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P1-55-5 MREZM S hi=¥KE4 %45 ERERBGERRED ROEMT# L BT O Quality of life

KB RBTFREBEGERLE ¥ 7, LRKRTFHE
A, AR, BIEA, ERIER, BEES, NIORE, L& 3, SERE, ®R & % ‘B
HREBE, XHEHR'

(B8] BRI Sh-EKBLI ) REBBREOROERELFRBELSCRMTH®S L OB T O Quality of life
(QOL) %3Mfi4 5. [HE] 1991 E X 1 19 EMICHARNOBETEREICTEKBI LY ) FRBRORTE LB Iz 92
DS L, REEBEETH-- 2R L. BRRBRECI VAT LS h, AEZHLHEIBREKEY v
YIMEERAT LY. ESTFBRBIU2RUBRTOEMRAE L THRBMAE% ML 722, 7 WHOQOL26 I2 & 58+ QOL
4fi £ Child Behavior Check List (CBCL) = & 2 ROMBYFTBIFEM %2 17 - /2. 2 BEHROBBMMI 2 £ ETH 5. [R#]
296D 55% BEFETHo72. ZTORRIE, REFAH BEBR) 9fh 28 (22%), HBRER7HH 45 (57%),
SRR RS 2 5 (100%), WHEXRS 18 (100%), 3L UBENEED 28 (100%) BEFLL. 2 RUEOFRE
SFATIE, 50% AR, SEREE 2%, L TKHEBAREN8% Tholz. TLREMAEL LT, BRI 42%, MXHE
TR 42%, BEREMERR 17% Thorz. BREKEY v~ Mo 38h 3AREREE, 2RAXERERETH 1.
#0 QOL i3 20% TEHYUTTHY, F7-20% ASPTSD LHEEhz. B 10% »°CBCL I THRKBTH - 2. [KR] H
55% M L7-4, #H6HTHREREL, $-H6HTCHCHRIRBEELE L. LKEBREEITo-2FTHR
BREABD0, § - BREROGREL SHICE V- H- 2SRt ORLAET L. B0 —BIZOHIMERX b
VABELHESH, $—B0ORTCRIEFBICHELN D - 72720, BOMMBMYR— b & ROREFRMEL FLEHM LB
EREND.
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[BEi) BROEXREO P TOBRELIFNE THERRI, —BRNICHANSHFEEE ShTws, ZORDERE
BELPNIBRICEXBREFASRBREINSBEE, BRELERTIERBLOY, BREL IEBRLERRELOD, &
BicEBTao s v, YETHRRLY:, ARERZNoAERBREEMCETIHBESEICOWTRE L. [F#] 2006
4 B~20114E9 BOBMIZSBTam L o7z, MARKE 4000g L L CARREBERBZ Mo LER 9 BICOWT, HiRS
WARRE L KRBT EREOH R 2B FEMICRI L. [R&] dRIMN0) LBREORR L 2V B IB4ERETFL
LCid, MRk (BMI24 L L) 180, GDM&BiZ 0BiCh o7, MAEROREDHE L, BRREEME T SERR 451 (Simp-
son-Golabi-Behmel fE 8 2 #1, Beckwith-Wiedemann JE#%B 1 #, Sotos SEREE 1 #1), ERBUNOERRHE 5 H1 (B
ANV T IR ERBER, LA, BRAE, REYA AV oRyE, OFR - KEE - EPHRARER - BRRBEES
ERAY, £F18) Thol. BREZEHRETHERRA4ADS L, BEEHRIOBEBRICBH 2V LEVRLZDOIX
2Bz ¥ ol (BHEAL=7 LBEI K L Y Simpson-Golabi-Behmel JERH, BHANV=7 LE® X D Beckwith-Wie-
demann SEBE). [RR] AREZEMETIEGHOBREDINIMERL LTHETH 525, FFRNFTROMAGDEZIE
BE{BRET AL T, PRESRLET 2WEERDLEEZLLNL.

P1-565-7 MREREBEEBORE

ZHBHILK, HRBILMNEREERE v 5 —BUGHRA
RAMERER!, SRME, ABEK, ®REBEEE, BN X BHES

[(#S)ERBEERBERIERPREORERERSICIVRAEL, 200 EEM LOKRBIHET L. ERLBN L EGTR,
ZRICESSHBRIINT 2 RS2 BEN D V&) Y7 HRYTH 5. [HHR] 2004 55 5 2011 12 LT HAFNICEREER
BREbN 10 AOTEOER, EB%, HER, TH RIETHENZLE2EHENICRE L. [HR] B4AEYER
324 &, AETPHERIE 367 &, #BIZ Thanatophoric dysplasia type 1 #% 3 #, Osteogenesis Imperfecta Il 2% 2 #, Osteo-
genesis Imperfecta ITI 25 2 I, Achondroplasia #% 2 #, Hypophosphatasia %1 $1Td - 7:. KIREEBEREIC X 2 el Ak
BE (FL) i3 Thanatophoric dysplasia type 1 T-9.01SD & DT BICHRCTEMTH o 2. HARBE L HAERBHTO—3
PZ7RITH Y, SRR E 3B, FTEURA6H, BSR4 THo 2. ER T HIH, 3MIMAERIIKE
#4% %N, 4T Thanatophoric dysplasia type 1 Th o7, ZR7HDI 5, 6 WIBRET TEFL TS, HERORERT
AT I3 4 PIHETT S h, PIFRIE Thanatophoric dysplasia type 1 T FGFR3 Arg248Cys R, Achondroplasia T FGFR3 G380
RZR, Osteogenesis Imperfectall T COLIAI i< G476R Z R, Hypophosphatasia T TNSALP 1559 del T 2 @& 7. H%#
EAER L CHEOBETFRIT 2 W7 SNIER 28D o 7. [KE] BREREEEOMENBHOESEIX70% THS
—7, Thanatophoric dysplasia type 1 Tiz2FA THEERFLECE DR CEMCL ) FRICEND Y, WA %D IEHE
LW EBENY VR VIINRBEETHLIENRREINT.
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