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Joint Egyptian-Japanese Scientific Workshop, “A new
era of genetic diseases” (organized by Ghada

M.H. Abdel Salam and Naomichi Matsumoto)

(National Research Center, Cairo, Egypt, Oct
3-4, 2010) Naomichi Matsumoto “Microarray

technologies: Hightways to genomic

aberrations” (invited lecture)

Joint Egyptian-Japanese Scientific Workshop, “A new
era of genetic diseases” (organized by Ghada
M.H. Abdel Salam and Naomichi Matsumoto)
(National Research Center, Cairo, Egypt, Oct
3-4, 2010) Naomichi Matsumoto “Isolation of

the gene responsible for a new type of

Ehlers-Danlos syndrome” (invited lecture)

Joint Egyptian-Japanese Scientific Workshop, “A new

era of genetic diseases” (organized by Ghada M.H.

Abdel Salam and Naomichi Matsumoto)
(National Research Center, Cairo, Egypt, Oct 3-4,
2010) Naomichi Matsumoto “Haploinsufficienty
of STXBPI causes Ohtahara syndrome” (invited
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lecture)

The 4" Asian Chromosome Colloquium (Beijing,
China, Oct 11-14) Naomichi Matsumoto
“Identification of two epilepsy-related genes from
a 2.25-Mb deletion in one patient.” (invited
lecture)
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% 22 [A] NIH £/#2%£ (National Institute of Health,
Bethesda, MD 11 A 5 H) Naomichi Matsumoto
[Ndentification of two genes responsible for
age-dependent epileptic encephalopathy| (invited
lecture)
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ik 2 2 FERAFBHHFHERMNS EREREERIFLEE)
SRRt

T—JAF o AEGER (FICOEMS LU OERBIEER X ORER oML
SEMERE  WEFRT—F R o MEFEFOEERBICET 255

WESBE  BRL. HEMD BNKEEFHEREZ - THEZHRE
{EMAFEFEM B R R S T 2505

RER  =—F R 1 AJEMERE (Ehlers-Danlos Syndrome; EDS) 1. &, &, m&4LEE
OIS BEHERBETH D, THE TICLERENTbhi- = Lidknd XFICBIT 3
EDS OEE (BEHK, BRI IFHATH Y, RENA > B2 EES b SN TV,
iz, BEMDIIRE - #7808, B, HRYOFEREL L OEMIEbAEA L ERY ET
HMER EDS Tl DR 7 V—= 7Kk, Tk, BEE, BB U o) 7050 Fik
SELTWARNWZEN, RERBELEOMBEL R-TW53, KFEOBHE, MEE EDS o1 5K
HMUIOLTET2EERELT I L THH, —KFABTL LT, BEERICBWTAEOHRED
WD DDENEDN - BEFRITE2ITo TS 3 BRAINECHERESH LEESER %Y
£, DREBOBMELFRE L, preliminary data & LTHRIRRT A LN TEE (B0 D
Y ERME 31 0 157-161, 2010), 36 FH 41 ANFEFR S, DRIERII T 28.6
B IRBIERDE U EWERIZ 219 TH o 7=, & BHE O HEEIZTIRTF 63%, /R ER 51%.
HILES R 24% ThoTe, BFERICBVWTEEFERBPRBENT (IR BV RAER 5%, 27
TARERA%), BIE, ZKRAETL LTHRBICET M7 — 2 N— 22 EET 00
BREFTHD, ZOBRED EICRRIBHOBSIZBIELV,

A, BFEEM
- BE B AT 350 CARRE O FEE DU 0 7= b A4

T—T AF 0 ZfEWRE (Ehlers-Danlos Syndrome;  {LF 04T - BB FMIT 21T > TV B HERIT.

EDS) %, BB, B, MERLUHEHEGONKT BRHEAXKFZREN GREEfE, il
HICESCBEMRETHD, 6 FRICHESh  #H), AAERKZEGZHRE - &% H7F
THEY ., HEEREITR 15000 AL s TS, & A% (EREWEHE, FELSAE), ESIHE
ERBAEFREEIRL, 2ERFAERTOLE  BBRFEL L ¥ —HEFHS>TFEDFR (H
bR, ARICEIT S EDS DERE (BEF BB IER, BESBRE) oA THD, KE
B BRRR) BTATHD, ok, BRE  EOWEIHICEWNT, Ihb 3 BESINLE
HCOBMEILEL, MBI - BYIRBEIE THRESHLAESEFOHEZT V., EMX
FbML STV, B, HFEUBIRER -  FEZEMBRREEFEE (SE@C.

FREE - 5B, BRER, HRPOTERER 0L HRNRRE ; BBEL, FESEZ) KBV
CRDIRAERE T H2MER EDS Tid £ T L,

e — ST A S
KEBBFELOMECH S, AHFEDHEIL. DA, EI-RMRITHERR 3BT 5 Bz TR e

B EDS 1B A ARNORRICHET s EEH  FAROEKRERTITDLL,
EEITHZLTHD,

C. R

B. WrFESE FACFESTETITBEFRITIC L Y EERZK &S
NEDX, 36 KR 41 A ThoT0, B2 AL &
22




18 AThH Y., FikB| 16 A, MHEH 10 A, &
Bl 15 ATH o7z, BHRFERIT 1454 5% (FH
B 28.6 5. TRIE 27 Tholz (F 1),

WIRFER T, FERSERA 17 A (M 15 ATE
% Fe T E IR 4 A) EBIRRA 12 A
HILEEZN 5 A, BEMN 2 A, BEREN 1T AL
SREHIMAS 1 A, REAN 1 ATHoT2, FIFER
BNE Tl 1443 & (F—2nBonko
117 A, = OFHERIT 21.9 5%, PRIEE 20 7%)
Thotz, £, FERET2 ABRWIEERTE
(F& D,

BIRRAGHEIL 26 A (63%) (ZRH BT, Bk
BT 17 ANZRD b, FOITEEAR 3 AL
EEIAR 3 A, SEEINR 2 A, BTEIAR2 A, HEBEIAR
1}\ AEEEIR 1 A, MBI 1 AThot, fREE

I 13 ANIZREO L, TOMATBEER 5 A,
@%%3A\ﬁ”§%1A\%E%kEW1A\
HETIARL A, BEHR1 A, KIBEAIR1 ATH
o7, WEENT 11 AR BN, FOEMIXIESE)
AR2 A, BFEEAR2 A, THREAR 1 A, EIEEAR
1 A, WEEEEINR | AThoT-, T, HEEIRMER
BRARIFE DS 5 NICEED Bz (R 1),

HEBRAOHEIX 10 A (24%) RO LN, B
BHHE (7)) X9 AR b, TOALIELS
REBe A, NBLA BIB1A, EB1A &
B 1 AEST, 2 AN 2EIOBWHEAL, 1T A
WIERL D REHE D 2o T, BFEEEIED 2 AR
b, 1 NIZZEBEEE (S REBBEE ). 1
ANIEHEBARBAE 4 Lo - HEEFETH - -
(&1,

ﬁ%@%;ﬁ/“‘ﬁ?rﬁ 12 A (29%) TR0 b, B
HRED 6 ANlo, EREARRD 5 A2, BHREK
&+ HILA 2 AiC, BEA 2 AZ@BD bl (&
1.

