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=1
M/F CDA Clinical Diagnosis CK DNA chip PA Pathological diagnosis
W) W)
1 M 18 Hydrocephalus 46XY ND 20 Lissencephaly type I
2 M 18 Hydrocephalus 46XY ND 19 X-inked hydrocephalus (L1cam)
M 16 Hydrocephalus, 46XY ND 21 Porencephaly, Dandy-Walker variant
vermis defect
4 M 18 Hydrocephalus, 46XY ND 20 Agenesis of CC, Cerebellar hypoplasia
vermis defect
5 M 19 Holoprosencephaly 46XY ZIC2 deletion 20 Holoprosencephaly (semilobar)
F 16 Hydrocephalus, 46XX ND 20 Agenesis of cerebellum, aqueduct stenosis
cerebellar dysplasia
F 19 Thanatophoric dysplasia ND ND 21 Abnormal temporal convolution, focal polymicrogyria
F 12 SUA, TAPVD 46XX 15q partial trisomy 20 Normal brain, TAPVD
+11q partial monosomy
9 F 19 Hypoplasia of the brain ~ 46XX Normal 21 Multiple nodular heterotopia of the cerebrum and cerebellum
10 F 21 Cerebellar hypoplasia ND ND 21 LCCS type 1 with hypoplasia of the spinal cord and brainstem
11 M 17 Normal 46XY Duplication of Xq28 17 Hypoplasia of CC
12 F 15 Hydrocephalus 46XX Normal 20 Agenesis of CC, Hydrocephalus with aqueduct stenosis
13 M 19 Hydrocephalus, 46XY Normal 21 Agenesis of CC, Hydrocephalus with cerebellar hypoplasia
cerebellar hypoplasia
14 F 16 Hydrocephalus, 46XX Normal 21 Multifocal cobblestone-like migration disorder of the cortex
cerebellar hypoplasia
15 F 19 Holoprosencephaly 47XX+13 ND 21 Holoprosencephaly (lobar), retinal dysplasia

CDA: Clinically diagnosed age

CK: Chromosome karyotype

PA: Pathologically diagnosed age

CC: Corpus callosum

ND: not done

SUA: Single umbilical artery

TAPVD: Total anomalous pulmonary venous drainage
LCCS: Lethal congenital contracture syndrome

BESE © 61, HRMERRIC L B EBIHEAeR B
i 1BISE TN (BEEET). BORHAEREMEE
IEED 16, JREHICEHEZHM THL NIRRT
13-trisomy FEBIZ B L CEEdi$ 5.

HEBIFES 10
g 21 BER. £ 21BICBYT, BRETa—,

MRI TLZMHBEHMEE, DREBR L BHRZH S
N7z, FREFRICIE, NIRRT/ - M O FERIE,
HFHMRIEENFRBROEENRIZE LY 1/2 T
NEEOREREFEL TV (K1), T/ BER
BE o T /e MRS, RO BB,
AR A OZEMEEH X S lgEERICD
720 T, fEEHRa, MEMIRROY A X, SRR L TN
neuropil DFEENZHLOTARRT, HROMREREIEEK
b & 57z (X 2). Lethal congenital contracture
syndromel (LCCS1) & % \» &, Pena-Shokeir
syndrome % £\, FEEEEFO—2L L THEIN

72 mRNA export mediator : GLE1 DR %1To 72 (X
3). GLEI mRNA A841G (ILE243Val) O ~\T O XL R %
RN, TOEEEETIEWENY) T ¥ MBS
EIHT, BWICHEOEBLZT IV BNDEETH
D, WEERICEELREE,LE, ORI IZETHRE
DI R ER BT HEEZ b, FHRERRIZLS
JEN T BEEE) - IFIGEEIEEIC L ) R4
¥, FMETER 2 &R L7 sequence & LT, JREZEM
WCHEREL S O FEYFEN BT 2RO 5 2 L1
XL REEAPE I N

FEFIFE S 15 :

