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BEATBR e E M e (BHAMER BRI TR S )
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lHypermobility (GEFIEEh) MEMHFEEBIRBICET SIRREMEH]
WHoeERE  ERE  BARERREEERR

e T : BFES) <hypermobility >JEMEEE (ICD-9 43%E728. 5, ICD-10 43%EM35.7) X, B D
BAEE AT E) & SR IEREE CTh 2, RIS CORBMBE IRV, AL 2 2 R EIIT - - iR RIEENE
R B b 2 R R OREREDN b IL. BEFTEINE & Z AU S A & &R OBENFR-EDO L
ThV, BEERICLVBEOQLIIM ET D LELX N, ¥ 2 3FEIL, WREEDEMFEEIC
L BERICEET 2R OBEOME & FKEE LTELXLNDT RA ¥V RBIEDINGBEE T
ENTREZBE LERZEE L, 24FEIL, EEHERESCT AV U RBEDCERKG ZHAMIZ L,

PRABJRR DLV iAA & FLITAT o 72,

A BFREER

B EE) <hypermobility >JEMEE (ICD-9 ¥E
728.5, ICD-10 43%EM35.7) 1%, £H b DK
OREEIR AT A R TIEREE TH 2, REFERIL.
FLAR D b F RN B AL O R ERT N D FE
fE L. 25 OEHOBEENE g O B,
BiE, BESIOER~LETTHZ LN 5, B
FERTZVT . & DVITBEE LA DR ERER . B B
RIEREHTAHZ LS D, OREEMERT
& 5 Ehlers-Danlos JEMEEEX Marfan SEERE/L &
EoFEPED L HERBEEMNITIEE TR
ZEND, ThETEEREMTbNAEZ L3k
<L AR DIRRIEEEGRE O KR (BEK.
R 1T o TWRY, FDD, 2
BHE CTOBMETE OO TUEL, FRIZAE-T-
Y22 S LRSI STV R, AL 22 4
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BIFIEDRESL] D3 D E L, 2. 1REE B

LEAEGRORERAZ BE LT 5,

(BEAERRZEEE,

{EMKEFAE)
BERENEBEL QLI (ARERKE. 7
MK 72 b NCHERERR OREBEDRERE T
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BEmed 2, £, FEBHE GBI HID
DEEO TIIMKX, TNMD 72 & DR FRE S 7ok,
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LT ==Y BT BT b TW5S, K
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DHI 5-10%Z MiET %A 2> X (INXB) DAEAE %2 38

BHTWD (Zweers et al, 2005), HFFEHHETH
HERRFZORKELENIET XA 2 2HIE
L7ed (FIZBARERREZOZZEZHLID),

BE FTEETTE CREFT RS A DL D FITKE
ERIE LT, $T T, T4 v X BTFOEER
TR AT A CHT DT 2 A, 1HERXR
BlT & B BRI T N BT B2 RE L,

BRRBEFT T —F
(RTINS AR - ZFEDHESR)

BEAELLWCEEHEXRDS 7 ADNAZH
Wiz, T b BISFRITEEROT o —F i
DEDMAT, FRZ, BERERD O ARERRE L2
Wr S 7= BB 27 FEBNC = % ) — MRMT 24TV,
REDE ZARRELBFREICIZE > TR
DN 4 EFILL EC B A ESEIEM OB 38 Bin
FOENY T MR UTHRESEEZTFRIL, HE
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OEEIRAEN &2 K TEERTH D, DERB CTORMEMEL ., ZhE CLERENMTbh-Z
EiEe < AMIZHBIT D BRESEFERFEOERE (BEK. 2FERN) 132 bdoTniu,
Tenascin—X K CThH 5 EEEIA B & KEMEIIHEEZ LS FERE L., IMBERRMEZFE LT,
WRGESEGERIIERORR S 5 2 L AR S, [REROMEA & L, BfEET7 e —
FIEFTTIHELL, T 7e—FIZOWTHREDBLELEZ b, SR OREBMHERFICES<