PR REOEIZ 3 A (7%) @D b,
PHMETERE - D 1 AT, BUIEZE - M (R
BEEULE) B 1A, BER 1 AEDLNE
F1,

COL3I B TERPRHEEINTZOIEBERTH
o, 95 18 KRN 3 KEERDO IV v URE
DT I ) BHEETIAE LV ALREZEL.I5F
FBBRATTA AEREF L, COL3AI BnFE
BERRHE SN2 oD 3 RZTH-TZ, O b
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2RZRTIRNME 7 ua T —F U EARN 10%I2, 1
FHR T 50%I2R LT (1),

D. B%#

DTSN TWRWEF DRV EHE S,
FEFINEE E DA T A0 H D AR H DB, B
B COERFIZE T A MER EDS BEOHEES
MHTRTHDOTHD,

BHHEDHEEL, BRTE 63%., FERERR 51%, B
BHER 29%, B8 24%, FHAFER 7% ThH o7,
BERZE SN 7T A28 31 AZFELE
Oderich & DG T, BMRR 24 A (77%) . BBE
M7 AN (23%). A5 A (16%), BIEIBLE 5
A (16%) . AKERRLET 3 A (10%) T3 o 7= (J Vase
Surg 42: 98-106, 2005), S EIDFE TILHERKE%
(R, MK, Sl E /-, Mitim) o8
ERENoTmE VR D, EPRERDORENTE
BEThoiz (45%), B, RIEICR T 2 iFkas
REGHEOEEME SR X TV 5, Kawabata b
i, BT E RITBE AR IC L Y EE 2R
Sh-mER EDS BE 9 AOREIZRET 57
M REBFEARFEREZHME L, Zhizcks L.,
R ORARITERMEOMBHREETHY., Zh
WCES & MECREEFAHSIER TS L LT
% (Histopathology 56: 944-950, 2010), Z ™ Z &%
BMNEN>T- (17%) L THRFERRELEER
LT,

36 FFHRH 33 FRICKBWT COL341 BIzTFEREN
BREh, IAECRAER18FR (55%), A7
FAAERI5FFR 45%) ThHotz, HEkoHs
WHRTATTA ABEROUBEREVVEMIZS
o, KFEDOZRNT, BHERKERER TR
Wrani 20 RRTIE, S RAEVRAER 45%, R
T4 AER 55%THY (Br J Dermatol 163:
704-710, 2010) . &5 2 Misk THENT S iz 13 R
T, SABVRAER69%, AT T4 AER 3%
Tholz, BAANBETIIR T TA RAERNEN
AEEME, 2. BENELEONA T ATHDA
EMREL b, BEBRED ORI FHR
2BV TiE, FeE—F—EROLRTH B Ak
th, MOBGFERICESE _RICIE T —
FUDEEABMETLTWARREEREZEZ BN B,
& HIC, BT mRNA #AlWTiThh T
5HDTHD7®, nonsense-mediated decay %



TER (T2 AER, out-of-frame & 72 A RS
TARAERDORKILEY) B RKL T D ATREMED
H5b,

AAF., R THRIEREEICA S MER EDS
EDWHIOLHEROBELRE L, Z0K
i, izl an-84E, at risk OFEICK
TEHEBRGAV Y ATRNT, kLY b3t
ORI R B RIBHRICHSORTONEEATHA
LEZOND, 5%, BYELHH L THRERE
DFMNOBERRT —F _R— A HE L, DFfE
SO E B LTV,

F. @BEERIEH
Bz L,

G. WrERE
1. mXER

HERC, EBE, RERT, BB, HE
F. BISMERBRRFREEC L A2 MER
T—FRAFn AEFEHOEERE. BA
BRIV BV TR B 31 &3
% :157-161, 2010. 12 A
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1 1 25 B (PFIRE M. AW + FEifa, S IAEUR
2 2 27 7 (9] TRATARR A + + IABUR
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4 A 19 * R [23E 80} bt 2I542
5 5 3 B [HISRESPIRER + (SIREMBR) RIZLR
& [ 32 2 (BRI + + #ahy
F 42 % (MR + it KRR RISLR
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Rk 2 2 FFEREAS B EN AR ME (ERERERRIFREE)
SRR EE

T—FAF o EERE (FICLERS LOHE) OEEBIERE X OREE O
SHRRFEREE - MER T — T R ¥ o REEH OB G RTICET 55

SEbEE B E BRERKERER

WAEE: 27— EESTBLUCRETFTICE S, MFRERLE Liio—FRF X

IERBOREEZHZ1To T2, ZHE TICmMER 22§ %8s

B L X2, BRKICHRTRTF S A4 X

BEBZMERICH -T2 (11/22), EFIEBDIRNZDNAL T AR TWBEREERHY . LY
ZEBIERFTIVERD D, £/~ BEAHEDHENEWVVEMICH - 1285, ZEHERIMEN 5
ThB AN DD, ARGIHEOHBARMT 5 2 LABAS A, B - BRE~ORENEEL

EZz2bhi,

A. TFREERY

BHERKZEEBERIL, =57 EbESE
L UOBEFETICL D ARBICBNTHELEHD
T—F AFu AfEREEE (EDS) BEOBEICHE
DoTWD, AHZEDEME, MERZPLIZ,
LRI BW T2 21T - ImEF DK SG & Eis
FERIZRET2ZETH B,

B. MRk

FEMEEZBRROER (No. 1818) nbL, BHE
BEEAERL, —MITERENZENECHEY, &
Y &K ERAEF IR OBRICAV 5, RS
ZrIVFULBRME o) oL, EE
ENTcaAF—FUREIRL CERIKEITHBEL .
TANVAIBNH L TEEASZTE, MR aF—
Froefgr L, WER, SREHMET, RER
BFEROZMWEIT 5., IR¥F D lysylpyridinoline/
hydroxylysylpyridinoline FbiZ T A4 R! & B4
Do E7-MERIT COL3A1 DEETHREE BT L
BT %,