FERE 21 BB, R 19BICBNT, R —T
lobar B O &FIME, NREE, OEOFEH, £
fE & BRI 2N, FRRETHEROEDI4TXX+13 TH 5
S EAHVIBR L 7s, TRERARYICIE, RERRIE, RS
CIEHFRRIE, NS %D 7:-0%, BAE
RGBS, R, BUR, BEE, DROMBELEIT



1 EBES 10 DWIRE © (A) ZREBEIHEL A5, (B,C) FHMRIIEREIILZ) SEEREK,
HERE L~V DRRERIGM . KR - AN OTERUI T IZERE S O ML R R T

2 FEBIES 10 OMRMEIE - (A) EROE THER CILEBSMEERL - 1 X0RD, Kot
ThEwD (REH). (B) EREROESWEMLE - 1 A0RD, Kbz a2 (KH). (C)
VAV OFREMRE. EERIIFBEHOMIBERT. JEF 10 TIEEMBREBIERE TS 225 BB
EEEARE L - A X0, BRRIEEREZET 2.
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JKEEFENSC10: GLET mRNA A841G (lle243Val) ~TOLER

Sample 1 GAAGGCCAGRTCCGCCTGCGG 21

et rerrrrr
NM 001003722.1 832 GAAGGCCAGATCCGCCTGCGG 852
E G 0 I R L R

ATC(Ile)— GTC(Val)
3 GLEI BEFW¥EER%TRYT. GLEI mRNA A841G(LE243Val) D~TF O ZERZ 5 72,

4 JEFIFES 15 (A) ENRE, OBEOFER, EFBEFALNS (KEH). (B) Kikixyw, 2BH
SEEIEASHERRTY, BEEIRELTWS (RE). (C) AT, MERBTALDL,
EEBILEATHELRT. (D) ERBRIIGBEERRZ 2 5.

—’(:\



EETH o7z A/NEEES L UHIEERE 23072
(K4). fKfEg3Tid, B3 mm O.LEHEXRIEE 7.
AAEFNE, HEE 7 13-trisomy ORBFEZ R LA
FRIRERIC B 2 EGZWIC & 0 12T EMLEESHNIC
FE o HEFIE L THERE.

D. £ =

BREGZEH T REMERET] LW shizE
BHCIE, WEFENERBRA L L CERLRRZEEE IS
EFNTwi EFA DL, FRIEHEESITIC X
DEBETFEE  FEARESHOLPCRY, LR
HHEBFRBICE > ZEFD A S NI-—TF, EH
100 & 912, RERBRFORE,» SBEMOEETE
HOELNRIETFZH 2T DEFRHL N LES
o TER, BNTEREE ORREABEEA SR A &
%o Ty, HIRE L TURESARBELREIPES LT
., FRHoH X, fEkOGEE 4D Gband &,
100 kb TO 2 ¥ — ¥ B % M1 T % % array CGH T
bEENRE SN VERDNS,o 7z, BRIZ, R
PR B 2 IR R EEES O 2 E TORE %
BT 2L, RBEBZE - BET2R CHREEZWIC

a7

O oo TEFIFIC, KREBEICBI 25 L F OB S
T 72 Wil g OHETE & 1 D MR B R E O REFID
%<, WMEERT O MR RREENT 2 24812
BEZDOD, DFLNVTOAHZALADEHS S I0HE
EFEELZRHT - OOMBHEMTECEA #3340
BILENH D EEZ LNz BREREPSTEES
BEWRITAT v TL, BEFENT2EOREREED
HARBEEEOR EE &b ICREREOHEHE
BERAHEANDO T 4 = F NNy 2 2FBZ LD RD LN
5.

