session) (Amsterdam, The
Netherlands, May 30th).
=FhT. mEMD., AKEAF . MAREE FHH

Ehlers—Danlos fEMEAE (D4ST1 KiEJE) D#EE
FHRR, AANERETSE 56 BRks (—
fxO7E)  (FE9E. 20114511 A 10 H)
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AFZBT 5 Hypermobility GRFIES)) SEERE (Hatakeyama, Watanabe 2011)

Table 1 age and sex distribution of the patients

Finsterbush,
our study Rombaut, 2011 Castori, 2010 1982
age of the study population | 14-38 (mean 25.7) 40127 8-58 (mean 34.8) -
sex ratio (F:M) 9:1 9:1 86: 14 51:49
Table 2 Skin manifestations
this study
this study (TNX tested Castori,
(all) normal) Rombaut, 2011 2010 Bravo, 2006 | Al-Rawi, 1985
skin manifestation
(any) 77.8% (21/27) 80% (16/20) 50.0% - 94.0% -
skin hyperextensibility 33% (9/27) 40% (8/20) - 33.3% - -
fragile skin 14.8% (4/27) | 19%(3/20) - 9.5% - -
easy bruising 66.7% (18/27) | 65% (13/20) - 71.4% - 5.3% (28/528)

Table 3 ratio of joint dislocations/subluxation experience

% of pts experiencing the dislocation of:
this study
this study (TNX tested
(al) normal) Castori, 2010

shoulders 79.3% 85.0% 24%
fingers 65.5% 70.0% 14%
knees 58.6% 55.0% 29%
hips 44.8% 50.0% 10%
wrists 37.9% 50.0% 5%
elbows 37.9% 45.0% 24%
ankles 34.5% 35.0% 67%
cervical spines 10.3% 15.0% -

._.26_




Table 4 many aspects of connective tissue problems

many aspects of connective tissue problems

this study
(TNX tested
normal) Rombaut, 2011 Castori, 2010 Bravo, 2006 Gazit, 2003
dysautonomia 95.0% (19/20)
(postural

hypotension) 58.2% - 23% (53/230) 88%
headache 90.0% (18/20) - 71.4% - 75%
forgefullness 45% (9/20) - 60.0% - 50%
dyspepsia 55% (11/20)
gastritis 55% (11/20)
abdominal pain 40% (8/20)
diarrhea 40% (8/20) - - 31%

33.3%

constipation 30% (6/20) - - 31%
diagnosed with IBS 9% (1/20)
recurrent caries 50% (10/20) - 57.1% - -
gum fragility 60% (12/20) - 52.4% - -
temporomandibular
Jjoint hypermobility 70% (14/20)
temporomandibular
disorder 50% (10/20)
astigma 55% (11/20)
strabismus 5% (1/20)
keratoconus 5% (1/20) - - - -
ptosis 15% (3/20)
mild hearing loss 25% (5/20) - 23.8% - -
chronic fatigue 100% (20/20) - 85.7% - 71%

_.27__



<EBEEREEBFETRAREE I F—>

—T—F R - FruREGRH VT 7 VIEERE a A R - T — Y SEBEREE ZTFEA
TE»? — TnE - Zhwb] 27—IZBZELLD

BB ABRICET ATREABEYIF—0Fu s 56l BME UIALFENRRE
0E LT, BEFBEERERBRREENTEO[SMICEEEST 2 4 FFFEHONRE
FIWCLDHERE, INV—T U= BITVWET, BES A, TFK, TKAN, KEDR
WERELD, EEEEARLY. BLobsHEER-TbaMTEEd, [HiA
FE]l ZZEOE, EHOFBH LA TEIN,

At IFT—ICBETABMVAEDLEIL, F2HOMVWELEEDICBEVWZLET,

[&nxtgeE )
EERICETARROERE (BVWObDH) | Fik, EREFRE. TOMELOH D
e

[Fur5 )

1. #EES 13 :00~14:30
B A 55878 B VR MR BT AR T R BE DR SRR C BB+ 5 4 WIS BE D T,
T—F R XX (MWEH - FHE) P Rk EMKE HEMC

1B RES) <hypermobility JEFREEM I RE AAREMRRE EEE
vV T 7 IEGRRERTFEEE & FERFE TFHKE
BA R T 4 — YV EBRREDT ST RE EUBRSRIEE 2 — RIGHTF

2. IN—TTU—7 14:40~16:00

AR EOSCHIBRELALICT A0, SMERLOBRZBT AHEEL I ITET,

9 ODOFRE (M - B - BAS - 8tk - A - BEEEE - R - KE. Z20of) [>T/ A—7
THELEYFETT, FOISMLLEE N,

3. EELE - WA TEs 16:10~17:00

4. BElE WEEDH)

(Zm#&] Sk

[£52N] EREBERREERH Y £,

BfER 2011411 A 208 (RH)

FF ] (12:30 LV ZfFBEAE) & I F—13:00~17:00 ZRHE 17:00~18:00

BT ARERKE #HE  (FHEH2E) CGEEHESCREETFECR 1-1-5)
http://college. nms. ac. jp/annai/map. html

BB E 2004

T EASBEEREREREEFRIOMESICEET 5 4 HFEHE

#%E G0FE ARz—I & o EFEERES (KOR)

NPO RN B AR~V 7 e

2N T 7Ry NT—7 Py

._28_



Joint Hypermobility Handbook-

A Guide for the Issues & Management of Ehlers-
Danlos Syndrome Hypermobility Type and the
Hypermobility Syndrome

Brad T. Tinkle &
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