C. R

TIE T REEHER 2 f], mER 22 f.
A S BlOMEEZN AT Lz, $icmE8 ik
&= Z—57 v #Efs+F (COL3AL) DT TIY
VUDBRERL AT TA RV A VERN2:1
TRONDEDINETORKDOERIZK LT
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BB 80 11§ %ER Nl ThoTz, £z,
BIEAPHE DHEE MR MERIZH o 77,

D. B

AIRIZBITHMER EDS OBRGTFERIZIZES
T A AERPERKIZEENTHE O ATREMEA R X
TS, FEFIEE D IR N2 D3, T AD Do T
WAHTRIREMED 5, EESPHEDHEE MR MERA
B L TiE, ZEERPIMEW 2D Th 2 ATHEMER
HY, SEREHEOHBANEMT 5 Z & NBEX
nbd,

E. &

22 plof g EDS % BRFRBT L2 7-, BCKIC
MRTATZSARAERBRSZVVHRAKH - T2
(11122), $7=. EESIHEOHENK) -,
Sk, BHHEOHBIICAEE L TAETH LA
F - FRE~OIEENBEELEX LhT-,

F. FEGRIER
BRI L,

. WrIER®R
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Okita H, lkeda Y, Mitsuhashi Y, Namikawa H,
Kitamura Y, Hamasaki Y, Yamazaki S, Hatamochi A:
A novel point mutation at donor splice-site in Intron
42 of type III collagen gene resulting in the inclusion
of 30 nucleotides into the mature mRNA in a
case of vascular type of Ehlers-Danlos syndrome.

Arch Dermatol Res 302: 395-399, 2010

Sadakata R, Hatamochi A, Kodama K, Kaga A,
Yamaguchi T, Soma T, Usui Y, Nagata M, Ohtake A,
Hagiwara K, Kanazawa M: Ehlers-Danlos Syndrome
Type 1V, Vascular Type, Which Demonstrated a Novel
Point Mutation in the COL3A1 Gene. Intern Med 49:
1797-800, 2010

Shimaoka Y, Kosho T, Wataya-Kaneda M, Funakoshi
M, Suzuki T, Hayashi S,  Mitsuhashi Y, Isei T, Aoki
Y, Yamazaki K, Ono M, Makino K, Tanaka T, Kunii E,
Hatamochi A: Clinical and genetic features of 20
Japanese patients with vascular-type Ehlers-Danlos

syndrome. Br J Dermatol 163:704-710, 2010

Kawabata Y, Watanabe A, Yamaguchi S, Aoshima M,
Shiraki A, Hatamochi A, Kawamura T, Uchiyama T,
Watanabe A, Fukuda Y: Pleuropulmonary pathology
of vascular Ehlers-Danlos syndrome: spontaneous
nodules.

haematoma and fibrous

Histopathology 56:944-950, 2010

laceration,

Omori H, Hatamochi A, Koike M, Sato Y, Kosho T,
Kitakado Y, Oe T, Mukai T, Takubo K: Sigmoid colon
perforation induced by the vascular type of
Ehlers-Danlos Syndrome: Report of a Case. Surgery

Today 2010 (in press)

R E [EEFErhb3EEEREBAMNRE
BEFBIZ->& Y L-KE] Ehlers-Danlos JEE
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L BETFER Derma.163: 67-76, 2010

2. FEHREK

Shimaoka Y, Omori H, Koike M, Sato Y, Kosho,
Takubo K, Hatamochi A: Sigmoid colon perforation
induced by the vascular type of Ehlers-Danlos
Syndrome: report of a case. o Congress of the
German-Japanese Society of Dermatology. June

15-17,2010, Weimar, Germany

Koyano S, Hatamochi A, YoshinoM, Hashimoto T,
PH: A with
9th

Congress of the German-Japanese Society of

Byers Japanese  patient

Arthrochalasia-type Ehlers-Danlos  syndrome.

Dermatology. June 15-17,2010, Weimar, Germany

Hatamochi A: Clinical and genetic features of

Japanese patients with the vascular-type of
Ehlers-Danlos syndrome. 9" Congress of the
German-Japanese Society of Dermatology. June

15-17,2010, Weimar,Germany

WERYRAE, FERE . BEER. EIEFE—ER,
Lk, ARiEmiE, B B, FHF &,
Peter H.Byers: 2% #i3t#%% Ehlers-Danlos
JEWREE (EDS) @ 14 8 109 [El B AR EF
RS 201048168 KK
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ik 2 2 FERAFEBRFMERHE EatbRBRRIEEE)
DEMEREE

T—F A u REFEE (FCOERBXOEFR) OEERER X ORI O
SHIFFRE : MBFRT—F X5 o0 RERBOFRBGEFERTEDBER
72 & TNT nonsense medicated mRNA decay(NMD)Z 3428 B2 3317 B B B2 DRk

R iEE R E AAERKERBRIGEREZER, RAELE - HT4EmE

RS MEMT—F A ¥ o REREE (VEDS) 13, 3B uas—4Y (COL34I) O~F nk
BFERIZEVREL, 2313 ) P~ v 7 RERICAHONE 3 T I VBT LICEYIET S Y
VUNBHTDHIRAERER, BYIRATIA VU TREREEPA TV, ThETDELD
COL3AI BUBFARNTIIIER BUBHAESE MR 2> D it L7z mRNA Z AW TiThi . BHESEMR) 5
ORI AR, HBEEMALELLD. HBHFT, KEOLBEKRICLS5 A DNA ZA0V3
COL34I BIGTERRY ) —=1 7 & BRBERMARERSHT (high resolution melting curve analysis;
hrMCA) a2 B L L7z FHETHR L. AFE T, RNA FECRETE - COL34]1 BT DS
YOV ERERT AV ITERIEEAMETH 7. E5HIZ, RNA TRIFETE 2\ nonsense
medicated mRNA decayNMD)Z 3§ v A ER, REAERLFREWMRESE Lz, AFiEiL, nER
EDS OBLF RN T, KIEMAKRDNA 25 &0 ) M CHBENTHLORL LT, K%
B2 RS RRHESEHBRR FE S mRNA TI3AH L % 720> nonsense medicated mRNA decay(NMD)% £+ R % %
RIETELREERMTELEZZX bR, AFETHLIZFEE X7 nonsense medicated mRNA
decay(NMD)% 34" COL3AI BInFERE KT IRROBERBEMT L L 25, BEOEEE T~
THY, HEIEAIL COL3AL Z o7 BEHABTATRMERH B2 L, FERNTOEEE LY TF
BREFTDN 60 EBIDOERBEEHNAZ LKA L. COL34] BEIETF D nonsense medicated

mRNA decay(NMD) % K32 R Tid, vEDS BIEIZB W TH - RRFOEENHEE Sz,

A. BFEEHER

MERT—F 2F 0 REFER (VEDS) 1%, M0
THHE, HLEBH, FEMEEZAMHL, &I
RRFEE BT HERCEEEECRTHD. KK
BIL, 3B uas—4 2 (COL34I) D~FT @
BEFERICEOREL, 2/31 X ) A~ o7
AEBKICABNADIT I BRI IZBYIET Y
VUNBETAIREURER, BYVIIRATSTA
VUVTRERETENDR T WL, ThETDS
< @ COL341 BIn RN I B2 B JEARHESF M A
S L7- mRNA #BHWTiThh -, KR,
KIEMERED DNA &AW i-5 LW EEF2E
DRFBEEEME L, RFEETELN-FHERIC
DWCERRIR T+ 5.