E. #&
FRRTE®R, E&RZHT [MRRMEREFE] & B4
A SN BROMBREENREL B 2o 7.
HGRZH L, BUOBETH->TH, HEEWIZIZE
oTRBTH o7z &%, WEMRFENEED I
o2 FLNRVTORERA T = X AOEH, BRE
ATy T LERNBRE TR EORERES OH
HEHTZ IR E O -, [GEERS, BHHRA~D 7 1 —
RNy 7 2B e FDS LIz,

S
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G @HENREHDE EHaERE IR EE)
SRR EE

SR TEIRIE R ERE T — 2 N 212 BT 5
= PRS2 W IS B9 A Fge
— R - BREBRA 4D MRI ZWicoWC—

it
FARE

EREBEEEAE AR BT - EER ST
ik

ME R, KR ¥R a3

THE)NEBEZZ EbEERY v 7 — e
PRRAKFEESE  BEHER EEE
SHREARFRERFTMERRE  REHRE

IZDWTEEEMZ 7.

WRBE BB 51T 2 AR EE O B e TR 7 — 51>
7 EMSNEBRT — 5 OREE T, EREGBIOAEI OV TRE LTS
7o AEEEHE T —5 0BT, B - BEHRTS L B S AR ow T
AT L, BN & I RE T © ORI BRSO BIZRT ORI OV TRETT
BEE IS, BICRIBIC BT 2 BIE - BT 0 MRIBH Lo & MEA

A TRE®

A - BREEERA SO MRIFT R 2 847 L, B
| & AR BB E (EMNE, £/ REZR E) OmF
BETROMEIZOWTHRETT5 & & b2, FFICHRIEH
2B BB EDOEFRZR LOFE R, FEN
IZDOWTEET 5.

B. MiRAG&*

20104 1 A~ 2012 48 1 B & CIZEBIRETT A IS
Ty BEHINTEF O B, HERESTRKS
SNTEFNIZ 108 BITH -7z, T OFRTHE - BER
BAEEZH SN/ 2060 Q74#) ExFRE LA 20
BIF 1 BHEIREIRE MRI D&, 15 BT HEROA, D
DAPNTZFNZ NI & HAE#I1C MRIDSRIE S 1L

Tz, BWRNEBR 781, R 761, R 6 HITH -
7z. MRIB&REOEEIZBE MRI G661 7#4) T
TEHR 20w ~ 33w (F35;27w) Th o 72, HER MRI(14
Bl161) TIESAR~10% CFY 28 |, ER
B4 61 TH o 7.

C. SRR ED

FBZW & E LT, EMBE R N RKE
(microcephaly with simplified gyral pattern; MSG) ¥ :
70, MRESEA IR E (migration disorder; MD) 2
1361TdH -7z, MD ORI T HEIYHERAE 2 5] (DCX
BETFEE 16, UAREERBE 36 (Walker-
Warburg fEMEEF 2 41) *¥, /NEBGE 151 (TUBAL
BIZFEE), L/ RE 646 (CMV Y 146]), 3
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*=1

I!-_-

BRE TS AL (R XH8)
RBBWOETAR

ERIREEIRNRE (761)

A-004 2R

U NS E A T

it ERBEMERE
w» BB R SRR i)
A-008 R Bt RN
A-005 148 Foerd :::;:g. ‘(:F;AI’::t)zlhlﬂtmsz&)
A-009 e 3 Bt RERRROREEEANE S RN KR ERRL)
1-002 FOA(H&ER) F84 A
1-028 14218 o —RER (SN EH AR, BRI HBRERTLVEL
1483358 _EWER (EE30E THR) OBRIL. ABOBRTR
EEAEMESBE (135)
o RRBEE (201) A-012 104 B k43 REE D, A (USLREFRE?)
1-004 148 B MEE T, AP (DOGRETREME)
SR EMERRBAR (3H) G-003 FHA(HER) FH Walker ~Warberg £ 42 8
e S0 L5H &t INEHETS A P 5/ R B AE REL
564 H Walker —Warberg SESRBEREL (Ri¥P D L)
L-009 FH(HE®R) it
® /N RBEAE(1) 1-010 348368 ? FEEME KRS EFML
11%R Bt BERRAEMEEBR (AL REFRRRHE)
o B/ \EE (68) A-006 37 9.3
A-013 257 A Bt BRIETSAL. MIETSR
H-005 s&EH
] Xt ERTRAEKAR. KBS RRE
1-007 #4529 A R [0 (R - B e R AR S 8 )
748 = BRIETSRL. KRR TR, BORXIE/CIMRE
1-001 SEAE338 RMVIRETS AR (RN ESEM DB Y)
T (HER) e XEARRR cvvER
1-003 108 Bt LU TRAERER. MREWBR
O RS (1) B-003 $EiR208 FH At (R . NERABIETS AL

