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Mutation analysis of FGFR1-3 in 11 Japanese patients with syndromic craniosynostoses
GEVEEZR B S R AIEZ A T2 AARNESE 11 BIICFB1T5 FGFRL-3 Bis 1
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SHE T A FYBRAIEL. B =02V IIEROEETHRAEOBAENEIICES
HZLILE S THALUD R TR B E ThD, WA LI EHA O EREED
I AFES DB R LVIAEE OETE 2, A ATX 2,100~2,500 HAIZ 1 A
DOIEETRRIET DHESI, MDA DFHE S O I IVIE Mt S IEEME I/ SN,
P EDIEIEEMETH D,

JIE e M U 25 e A B A E 121, Apert JEfERE(AS) | Crouzon JEERE(CS) .
Pfeiffer JEWRE 1 A ~3 BU(PS-1—3) (EIEEIZLY 1 B~3 Bz HEIND) .
Jackson-Weiss JEERE(IWS) . Antley-Bixler JEfERE 1 Al 2 BI(ABS-1—2) (A7 1A
NGRS OFEIZLY 1 B ~2 BIIZHEIN5) ., Muenke JE & #E(MS) .
Saethre-Chotzen JEMERE(SCS)A3 1 FALD, JEMMEIAZF S F W AE X, 5 H
—BEFREEICLI SRS, HDOREDBIR RN EEOERKZ W& O
DONTWA, HWUIREBLEL T I T D0 B T2 EhEL ., 2520
K2 Wit R DS & L LR T LT,
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RGBT EEME A B RE S T S ER L2 WS 11 BICh D, BRRZ W,
CS 4 fil, PS 4 i, JWS 1 5], MS 2 f3i] (Wl &k f51]) T -7, AS. CS, PS, JWS, ABS-2
BETERORED DV DIEGMEIRE G S P S E B TRrbmEE I
R s5 FGFR2 #in 1L, BARKIEZFED CS.MS BE TEEORENHD
FGFR3 &{x+. PS. JWS & TEROR G 1 HD FGFRL B FIT- oW\ T, RIF ML
H1 5" /7 25 DNA 7% FA\O T (BB R RLF IR T8 VA CRRENT LTz, RATIC 2 7o Tl e
ERRFDOENT ) B FRETAF e fm Bl & 2 B 2 O KRE 1572,
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FGFR2 7213 FGFR3 Z %73, 11 & 1 10 il ClRIE STz, CS FBE 4 HDH 3
#1725 FGFR2 p.Ser252Leu, FGFR2 p.Ser347Cys. FGFR2 p.Asn549Thr Z8 %73 PS-2
T EBSE 5 FGFR2 p.Trp290Cys (3 i) . FGFR2 p.Trp340Cys 28573, JWS HBH D
FGFR2 p.Ser347Cys %5 #73. MS fifi ik 83570 FGFR3 p.Pro250Arg 2 5 73 [Al E S 41
77

CS 3 ™ FGFR2 p.Asn549Thr Z8 5 JWS 83 D FGFR2 p.Ser347Cys 28 2 (it -
TY B L FGFR2 BE PS HiAI LB 1T A B Ch o7, F7o, CS DBl
(RBAIEH) 27D FGFR2 p.Ser252Leu 224 MS filiik oD A H (8 BE D KEAD 7%
7D %) 7175 FGFR3 p.Pro250Arg 28 #.%-[A] 7 L 7=, FGFR2 p.Ser252Leu 48 # | J & Hi
E5 HARNICIZIER 12/ THY . HumVar, MutationTaster, SIFT 12505 A 74T
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25 B[R E CETBE TR EORE LR THY | EGEMEIAZE F S R A E
X, BE B T REICERTHIEN RSN, — 7, BENEFTE2)o
TIEBITlX, RED FGFR1-3 &5 HAMIE OIS 1D B IFET S A BE
P DR LSO AR - DA O BREEE R D FAE I B 5L QO D ATRE TS
bHEEZLND,

ABIOFHTTIILLT O 2 SN ERSND, F—I%, CS BENLH D FGFR2
p.Asn549Thr 22 5 (PS TREHR) 25, IWS IEE ) OHT LD FGFR2 p.Ser347Cys 4 % (CS
TEER) BRIESNIZZETH D, INHITREORELFERIC, 5 FGFR2 & RH
B DI IS RS R SEOR BN 5L TNDZ AR L T0D, Bs
FERUINC (=) V2T 770 BN BREER N 595281219, FUER
FEFNRIpDRGBIEL TODLEHERIND, o (Z8) VR T 4 V7B R
BRELEAZ, FGFR BIHEEAZE B HEA F WG S IEIC BT 2R BV OFEIMELCEZ R D
FINTHHEE 2 DND, EHFLOFERIFIEL T, ABS-2 L PS-2 Az 43832 i+ B
i 50, WS & MS [ZIdE T2 B IR B S50, REUOZARHF| LT, [FUE
(LA BENSNAE OB 27 CS MU DR % 1E) PS DG NHD, 4%
3. BEEER S F A BROMAADEICIY, Il R B ERSNAEE D
b,

% 1E, CS RO B (FREIAER) 7 5 FGFR2 p.Ser252Leu £ H.7%, MS fifitk:
DR (BEE D RIAD A 726 5) 736 FGFR3 p.Pro250Arg 28 BANF ESH =26 T
&b, FGFR2 p.Ser252Leu 22513, i £ 12 I X HA D CS FIEE R A HRIES
AU THY, FGFR3 p.Pro250Arg 28 B, BIEICRB W TLMEIVERE ORI Z L
ENTWD, ZNHORERIT, — R IERHDWO T IER R AEE R BN O F AR B
(BT DBAR TR OF AMEEZ TR~ T 5, ZO X570 KRBV O ARSI O JHIRIT E72 W
ENZSIVTWRWA, D (=8) V= 3T 4 772K BB EEIN | MR 5L
TWDATREME DN DD,
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BEFREIL, REDNHO)H BB L TR T, — RIEF R EFHET
HOFIERERR B CFEFF R RO BF KL CHEMTHIET, U728 s
TRV TNV D, SBIRHHFFEIC LD | JEGEIETE 2 8 & R S E O & s
LR E B R BRI KD IR IS 22 D L IR S L,