B. #FFEHE
VvEDS BERMEMMBENS /A DNA I2L 5B
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COL341 B TERAI YV —=7% PCR &
DNA A & —hL— MEXBEFELZFIALE 2 K
8 DNA OmfiEghiR ¥ — 2 DBV CELGFLER
DEEL AT Y —= 7 D 5 A% Tl AR b 75
537 iE (high-resolution melt curve analysis ; hrMCA)
FRWTHRH L. COL341 BFDRY T~
Uo7 AEBD 44 =7 Y B EDE o — FEEE
52 27 VR AR LERHOA V hu U ERy
BLPCR 77 A ~<w—% & L. DNA A & —
F b— M BIELCGreen) 2 M X - B— PCR #E
) hrMCA i Light Scanner (Idaho technology #t)
EEALE. AFEZHOTEDD COL34I BR
HTHMER EDS BE 2 b UMK Mg
B EDS #5bh-BED5 / A DNA Z T L=,

C. MR

BRI R AR AR AOAPTIEIZ LV RNA FEETR
ETE COLII BInFDIS VLV ERLERATSS




AV TERTEFEMNRETH . IDHIZ,
KRB ER EDS 25bh iz B&H 3 A G FR)
WX LT, 73D mRNA 2> b OB T2 RN F
BLCREREZRAETERY 3 EE (2 20
nonsense BR L 1 DORKER) #BELE. =
o o % B IJX nonsense medicated mRNA
decay(NMD)IZ L. 5 & D & % % H 7=, nonsense
medicated mRNA decay(NMD) TCid, COL341 K2
RNA X9 XTD COL3AI IS Tl L,
COL341 BisF THEDE 2 — RN—HEELH
(cSNP)/ N & — o Z kg i T & 5 Fik(small amplicon
genotyping; SAG)XBAFE L, %7/ A DNA & RNA
T? cSNP DIFFE/NRZ— 2 DiFEV DD nonsense
medicated mRNA decay(NMD)% 3k COL341 &
ERTONEIDHETDHZ L ETREL L.

A TR S U7 nonsense medicated mRNA
decay(NMD)%# KT EREH T 5 3BEHIZBVTC,
ERBIIRLZ THoT-.

FEG] 120 BB EREAL, 101K
WCRME - L, BREBIEEE 20 THRIEL, 2
BB ORER (1 ) TRARIE L. REFMaD
COL3Al # U NI EBIFELLHBL TV,
COL341 B+ Exon 2 12BN\ TFH v RER
(c.2992C>T; GIn831Ten) & ~T T {ZH LT, &
WEBE T AS 25 R CZREAE K L T,

FEG] 2 (40 REBM) ITERRETH- 03, 40
RICIE BRI R CRIE L. BRHESFMaD
COL3Al Z Vv RI7BRYXEOHE D TH =,
COL341 B+ Exon 51 B W CFH e AER
(c4141C>T; GInl214Ten & ~T 2 iZH LTV /-,
KIEREIL o728, 60 XD ZhnE CEERDO R
BUICERERZAE LTV

FEF 3 G0 REM) ITAERBETHZMA, 30
RELICDEHTRIE L. RENERNTH
D AIEZR BV, COL341 {5+ Exon 32128\ T
1B ERKS(c.2187delA) 2 ~T B lIZH LTV, &
ERIZEY 181 HETFi(exon3S)HIZ BHIC &=
Ry &AL T, FERBIXbo 7208, 60 RO
CHETEEROBBICRKRERZH L .

B

AR SRR RO (WMCA) SR Esg L L
7o COL341 BIFERA Y YV —=V 7, %

D.

29

£ EDS D& F2WNCRWV T, REYMA® DNA
ERAND LV ATHRENTHLOHELT,
BE3E R B AR MESE IR 3 mRNA Tl L 2 72
v nonsense medicated mRNA decay(NMD) % 9%
RELFRECEORERMTELEZ LN, fh
DaF—FUERPRTREHEERTIIBE
L #510%IcF B AERBRE SN TN AS.
COL341 &EFICE T, nonsense medicated
mRNA decayNMD)Z k3T ALROBE
I3 x OBESTOTTHY, Total RNA HHD
COL341 BIEFRIMCLVEREZFRETET, B
REJIC vEDS %9558 12i, 7/ 5 DNA 2D
DT ORAPKLELEZOND SERBLE
BEEDE SNP £#HT 5 SAG #& hiMCA
OMAEDLREIZEY, $FE L COL341 BETE
BRI —=vJEwEEd L.

nonsense medicated mRNA decay(NMD) % &3 i&
EFERTIE, BEHRF VAT EIIRHA LD
ZENL, NTuARSILLYRETS EHAESh
FERPER LSRR EEREZ L 2HEMBH 5.
nonsense medicated mRNA decay(NMD) % 3 4
COL3AI BREXKT 3 FROBKRBEMFT LI &
A, BEOEEEIHKL THY, REZITTS
TEHTHY, BEEEITICOL34I # /3 7 ELiR
BT sagtibsit, FERRNTOEEED
Ha CEREFT DI 60 REHZ DRBEE (T
RTEHE) bWHI LRI L. COL3AI #Eix
F® nonsense medicated mRNA decay(NMD) % 33
ISR TIE, vEDS RIEICBWVTHI-REFOERE
MR HEE S A - . nonsense medicated mRNA
decayNMD) % 39 COL341 BIFERETIX, £<
OfMER EDS BETINE THEINTVHE
PERLEDR & IXR2 D720, BERIBZ b
BEFROELD L FRHEh, SBOBRZFELE
DIEFIZEB LSO RIMFTEZITHILENHS.