BifE (161) TdH o7z, MSG LR MRI O 1 61 % kg

< 6 BN RARTER & R 7z, Tz, 3BNThE - /]
B DARTE R AS3R 8 & 7z, 1 B0 13 T A S TH 3E D Bl
BEMFLINAE & P o Tz,

MSG TiBEF MRI 25517 S AL7ERIZ 2 BB D,
T B - BETE R O EITARER S 7z (K 1, K 2).
ZOW 1L 2 7BD MRI TIZEAEBE SN TV
o7z ﬁuiﬁ%wﬂwlﬁ_‘m’ 2ROBEE TREINT W,
RE CREFEERROL, o2 (M), o146
L%%Nﬂfﬁ@L%T,ﬁﬁZh@foK~ﬁ%
BREROEBENSHER SN, 33 HOKHE T LAIHE
BORELN 2L, FEOEKIARRETH-7: (K2).

MD O H T, &2 MRI & HHAEH MRI 25#H& S 17z
Bl aBldHY, NI3FTHERMBOBEIR R 572,
319 1 BB IR MRI C/MBARTE L % 1 9 /MBI E
R EEo 2SSO MRI T 1 Bl AR E2E
B (Walker-Warburg fEfERE) (K3) &2 .

W

fln > 2 F112 5 Y2 MRI Tli% MSG O B # B E T X
o 7oA, HiZE MRI T 1 ENI/NERRGE (X 4)

LEZW S, BIETHETTUBAL &inTEEDHER
Sz fbo 1 BN Z /N EABHBA L L 7.

D. £ £
@i [nl - P& DR & KB DJE &

T VLRSI i b R 1 RENE, fivC
5!%%&& 2 KMk, L CHRLHTL 3 KEEICST S

. RN TR 30 BLLETIC T B R TR
%E’J& b LTy VEY RZ, FHE - REE o

B, HEREZ E2H A, ZRNE ISR 31 E LRI
HET 2ME T3 RNEIIHABRRETIMEL Sh
TWwa, $bbiKE - fE R OB a2 BRIz
T LZZER3IEADEL ) BRICRET L0, £
NLETOBIZIER T O EMEROEELRYT. —7,
KPRz BV AR 8 EE A O 28 U F T b MR
MRLOBMBE~OBENC L VRS NS, HAER (iR
40#) TREEOEZE Imm 2B 5RETH LN
HAEREAICEAZEL, 15 5WVWTHRA 4mm &
Y, FOH, HELACEIRZLEINTVS Y, X
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A 2408 : T2-WI, Eifi

B 2 : T2-WI, Bk

1 BRI ELNKEE - 2 o AR T2 SBFRER, SR (A), 2 %o T2 3#HA

Eif%, #AZET (B)

A RTEEORBEIIIEEL <, MR MRIFETH L. REOESIE Imm

ETEETH 5.

B BIBEEDORKEIZE 2> TV A2 R E D 4mm LT TREIZZED 2\, HHE5E

WHIEFTHAH. AEHEOERBED 2RO,

A EfR 2138 : T2-WI, SRR

AIERER B S,

B TR 33 18 : T2-WI, Eh{IHA

2 BEpR Bl RNSE OB MRI @ #E4K 21 80> T2-WI, #A2ET (A), 4k 23 A

O T2-WI, #fizKr (B)

A —RBEEOFTHREE (<IEIR20:8) TEERENRA VY Y 2% BEHE—f%
SEEOER D 2 {, HREBEI RO OND, FEOEIZED 2\,

B: —kRIEOFTHHEI0 BT TICHEREINS LREECTERISAETSH 5.
FEOEH (operculization) b AETERIZEE L TWa, HIBEEORKE I LENTE
WENTBY, &f: L TR 28 ~ 30 BREEOKE - IiEHERETSH 5.

