Japanese Society of Pediatric Cardiology and Cardiac Surgery The 53rd Annual Meeting of Japanese Society of Pediatric Cardiology
and Cardiac Surgery

Poster | 2B4AEE - BFER

Poster (11-P19)

Chair:Kazuhiko Shibuya(Department of Cardiology, Tokyo Metropolitan Children's Medical Center)
Sat. Jul 8, 2017 6:15 PM - 7:15 PM Poster Presentation Area (Exhibition and Event Hall)

6:15PM - 7:15PM

[1I-P19-08]1HA&AICEH (TS Ellis-van Creveld SEHIEEFDEBICF R R ERIR

BCDULT
OSTH ETY, FBH B, A BEE, MM (EREFERAZEER/ER)
Keywords:Ellis-van CreveldfE{&&¥, Bin 75, RIREY

[&5]) Ellis-van Creveld(EVC)EIREE(EZ 4 H'5 6 HAIC—ARIET 2HLERTH D, EIEEGFE EVGER
FIF EVCQELRFNMREINTU D, CNFETEATIEIH200GIDEFNRESNTUVBN. BARICH(TDEF
SRS O|S IV, [BM] BAAD EVUERERE (CH (TIBLFRERBREHSHNCL. MEDE
RICDVWTHBIRETT S, [HE] Ukt CEIFEWNZ T Uz EVOEZEE 66]H K UFMSEREHRDE SN
R7TEMICDOVT., BILFERERRE(COVTERERN SEAGRIREZT o, [BR] ELFRICDVT
[F63% T EVC(25%)E Tz(d EVC2(38%)DERERMRBH 5. MED double mutationDBEHE1HIZFE LT,
EVCICEBRMRB > EDNIEIART nonsense mutation((&IEIR V) Th ot EVCICEEMRH oTzEDIZ.
nonsense mutation(#&1lEJ K >). Frameshift. point mutation/d&%D. nonsense mutation(f&IEIR V)&
Frameshift & (C3/66lE 2N D, BRERTIE. ZREMERBICSVTEEFRIIEMNS/7HI(71.5%) cRES
<o Z0M. DEFRRXIE. KEIRIRELE RS SNE, B MBORERKRCHESERETIE. IRISE - HEE
MBEEFTRD SNz, ZNITRVTHBIRBIZIELES/761(86%). ZRHHE3S/7HI(43%)RABH SNz, FEFIIC K
DEFRRIZHR CERBLIFPERDBEC—ENERIRESNEMN e, [fE#] BARACH(TS EVCIE =S
DELTFERF EVCEEF EVO2OZEENR60% U LZE LoH. BADEHEGERKTH oz, BIRFEREMKKRD
BEEFSEINREI TIFEASMNTEMNDTZM. TSITEFIZEED TREITNRETH Do
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