2,
I=3iiii

E. f

RKifmAKIZELA5 /L DNA ZHWS
COL341 BILTERR I V—=0 Tk, EfiBE
AR AR ADAT (heMCA) BE% BB L L= FHETH
L. AFEETIE, RNA FECRETE -
COL341 BIEFOT VIV ERLRTFA 0 d
TR TiE72 <, RNA TRE T 220 nonsense
medicated mRNA decay(NMD)% 3 v A%



R, REXEFEELREAHE E L. nonsense
medicated mRNA decay(NMD)# &9~ COL341 &ix
TFERTIR, D)V UER, RS54
TERLITRELRDEREBEZETIAEERDY,

SRS PUERAEE T 5.

F. BEGRIESR
Rz L.

G. #rgERE
1. FRSURER

Kawabata Y, Watanabe A, Yamaguchi S, Aoshima M,
Shiraki A, Hatamochi A, Kawamura T,
Uchiyama T, Watanabe A, Fukuda Y.
Pleuropulmonary pathology of vascular
Ehlers-Danlos
haematoma, and fibrous nodules.
Histopathology 56 944-950, 2010

syndrome: Laceration,

Kimura K, Sakai-Kimura M,  Takahashi R,
Watanabe A, Mukai M, Noma S, Fukuda
K: Too friable to treat? Lancet 375:1578, 2010

HEMCD, EE E, REST, Best
B BEMRBRREEC L 2MER
T—FRFa AEGRHOERHRE. AR
BRI vrvY) v IESE 31:157-161,
2010

Banyar Than Naing, Watanabe A, Shimada T: A

novel mutation screening system for
Ehlers-Danlos Syndrome, vascular type by
high-resolution melting curve analysis in
combination with small amplicon genotyping
using genomic DNA. Biochem Biophys Res
Commun 405:368-372, 2011

EiD 3Z, HEMS, $ikHE, AAT—-FRY

o MERRHR (KOR) . BRCBIT
—F R FUnAEGHROBIRERERES L
BB TIT T r— FNREZBE X T E34
ERAEEI T SEEENES (F
295 A, RER)

Nox— G Ay, R E BE K &8

GEMBARINEZHVWE-LAE R
Ehlers-Danlos JE{ERE(VEDS, EDS type IV)DH
HEBEHEFERA 7V —= U Y 25 LD,
5 42 Fl B AR S ERFEM RS (FR 22 46
8 A, M)

EE1E L, HEIFtEF, Banyar Than Naing, & H £,

Ea Z. BBErRBICB S nER
—FRE 0 AEERHED 1 F. BARAE&EE
£ HE55EKE (F22F 108, REnik
%)

Banyar Than Naing, JE:# V%, ZRGHT, BHE

f2, AeEiEmA, R 2, BH & COL34l
BELEFICF B AERPFEE L MEE
Ehlers-Danlos fEfERE 2 fEFl. A AANEHELRFES
F55EKE (FRR2E10A, REIWVWEE)

Banyar Than Naing, WATANABE A, HATAMOCHI

A, MORISAKI M, SHIMADA T. Nonsense
mutations of COL34]  gene  causing
nonsense-mediated mRNA decay in two Japanese
patients with Vascular type of Ehlers-Danlos
Syndrome. 60™ Annual meeting of Amercan
Society of Human Genetics ASHG(Nov, 2010,77
v hDC)

WATANABE A, Banyar Than Naing, SHIMADA T. a

novel mutation screening system FOR vascular
type Ehlers-Danlos syndrome (VEDS, EDS type
IV) using high resolution melting curve analysis
(htMCA). 9" Asia Pacific Conference on Human
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H. FEIMEED HER - &R

FRRE - R, B - FREKBIREOEET
BRA7V—=v7 ki ®H2011-50
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ERFRBGE 2L
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TRk 2 2 FEREAS BRI REMD S (BEERERFREE)
SHEMEREE

T—F AF a AEER (FICBERB L OEFR) OFEEREBRE L OREEH O
SIERFIERRRE . FRlT— T 2 ¥ o MEEHO B &G T HEEIC T AR

SEEE

SHNIEE  RAREE

ZERF  RETRZFEEANERRRE

BRI N R EF R R

RES  BEAOWTHORBICBER2WH LW A DO —F 2 & u REFERE (EDS) 2 fEfl%
UnAe \Z [ERRDAEG % Z N E TIZEH 6 FREM LATHAME~ v Vo 7 T a & A PR CEmtER
% 63Mb £ T, ZOMEBRICEET DBInT CHSTI4 PAKBOBELEGF CHAZ L2 EXIE
Diz, & OITHRAIFTIC L V BEFRENERE T AHEREAB OERIZX Y CHSTI4 32— KT 5
D4ST1 A EMEZ RVEGIORKESFMRD 7Y a3 ) 7V h A ERT D, BicREDaS5—

T KM DEE I E

BERAREEZR-LTCWSTa) o FarA )V DTN X CRREER T

R oA F U HBICH S TRDS 2 210 & » Tl 2 7 — 5 U MR RE S ER S5 2 & 59

RERIEA = AL THHAFEMEDRE,

A. WFEERY

T—7 AF v uREERE (EDS) 1XBEE & K
DR 72 b NICHEMETE 2 B8 e T 555
RIEEBERTHD, bl b 6oDEA T
WS, SLICEMNEREET 5, 3
REOHEIL, WThOZA FITbBERWET
Tc72 72 A 7D EDS % 2 FRIZRH L (Kosho et al.
AJMG 2005), S HIZARREMATE 6 FKRD
EFEEZITWO R EDS & L TRBMAZIZEL
7= (Kosho et al. AIMG 2010), FBFZEIZZH b 6
FREBLRFENICENT L LEEEGFE2RET
HZLEBEBLRTFREEDPERTREREA D =X A
ERAOMITHIEEBRE LT,

B. Wik

OiEERFRZA AT EEEY y B 7T
L DRIETFEORFK

ERELE6FRD D H 2 FRTHMEA D MEIEE R
Bz, WHEESHEREHERBAEE LMEEER
F 2 FRITRUWT Affymetrix $£0 SNP 10K 7 L —
ZHWIAREEEE~Y Yy VU 7 BT TEMLEE
GFEEZRET 5, REEASMEREEN~ v 7 HE
TeofFmEomn~Sf a7 74 hv—Hh—
AT 228N U BRI 2 1 5,

ORMEELCTREOERBELTFAZ ) —=vT

BESNIBERRFENICY Y 7 S5 HEH

- BETFHEOBERREECL CEEELHITE

32

BRAT V== T %175, FUoXJFFRERE
g oAy ha v ERERE I A—TB LD
PCR 77 A ~v—%&it L PCR-ZA LT hi—4
VATEREZRET D,

ORMEE I F DHREMAT

REDPFRE SN BEREF OBREIZIS U5
REMTZ R LERDO Lo T RELFE LR
REA J1 = X LD % BT,

C. HERR

OMmEERRE AR EEEE~Y vy B 71
X2 BEEFEORTR

MRERR 2R R E AW A EEAE~ v S
WLV H Y AEEIC 8.1 Mb D E{LERZ 1 M AT
FIE L7z (Lod score 2.885), E{EHEILA & TfED
7 OD=A7aYTTA4 hv—h—fFEITVE
fEREIR % 6.3 Mb (2 THYIME L 7=,