OFEIHIZ L o> TIIETOEADENIID 5705, £F
A2 BLC4mm 28252 &idkw.
@Ak (MSG)

MRS VA &RV INE TR DT o, EEO/NEA
EEEIFETHL LY, WEIEFED 1/305 1/2
BRETHEOEIRIEFDL LLIIEFL) OEL,

dmm ZRBZ AT L3RV, ZOBRICERT B EH
F7BITH Y, W2HITERR MRIATHEAT S, W
MO A - REOFZEN R 2 B> THEITT AETH
zoh/, ZON1IEIZEE MRIOATOBERT
Holzh, HIR33BAORLTIE 2L AORKLIZHENS
EREOBUTEST L TWizds, KR E LT 2 kg
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A t&lzﬁ 3038 : T2-WI, Efr B

B 564H : T2-WI, EAfLKT

C 56 4H : T1-WI, KIRKR

B3 AAREZE B (Walker-Warburg SEBBEEE) (AR 30 JH D fE)E MRI, T2-WI, ST (A),
56 4 H o MRL T2-WI, @7l (B), T1-WI, IEH&IKET (C)

AR EISEEAL L, INE - BiE OB IIRO TARRETH 5. KIEREDEREIZHA S 22 TIdZ2 .

P RFERA & & i - /NETE D L S 2720

®, /NERAE (Barth type) A8gEbiLiz.

B,C : T2-WI, #{ ¥ (B) TIZFEE MRI (A) & B LT, KEENEOEFRZIEELS L OEME
DOIFEHI;EFT L TWAB, TIWIL, IEFRERET (C) TIZRBEREAE, W, DO A

Thh.

A ik 36 8

 T2-WI, #ArRR B 11 4%H : T1-WI, #hfzkr C 11 4£H : T2-WI, RIKER

4 JNB - BB S L UBRBEBRA LT A0 L7o/NMERIE © #1HR 26 B DOE)E MR, T2-WI,
AW (A), 114 H O TIWI, @7l (B), T2-WI, £IKEF (C)

A A - REOERAEE
%75* NES/IN

B, EREERORZ R, KRN ERSEELL, REOREIIH

(FRYE MRI (A) EHET 2L, KARAEDOEAZRLPLHE L TWAEAS, HE - iEOTEIZEL

Li?&(ﬂﬁﬁit LTEREKTH L. 72, HHEOLFIC

B (—) PROLND,

C: MBRALE (EEREB) PHETHL. T/,

SRS T/NEZ RS (=),

ORFIIFER ST, 28 FH~ 30 EREE OB DR
RETHo7:. FEHOESIEFLBEbN/2S, BRE
MRITHEEDE S Z EMICHRZ 5 DI3E L <, EHE
BRI iu”ji?ﬁ MRI THé[E - BNiET R O EAT % 1
BT HULENH L EEb:.
@M EEE (MD)

MR OBEPEE SN LER, ME - &0
BICEERZRTHETH L. HHRNE L oK E 2EN

BREDOEZSY, EFLYLEL 4mm 28R 5508

cell sparse layer & B b 5 HROEAS

g - O L WERIERARED b, |

HIFons? Lal, AOBEEERER (&
) Tik, REDA% 6T RBNENEMEII ﬁ‘é‘«@ﬂ:
waé% ﬁﬁéwfﬁg%ﬁié F72, o
IZBWTH, REH»OHAER - FUEHICHITT
aiBi D REEHDSANBHEE T, %f@ﬂm@k@[%#%ﬁu\
ZENHLY. KERE MRI TIREEOREIZRE
TEY, HMMNEE XHxEEE Bbs, SREOB
22 CH&IE MRI 34T 2 4172 MD O 4 7 2 B ChgIR
B IZEAR R EE D N 72AS, HAERZOBR MRI T



