64 - IFPIIRIE - CPEFERTIS W25 GRTHO ) 2024 4645 16 %45 2 1)

[15] ZHUANG J, CHEN C, CHEN Y, et al. Identification of a

Rare Variant of ¢. 1777G> A (p. G593S) in the COL1A1 (W Fi B B9 :2024-03-06)
Gene as the Etiology of Recurrent Osteogenesis Imperfecta by ok VAN

Whole-Exome Sequencing[ J]. Front Pediatr, 2022,10:816090.

- ISR

BILEREAZAFTARNERNZE S THAHEITM

MK
(et Rz 8 = BEpe . b st 100191)

O pmmn e ke . EEDZTHEHRESHRRE BRI AEETARD
BNZW S T 0 UG PEAL 0 EERE R, O@ g TR
RO B R L e N AR K £k LR L AR K2 i R & IR L
BRI BRRRARBRRIOEPISH AR AR IEILERINE., OFAERILE LT R
STRREHE" TR } )

amxrn=an: wa WAL 2E N N & WS . 3R B R B B 3 X A 45 - FGFRS,
COLIAL fil COL1AZ, HEIMSr a2 T 5% KILY @ik R
AR T &7 iR LA R S R e R R R LR 3
SHREAMRMESL . X 30 F* =HA RS 7 BHE (—Ffh Klippel-Feil £54 E .8 #1740 i 7 77, 45 3R % 3
PAX1.MYO18B Fil FGFR2 % [H () 548 5% B0 1 & AH ¢ . Hor FGFR2 (e 1750A>G) BUji 4 48 5 7] fig
PER . @XF— 105 K P25 47 W Wk 45 (congenital contractural arachnodactyly, CCA)E AT EZ R EFZF HITT
JV& Jif FEL AT 382 % %12 W7 (preimplantation genetic diagnosis, PGD) . B #EAT T 3t 1% BELIBT . fe J5 73 868 1 4 B
2L, @ X 43 AN R ILETE R EE L3 B8 5% KEE 5 [0 30. 2200, 13/43) #EAT 8L 24 0 BT, %5
EHAHE R F R WAL EREA 7 4. DLL3, MATN3,GLDN ., DYNC2H1, C2CD3, COL11A2,CHRNG,
O L LT HBHE T EHHALKE A REWRE NZW AR BEE LT KL,

B Ji o ST SRR 0 BB M QB kS T R N E AR K Rl &L 15 EFW,AC,FDL, HC,
BPD, QT 7 58 9 1 R i & F & 0 b i 8% & 8 O & 8 R FGFR3, COLLAL,
COLL1A2 Pl ¢ KFS Rk WAL = W36 fil 6 o 52 B FGFR2 B i 2 48 7 55 (e 1750A>G) . QPR B4 42
(R REHAZE T ARG AE LS Z PO NENE M XRILBRRERE S ENSE ., ORE
4RO T UCAE B PN L P 0K AL = AR B AR A DA 2 e (R A AR R RS A B AE 240 Y 58 BURT Y 0 A i
A5 e S5 A A 14 PR SRS D0 R4 AT

DOI: 10.13470/j. enki. cjpd. 2024. 02. 013

BHRGREATRRECR