QOREEETEOERBEFAL V—=27

6.3 Mb DEAEFEIRA D 109 BETF D HH kR
ICEEME DSOS 7T DOEIGTF 28R L ERR
WEIToTe, ZORFBIET CHSTI4IZEBWTH
EHAMERDLLIVITEE~T o EAMERY 6




FRDIEFIEFI TR, CHSTI4 PARBDOEE
BT CERGELEEBEHERBTHD & DR

HIZEST,
B)CHST14 DRSRERMT

CHSTI14 137 /v~ & > 4-0O WiltisfsEEsE (D4STI)
a—F1+3, AESNZFT VB2 AER 1 &
(pK69X) & I X RIS 37E (p.P281L, p.Y293C,
p.C289S) 123517 % DASTI BEHEEMEABRE L. W
FTHOERGEERE SR IN U Re e se 25 2
ThdHIZ EDRRE I NT-, DASTI OHEFEIELR
EREAPREITHE~OEEEZRFT 57 DEH
DO LMD 7)Y a3 ) 7Y
VHRRDEL, BREICBIT DT —F D
EACEETAETF Y Fua T A SV DT
N E URBEOERE a Naf F URRB~D
PlbEHER L=, a) v TFuasF sVl
a7V OB ERICLEoTaT—F
ViR RN D BENER b o T — 5 Ui
DAEREECEBAIR L AICBIT 55 EEN
DIRREDEBICH DR[REMENH D Z L MR- 7=,

D. &%

TEGI OBHEF ML OBRFHC LV T2 7T
FTVHDTY)ayI 7Y OBKRE
ko Tas—rUiir R BENERD
Nas—rUBHEOEREE BB A ML
BT D BEEESFRRED LRI H 5 ATREMEN
mWEEZX LN,

E. faim

#172 EDS D E{E &5+ CHSTI4 DEBEZRIh L
7o RNEEFOa— FTHBREOHIEREICX
Vag—FUHBEORMBE k- UHAE
EDS NEIETDH EBZxbD,

F. RBEAERER
Bz L,

G. MFERE
1. wmCHEER

Shiihara T, Maruyama K-i, Yamada Y, Nishimura A,
Matsumoto N, Kato M, Sakazume S. A case of
Baraitser-Winter syndrome with unusual brain

MRI findings of pachygyria, subcortical band
heterotopia and periventricular heterotopias. Brain
Dev 32(6), 502-505, 2010.

Saitsu H, Tohyama J, Kumada T, Egawa K, Hamada
K, Okada I, Mizuguchi T, Osaka H, Miyata R,
Furukawa T, Haginoya K, Hoshino H, Goto T,
Hachiya Y, Yamagata T, Saitoh S, Nagai T,
Nishiyama K, Nishimura A, Miyake N, Komada
M, Hayashi K, Hirai S, Ogata K, Kato M, Fukuda
A, Matsumoto N. Dominant negative mutations
in a-II spectrin cause early onset West syndrome
with severe cerebral hypomyelination, spastic
quadriplegia, and developmental delay. Am J
Hum Genet 86(6):881-889, 2010.

Saitsu H, Kato M, Okada I, Orii KE, Kondo N, Wada
T, Hoshino H, Kubota M, Arai H, Tagawa T,
Kimura S, Sudo A, Miyama S, Takami Y,
Watanabe T, Nishimura A, Nishiyama K, Miyake
N, Osaka H, Hayasaka K, Matsumoto N. STXBP]
mutations in severe infantile epilepsies with
suppression-burst  pattern.  Epilepsia  51(12):
2397-2405, 2010

Sakai H*, *Yoshida K* ("denotes equal contribution),
Shimizu Y, Morita H, Ikeda S-i, Matsumoto N.
Analysis of an insertion mutation in a cohort of 93
patients with spinocerebellar ataxia type 31
(SCA31) from Nagano, Japan. Neurogenet 11(4):
409-415, 2010

Osaka H, Yamamoto R, Hamanoue H, Nezu A, Sasaki
M, Saitsu H, Kurosawa K, Shimbo H, Matsumoto
N, Inoue K. Disrupted SOX10 regulation of GJC2
transcription causes Pelizaeus-Merzbacher-Like
Disease. Ann Neurol 68(2): 250-254, 2010

Nishimura A, Hiraki Y, Shimoda H, Tadaki H,
Tsurusaki Y, Miyake N, Saitsu H, Matsumoto N.
De novo deletion of 1q24.3-q31.2 in a patient with
severe growth retardation. Am J Med Genet
152A:1322-1325, 2010

Komoike Y, Fujii K, Nishimura A, Hiraki Y, Michiko,
Hayashidani M, Shimojima K, Nishizawa T,
Higashi K, Yasukawa K, Saitsu H, Miyake N,
Mizuguchi M, Matsumoto N, Osawa M, Kohno Y,
Higashinakagawa T, Yamamoto T. Zebrafish gene
knockdowns imply roles for human YWHAG in



infantile spasms and cardiomegaly. Genesis 48(4):
233-243, 2010.

Doi H, Koyano S, Miyatake S, Matsumoto N, Kameda

T, Tomita A, Miyaji Y, Suzuki Y, Sawaishi Y,
Kuroiwa Y. Siblings with the adult-onset slowly
progressive type of pantothenate
kinase-associated neurodegeneration and a novel
mutation, [le346Ser, in PANK2: Clinical features
and (99m)Tc-ECD brain perfusion SPECT
findings. J Neurol Sci 290 (1-2): 172-176, 2010.

Miyake N, Kosho T, Mizumoto S, Furuichi T,

Hatamochi A, Nagashima Y, Arai E, Takahashi K,
Kawamura R, Wakui K, Takahashi J, Kato H,
Yasui H, Ishida T, Ohashi H, Nishimura G, Shiina
M, Saitsu H, Tsurusaki T, Doi H, Fukushima Y,
Ikegawa S, Yamada S, Sugahara K, Matsumoto N.
Loss of decorin dermatan sulfate impairing
collagen bundle formation in a new type of
Ehlers-Danlos syndrome. Hum Mut 31(8):
966-974, 2010

Kosho T, Miyake N, Hatamochi A, Takahashi J, Kato

H, Miyahara T, Yasui H, Ishida T, Ono K, Kosuda
T, Inoue A, Kohyamab M, Hattori T, Ohashi H,
Nishimura G, Kawamura R, Wakui K, Fukushima
Y, Matsumoto N. A New Ehlers-Danlos Syndrome
With  Craniofacial ~Characteristics, Multiple
Congenital Contractures, Progressive Joint and
Skin Laxity, and Multisystem Fragility-related
Manifestations. Am J Med Genet 152A (6):
1333-1346, 2010.