EREDOHE TH 5 cell sparse layer R L N7/-Z &
RREDOTEUCHE b 2B LS R s e v (B%E - B
BB OEFTH 2 ) TP HERDITRETH - 72,

1)

2)

3)

1)

2)

E # &
RRh B - AR i TR R & B2 M & 7z 20 1 (MISG7 B,

MD ; 13 %) Z#HiEH L7,
BRUANENE R BN E - BEATER L & D IER
THEETLREFEEEL (delayed gyration) IR
BEEbn. —7F, MEMREEREE CITRE -
PERBICA S 22 #EITIE %<, BERERT
BEDER EICHRLL T ZEz bh.
—[EIDfEJRE MRI THi% (MSG & MD) % X}
TAHZELRLTLOESTIEIRL, HEBMI
IFIBER MRI AL L Bob /e,

. X ®

Adachi Y, Poduri A, Kawaguch A, et al. Congenital
microcephaly with a simplified gyral pattern:
associated findings and their significance. AJNR Am J
Neuroradiol; 32: 1123-1129
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FEGBFEM RS EHaIERERTRESE)

pagiEliiie ey

SRR A O DR G E D 22 ST

B s
I A 2

KEFFILEFREREERY Y 5 —

BIZDEFR

WroE g

)l F ¥, KA AE,

=BH T, A K

EIE D BRRERFHITE 24T o 7.

MREE EERAGFEIRAETET 2EMEBICIE FGFRI, FGFR2 EZFREIZ L
% Apert JE 18 B, Crouzon fE % B¥, Pfeiffer & 18 Bt %2 TWISTI £ % |2 L % Saethre-
Chotzen SEEHENH ONDE, FNENEEOLEEIHFEIN TV S, EERGEHE

A THEEH

HERGRUBEGELYET S FGFR B TFEE T
% Apert SEMERE, Crouzon SEMEEE, Pfeiffer SRS
oMb, Apert SEERFIIHERSEIBES OMIZE
BYEES, A¥BHPER ). Crouzon EEEE CIIEME
BORBERELH), RREESCRBIELRZEORE
TR 5. Pleiffer EEF TO MK HEEZIES. I
C3RBREEEETFERBLETET LY v 7 2 RE
BTHhAh. FGFR1 2\ FGFR2 BIZTFOERIZL A
HROABEEREUEETH S, FGFREZT OHE,
HREEBAERTH 2.

Saethre-Chotzen SEEH IZBES RS R RAEL £
ERERETHERETHERNE THL. HERESREIE
BICLYVEERVCRELXRD S, MomERkeE LT, #]
FEESEEMRAL, AR ER, BEkzed, IRME
FigE, EREETIE, BHlEoOEM, EIMEEE, £
52, 3IBUOEEHEEHEUIELREVHSH. FFILIE
FEDOZEDVEVY, BERETFE2EOCRBEREOY
&, ANEEZE). EREREREETHS. IE
IRERIZL DHENS DS, BRI ED
RIEEOREP VD 5. TWISTLI BIZT (Fak
P21l IZERID B B) DEEEETFTH L. BEICH

NTEERBRENH 5. BETFEROR L RBABMOBE
1370,

TWIST1 #EF X FHEERMEKE CTHEIT % basic
helix-loop-helix (b-HLH) BEEREF R T TH 5. H
E UEOREICES LTS, TWISTI BIZFEE
IREERELEOBEFERNLZ VN, MOBEETLHE
BRICRET B GBI R L THRET 2005 5.