WHREOERPHFSND,

A. BFFEEE

B EE) <hypermobility > fE{EEE T, BHHEIB
AE A TAER & L, s, SEEEE TR,
B - ks - DIMEER, FrRIE %
BT AW H D, DPEBNCT A X
EET (VB OEBRPRHEIN TS, K
ZHEOFTIIRERFTATH D, £, 2k
IXEERIER 2> B 72 S A B, D BREOEEHSE
TORBMEIZZ DD TR, EMERZEE
ST RWBIRZ N EHRIESh D, EfERD
Wr, FEREIZED L7-1RiEOBRICIE, RRER
FORANPMLATH DD, BEEE
hypermobility > EMEEE CTid. 2EFIZBWT
INIBEGTERNFER INT1%, RN ER L
TRV, ZOEBO—DF, RNEDERIE
BHEIZL A EHREND, ZORRASEL
W TR, BEMICIHROT T X A T ORR
BREFEEFIIZEERT Tu—F W2 5,

B. WF3EHIE
BEESE) < hypermobility > EEE ITEMER
BERELY, FEBEETDHEMEEZOLNT

We, TR, SHEEBEREXE LB EIC
Tenascin—X KRIEBZKITHEN RS-
(Schalkwijk J et al, N Engl J Med 345:
1167-1175, 2001), Tenascin-XEIEZF7RED
BEEG AT ALSVTRITT 5V AT
L ERT D,

C. WFERER

RICK T, #RIES) <hypermobility > EfHE
D) 5-10%Z MiET R A > X (INXB) DIKIE %
RO T (Zweers et al, 2006), WFEH1E
ThHERRFOREELNMET *1
ZRE LR (FICARERRFOZZEHE ZH
DNZ) . BAENE B e b NS B MERS I & T
FTREZRL T (IMAEZR), VB &
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ICHIE 2 RTe D, AEROBERER~D
B b, BFES) <hypermobility >ERHEIZ
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BEtatED- L 2 A, BEiORFITITEA LR
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Rk 2 4 FEEAETGBRENEEMNE (AR ETARDTIEE )
SrEpT R &

183 FEE) < hypermobility > FERFEEZ R BT 1T 5 IR BAEEA
SRR - YEER S IS DR R AR SE
SRR GEE HEHD EMNRFEZEMBREE T 2R

MFRES  =—F A& 1o AEMFRE (Ehlers-Danlos Syndrome ; EDS) 1%, FEO@MEME, B
AR 72 SRS SRR O RO KRB ORKTH Y . 2L L TOMHEEIL 1/5000 AFRE
EHEEINTVD, 6 RIFED—D>Th 5 EDS 1%, BIF@EMEsL FERE L, —KITK
HERAED EDS WM LB S LTV A, EFHENAME R, B AR - HkER - DM EER,

ML A T 2RAR 6 5 5, BINKRFEEFHBHRGER FR2EE ik, ZhETIZE
HER GRMARE, REWHEA, BifE) . BEERR., KEER GRME, Wi, Sink) . 84
PRI GESIHERILE) &\ o /- BEEIHE EDS OEEERICM X T, FEREE (Asperger JEMFE
). MRER (BETRES. REERSTOE, EiER) . BRFUER, ASIER, B X UET
DRI & Vo T B A RIE 2 -BEER EDS @O 1 DOV T I N— T LMESITONEBREE
TAa—LTW5, T 24 FEE, FRPEITLZAE L OIE, /DEREEE RIMER O BE
bW, REREENDEREZEECL, ER2FREREL LIZKWEE bW, £70, ¥R 24
. TNXBERZHFTH 1 BELYRH U, BRMICIZNER &b R 2 NiEEE s 29

HIRNEETH T,

AL WIFEEH

T —F XA HF o RJEEE (Ehlers-Danlos
Syndrome ; EDS) 1%, R&DmfHEME, Rt
K EREAMB O E RO KRB D
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Wrdk T TWHRWEIRZ N EHERISIS,
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Trisomy 18 Parental Support Group. Am J
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Kosho T. Discovery and delineation of dermatan
(D4ST1)-deficient
Ehlers-Danlos syndrome. In: Current Genetics

4-O-sulfotransferase-1
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(http://www. novocraft. com/main/index
. php)
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overview. shtml#MarkDuplicates)

3. Variant call: Genome Analysis Toolkit:
GATK
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4. Annotation: ANNOVAR

(http://www. openbioinformatics. org/a
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