Kimura S, Saitsu H, Blanka A, Schaumann BA, Shiota

K, Matsumoto N, and Ishibashi M. Rudimentary
Claws and Pigmented Nail-like Structures on the
Distal Tips of the Digits of Wnt7a Mutant Mice:
Wnt7a Suppresses Nail-like Structure
Development in Mice. Birth Defects Res A Clin
Mol Teratol 88(6):487-496, 2010

Kanazawa K, Kumada S, Mitsuhiro K, Saitsu H,

Kurihara E, Matsumoto N. Choreo-ballistic
movements in a case carrying a missense
mutation in syntaxin binding protein 1 gene. Mov

Disord 25(13):2265-2267, 2010

Ng S, Bigham A, Buckingham K, Hannibal M,

McMillin M, Gildersleeve H, Beck A, Tabor H,

34

Cooper G, Mefford H, Lee C, Turner E, Smith J,
Rieder M, Yoshiura K, Matsumoto N, Ohta T,
Niikawa N, Nickerson D, Bamshad M, Shendure J.
Exome sequencing identifies MLL2 mutations as a
cause of Kabuki syndrome. Nat Genet 42(9):
790-793, 2010.

Yamada-Okabe T, Imamura K, Kawaguchi N, Sakai H,
Yamashita M, Matsumoto N. Functional
characterization of the zebrafish WHSCI-related
gene, a homologue of human NSD2. Biochem
Biophys Res Commun 402(2): 335-339, 2010.

Okada I#, Hamanoue H#, (# denotes equal
contribution) Terada K, Tohma T, Megarbane A,
Chouery E, Abou-Ghoch J, Jalkh N, Cogulu O,
Ozkinay F, Horie K, Takeda J, Furuichi T,
Ikegawa S, Kiyomi Nishiyama K, Miyatake S,
Nishimura A, Mizuguchi T, Niikawa N, Hirahara
F, Kaname T, Yoshiura K-i, Tsurusaki Y, Doi H,
Miyake N, Furukawa T, *Matsumoto N, *Saitsu
H. SMOCI is essential for ocular and limb
development in humans and mice. Am J Hum
Genet 88(1): 30-41, 2011

Tohyama J, Kato M, N, Kawasaki S, Kawara H,
Matsui T, Akasaka N, Ohashi T, Kobayashi Y,
Matsumoto  N. Dandy-Walker malformation
associated with heterozygous ZICI and ZIC4
deletion: Report of a new patient. Am J Med
Genet 155(1): 130-131, 2011

Furuichi T, Dai J, Cho T-J, Sakazume S, Ikema M,
Matsui Y, Baynam G, Nagai T, Miyake N,
Matsumoto N, Ohashi H, Unger S, Superti-Furga
A, Kim O-H, Nishimura G, *lkegawa S. CANTI is
also responsible for Desbuquois dysplasia, type 2
and Kim variant. ] Med Genet 48(1): 32-37, 2011

Saitsu H, Hoshino H, Kato M, Nishiyama N, Okada I,
Yoneda Y, Tsurusaki Y, Doi H, Miyake N, Kubota
M, Hayasaka K, Matsumoto N. Paternal
mosaicism of a STXBP] mutation in Ohtahara
syndrome. Clin Genet (in press)

Yano S, Bagheri A, Watanabe Y, Moseley K,
Nishimura A, Matsumoto N, Baskin B, Ray PN.
Familial ~ Simpson-Golabi-Behmel syndrome:
Studies of X-chromosome inactivation and
clinical phenotypes in two female individuals with



GP(C3 mutations. Clin Genet (in press)

Nishimura-Tadaki A, Wada T, Bano G, Gough K,
Warner J, Kosho T, Ando N, Hamanoue H,
Sakakibara H, Nishimura G, Tsurusaki Y, Doi H,
Miyake N, Wakui K, Saitsu H, Fukushima Y,
Hirahara F, *f. Breakpoint determination of
X;autosome balanced translocations in four
patients with premature ovarian failure. J Hum
Genet (in press)

2. FERR

9 AL AREENZES (1 A 30 ARLE) -
IAAEE REEEFIIEOHBI (FhH
&)

An International Workshop on Translational Science:
Clinical Use, Efficacy and Translation of Basic
Discoveries (Feb 1 at Yokohama) f*Whole
Genome Approach to the Epilepsy-Related Gene”
(invited lecture)

19 FIHEERT2ENAS 2 A 23 HRHEE

K2, Bitl) - RAEE FRETFETAMA

TERGIE D BT DOFERE ] (FFBIREIR)

YRR 21 FEERASBRI R H MR B AR
MEEEFERREFERS G A 12 HRZEWIE
Wy —, HR) BAES - FERFET
Ao AAERIE D 5y 7% 2 & ER R O fig R

#1113 EIAA/NERZESENES A 23 RS
FREERHE Y —, BH) - RV Y
A TRERMEBIIRIT 2HEDES | HiEMR
B2 HEEFEHT~] - RAREE (RaERE
NoORBERTHER | (U FRPAN)

European Human Genetic Conference 2010 -
Naomichi Matsumoto, Akira Nishimura, Yoko
Hiraki. De novo deletion of 1q24.3-g31.2 in a
patient with severe growth retardation. (Poster
presentation) (June 12-15, 2010 at Gothenburg,
Sweden)

INBE K% Pediatric Ground Rounds « FAZKE @ [
IR CADLAMERMEOST MR ] (BiE
) (ANEXRKZEEFEI, 7H16 B)

BioJapan2010 7H 7 X v 7 I — ARRE - IMAEH
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B [T~ Z s 4-0-WiBEREEERER-1 135 L
WEATDT—F A« o AERBEEF &
B3] N7 0 afiE, 9 A 30H)

Joint Egyptian-Japanese Scientific Workshop, “A new
era of genetic diseases” (organized by Ghada M.H.
Abdel Salam and Naomichi Matsumoto)
(National Research Center, Cairo, Egypt, Oct 3-4,
2010) Naomichi Matsumoto  “Microarray
technologies: Hightways to genomic aberrations™
(invited lecture)