HEREGRIBEA L 2T HEMICDWT FGFR &
ZF B L TWIST1 BEBAT 54T - 72,

B. HRFA*

HRNCEE T ) U TRTY, AT 5 —LF -
Tty N B KEIMMY V8 kD S DNA 2 HiH
L, &7V ry0a—74 v 74EE% PCR ik THIE
L7z, EUXL 72 PCREYW * AW TCABIHDOF — ¥ —
JILUH—IZXBEEY -7 TV AR EITo 2.

PCR D7 74 ~— OFFHIRKAF BT IRERE
EFL 5 —BIEBERHCB W OB ICRET L.

C. ARER
FGFR EFEMIIRIIMEL T L D7, eflbt
5 —ZHERTH 5. Apert FEfEHE 3 6, Crouzon JE
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8 31, Pleiffer fEfAF 2 H112B T, FGFR2 &R
FOEREEFELL. EB4 & 53— NERFT
Hol. BIFICRATRIET 2.

FEBY 4

HEVREFE L ERICHEEN TR, TORLE
FH AR L2, EFREERIITIEETHo7. B
HEEER, IREREHZRO2. KEE, *7VHFE
REEL, RN TFHTFETH L.

FEB] 5

FEBI 4 O, BEERRERE % EFFICHE BB TREE.
FIEERICH LT E 2 L. 2 OB b EBIEA» R L 7.
EHREIIZER Tho7e. HEEEEK, RBks
H, KRFEAZFED. B CT TIIAKEE, *7
VEEERO. FINFETHA.

WA oOFER W s bIZFGFR2E T I
p.Pro256Arg p.Ser267Pro DA RIANT O FEEOEE
PRIZELS. BEOTINVERENFN—FOHEN,PLH
kL7, WMBIZEERL, KEER SEHERO™T
DIVICRBRCBREESE L/ EZFE 2 b,

DL Saethre-Chotzen SEEEEFICTH 5.

FEB 9

6B, FEAICIEREEEL L. WHEEHAL
B, HEELEEFE0, CT CTAERESREHEED Y.
EEEFRHRAEODE. MHENR CRBEFN %
F7z.

AIEESREZRIEAL, KW, At eEm, R
MIBHEE, WPNERAER, IR TE, SEERE EI
B, &O%E, BAEE L CORBNER RO,

BHENLRBRERELESY). F2 Y TFilit )
7z BYIAIETH o7z,

FEEIINERC LR THETRE. SHERELIERATOE
RCEERBITIEEEHM. AL 226 TH AP,
GELEIEaaCr

B AR G 7Y Cld 46, XY CEER L. TWISTI
BEFRITTI ALY ALERREL.

FEB 10

5B E. BECHREE, L. mEEDERL
ER LRIV EREERS). HEETRESFHRE
BEIC L AR REE RO /2720, WHENET
BEHER AT FM 22T 72,

AIZEIRESRMRAL, R\, ARz, IR
Bkoet, ERMIGIEE, MANIRAERE, BREBTIE SHE
BIRESZE, BhlmEll, HEMEEAE, LB,
BOE, BNEELREORBIERY RO,

WEIC, HEIARE, @R, T AVEREAE
L SYAS

BRZRTIIBEOSE N - MEBEMEEY maIcER
D7z,

EEFEHTHY, SHROHEART, FEFZL. &
BHRTEEL ) T TW5.

TWIST1 B=FCIIERELROT, (707
LA N CRET &R T & 0RO AR R 2 8RR L
7z.

FEB] 11

ARHFFEHE D 43R FEE T & 2 iR RFER AR O
FHSOEFIIBWT TWISTI B FDI AL A
EREEPRE L. INEFERETFETH 5.

& FGFR2BIZTEROREDEFDOT L&
FEB] i | KRB TR
1 2R Apert fEBERF p.Ser252Trp
2 2R Pleiffer fEREHEE p.Cys342Trp
3 FREIR Pfeiffer fEfEEE p.Cys342Arg
4 FLIRER Crouzon fEMEE p.Pro256Arg p.Ser267Pro
5 FRER Crouzon JEMEHRE p.Pro256Arg p.Ser267Pro
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