Joint Egyptian-Japanese Scientific Workshop, “A new
era of genetic diseases” (organized by Ghada M.H.
Abdel Salam and Naomichi Matsumoto)
(National Research Center, Cairo, Egypt, Oct 3-4,
2010) Naomichi Matsumoto “Isolation of the gene
responsible for a new type of Ehlers-Danlos
syndrome” (invited lecture)

Joint Egyptian-Japanese Scientific Workshop, “A new
era of genetic diseases” (organized by Ghada M.H.
Abdel Salam and Naomichi Matsumoto)
(National Research Center, Cairo, Egypt, Oct 3-4,
2010) Naomichi Matsumoto “Haploinsufficienty
of STXBP1 causes Ohtahara syndrome” (invited
lecture)

The 4™ Asian Chromosome Colloquium (Beijing,
China, Oct 11-14) f “Identification of two
epilepsy-related genes from a 2.25-Mb deletion in
one patient.” (invited lecture)

AANREEFESESSERE (KE.10A30H)
WAEE KRRY ) LMENT . BEHEEREOT
7Y — AN (R —r o —E RN
t b (RB) 7 LrfETOBRKEY v a v -
VURV A - EE)

% 22 [B] NIH €24 (National Institute of Health,
Bethesda, MD 11 A 5 A) Naomichi Matsumoto
[Ndentification of two genes responsible for
age-dependent epileptic encephalopathy! (invited
lecture)

H. FEIRMEEMEDHIRR « BékiRiR



FFRH 2010-106974 « FAASE S - Waardenburg HEREK
SEMRREDRIL L - BIETSIRYE - FHE 22
5AH7H
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THL 2 2 FEREFBRFHEREMANS ERERETRITESHE)

SHEMERES

T—F AF v n AEERE (FIChERB JOHR) OEEBREER L OREEH O
SRR - HA T — T R n ZEGRE O BRKHITS

WRAKE  HEHD FNKZFEFRHBERETREGF2RES

WF4CEE S : Ehlers-Danlos SEfE#E (EDS) 1%, BB Ea, g2 /RSB OB 2%
KERBOBRKHTH Y, A (Classical type) . BIEiEEE! (Hypermobility type) . MLEH! (Vascular
type) . IR (Kyphoscoliosis type) . £ % BIHish#%%! (Arthrochalasia type) . 52§ 552

(Dermatosparaxis type) @ 6 2D EREUCHE SN TD, WThb, a7 UraFEDLD, F
FIMEMBEEDBGEFERICE VAL D, Bll. KREICE XRWH- RN, F0ELFH, &
GEHERL L LITHRWTRRENTWS, FRARE L. B L0, SERELFEBHHNE,
EATHED KRS - BIETRAR S & O ST 2 295 6 ERIE R L, £<H L4 A 7D EDS (EDS,
Kosho Type ; EDSKT) T 5 Z & L#EwfT ) 7= (Kosho et al., Am J Med Genet 1524: 1333-1346, 2010).,
ELICESENTB X UEHEZSIC LY . FA~F Y 40-FBEEBEE-1 (D4ST-1) F=—F
BT CHSTI4 WERBETFTHHZ &, REMEL LT IDIST1 KiE—~T 2V vicdmia 7y
Y3 ) YA COMREL (Fr<Z o HEBOMER) -7 2V RT3 T — 5 HBRHED
assembly "] L\W\HIEEEE R Lz (Miyake et al, Hum Mutat 31: 966-974, 2010), T~ DWEITH
PTHITHEITT BT, CHSTI4 DERIZHESL DISTI OXREN, NEREBI VAR EEHFHR LT
BE LWL REEHNEE “adducted thumb-clubfoot syndrome (ATCS)” %#5|E R4 & BlE SN
7= (Diindar et al., Am J Hum Genet 85: 873-882, 2009), E£7=, bTNIZENHH T, DASTI DKREHN,
EDSVIB I &N T - 2 K% 3 EFIOER TH 5 & #4 &1, Musculocontractural EDS (MCEDS)
& DAHRDBRE SN Te (Malfait et al., Hum Mutat 31: 1233-1239; 2010), A3 8HFZFE T, EDSKT. ATCS,
MCEDS 2EHEAICIZ R D allelic diseases 72 DA, R—HRBOFER £ 72 I1TF8IZ X 5 variability &
WX DO ERET S0, FEICRH Lk 2 R O BRFERE TS AFT R fE# L., &b
2, ZAET EDSKT, ATCS. MCEDS & L THE Shiz4 20 EFIOBFEH L a2 —%1T o7, &
Bl LT, MR R &N 7= ATCS, EDSKT. MCEDS %, D4ST1 KIHi2E-5 < BRERMIZ[R—DE S
Thy . EITHEEAEEEEYE UERME - EEit, 2 EEhE - BMEKA - 2%, EXKRTML
B YY) BRUORARE EROBHM. EXESREEHWELR L) ICF-MAT b s EDS OFHEE
tEZGNT,

A. HFEEBD

Ehlers-Danlos fEf&#E (EDS) X, FREOHEME,
RAEishiE /2 CREAEB OB 2 o EXRER
BORHTHY, dHE (Classical type) , BIHIE
B%! (Hypermobility type) . fLE & (Vascular type) |
%R (Kyphoscoliosis type) . 2% BE R
( Arthrochalasia type ) . K & e 55 &
(Dermatosparaxis type) O 6 DD EHFAIC/HIFS
nTWa, Wb, I7—FUFFEDLD,

ETIIEMEBEROREFERICI VAL D, &l

EBEFHERL EHICHRWTRER I TV,

37

PR EE L, 2000, KFE - SO fHENE -
MEgstkiomx T, ERMARE. BERCHEEDR
W, BEXETHLEOREREDEREETD TR
# i (Patient 1) & o7, 6 DOERAIZITE
BLRWERLFRRTHIWEEZ R0, ]
K2 kHd 2 LiIXTERoTz, 2003 4E,
Patient 1 & E&Ul U7-BRERBB 27 &5 26 mitE
(Patient 2) NREFEMICRH L7, Patient 1 D
A FER L./~ Patient 2 IZH2ET AMEAE,
BREtD®%, b 2EMR, ZhE TOSHEICIE
UTHELRWHREDS THD EE X, ZOK
AT, BRI O TIEBER (BSETIE



VIR (ZHEE UL, EECBROMET
EELTVWSHOD, HABROKE TH S lysyl
hydroxylase D KIB % RH72VVEDSVIB & LT
% 383 L7z (lysyl hydroxylase D KIB A ££ 5 @ D
%RAER % EDSVIA & 58T 5588 ) (Kosho et al,
Am J Med Genet 1384: 282-287, 2005) ,

FRRREFIL, 2007 ELY BAZ—-FRF 1R
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