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JEAEFBAEF I FER M B & (B R BRI S S 2E)

SRR TR R
Gorlin JEERE DA REAE I LIRRIERENL D726 DR R HIHFZE
SHEEE BT B EBRRKRFEEZL-

il

s

WoEE

T2 1T LART L0 BB AL I AR AR E B B (NBCCS) (B4 Gorlin SERREE) (B
LEEEMEREY T OMREEERE, RREEERERERTLHS) DEE
TR EAT /2o C&T, SHEER 41X, BE D PCR-U—I TV FHETE
fEEf5T PTCHL IZEEN RIS TEFNZOWT, o —H gt B
DHAZLTVALAERUT VA CGH IETHITLIZEZA, 2 FRTENEN
1.1 Mb & 2.4 Mb {27255 ) 2O B /RIBZFTRD, PTCHL i3V oKX
FEHIZLEEN T, MEEEICTIEITLEEMNZES DL, HERA
NBCCS @ 16%(5/32) IZ PTCH1 B F+OE2XKENRETHY, BHE D HIET

RN R,

HENRWERICRA L, BIZFREFIT 63%(5/8) Thotz, UL L
D ENG, BREMEITIE PTCHL Ot — RN EELE 2 S,

A FFFEEER

NBCCS I3H L atBEERE T2/
BRI ERECTHD, TERIRFICE
JEABRE . B IES AL LR TR BEEER
REBTHHD, vavlay/ T ORER KR
WERTAEBF ptc DENRERY PTCHI

BZOEBOEEEEFELTRIESHL TN,

B 2 X LLAT KV R BE AL K M R E R B
NBCCS D& FHENTZ1T725> TETeDS, KR
—EBOERITERB R HINLWBRIZHS
KEEIIELELRTF PTCHI CEROTDS
otz 2 Bi(G35, G36) IZ2WT PTCHI
DR D FRENEE B X THRITEITo7,

B. W55k

b —HARHTIZIE, Agilent FHIZEFEL THR
ZAER L T-A VT XV A F R~ A 7aT7 L A%
BWie, FVIXI7VAFFOESIEHK 60nt T

HY ., PTCHI %1334 20 Mb D FEHIIZ
52,761 DAV XILAF R u—F (Fa—
T OHRAE 394bp) Z/ERLTZ, 250 ng D
DNA %ZW¥r A {bL7-% . NBCCS O IfLi& H 3
DNA IX Cy5 T, IE% B A A3 DNA 1X Cy3
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Signal intensity (Log2 Ratio)
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FANCC 1

K1 NBCCS2ERCRHENZPTCHID¥-EXE, fit
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BE /K18 RefSeq KRIBHRHE
N Z UGN EE e
Ea Fin KX Sy R T RIBERH T FE M B PR AE AR
G19 10 165 kb 1 1 Alu-mediated NAHR None
G27 40 165 kb 1 1 Alu-mediated NAHR None
G36 S§M 1L.1Mb 9 2 Alu-mediated NAHR None
G43 32 1.1 Mb 9 2 Alu-mediated NAHR None
NS6 NA 12Mb 13 3 Alu-mediated NAHR None
G35 5 2.4 Mb 22 4 NHEJ None
G10 8 53 Mb 58 6 NHEJ severe mental and motor retardation,
' epilepsy, hypotonia, inguinal hernia
G5 12 11 Mb 93 13 NHEJ severe mental and motor retardation,

epilepsy, hypotonia, webbed neck,
hydronephrosis

£ 1 HAEETIHRESNL TV OBIGFRIBE S NBCCS fEH

THEFR L T array-based comparative genomic
hybridization (aCGH) 1T -7~

aCGH THEBXERRHSNIEE, EL
BLOREMEE R EBbhaEEkIC ST/~
—Z{ERIL, PCR TRIBREIVZED D EE
SNDRMER LT, KBRRB PCR EMZE
B — 7 AL CHIE R O E AL 5% B
B LTz,

(mEE~DEE)

A FRITALBRRZE, HRLFERKRE, T
BEREMEZESORBEH/L L, [N
L BT R B T AR A
SFLTUThiv,

C. WFstHE R

FEF] G35 & G36 TENEH 2.4 Mb, 1.1 Mb
D PTCHI BinFi &ty /LEERKEDA
Hani (X 1), SIS OB EES]LY, G35
I XIEFE R MR A I Lo T E7- G361 Alu
BB 3 AIER SLH R AR 2 IC Lo TR
BERAELZEE 2 Bz, G36 DEERTHY, o>
> NBCCS #E Thd G43 hHbh e FUHIwr
ROBEFBELNT, Fox BELRTR Lz
PTCHI R OTN—TPHMELT 1
5] (Takahashi C et al., 2009. ] Hum Genet 54;

403-408) (SN6) & TH 1 ITFEdTZ, Zh
DHEETIZHLNE 2> T AEIRT R O
EEFETHRIFSNTZ NBCCS £F R THY,
ETHARANTHD, KIEHFIT 165 kb 25 15
Mb ThHotz, 2.4 Mb £ TOXRBH TIL
NBCCS (S8R 72 iR LS DO FT RA TR 72
D307z H3, 5.3 Mb JVREWKEBEZRFD 2 T
I EORHEBNIEERE, TANA, HE
RIETEOEABMFTRERELTEY,
PTCHI L3RI REL CWAEROMESE G T
WCEBREREEZ B, P RDIm—=
&Y, 1.2 Mb ETORBHNT AluBEF %A
95 JE xF 37 M8 [6] R A B 2 (Alr-mediated
NAHR)IZ&D T/ L REDBELT TNHZEHHA
Bhskiaotz, —75 2.4 Mb BLEDOKRIBIZIE
FIHEBTRRE A (NHED IZE > TEL TV,

D. £

XI5 FETICHAANBCCS BE 32 F 4
DBBTF IR EAT, 24 R T PTCHI O
BERHLTWS, PCR ¥ — /= AETER
BRODDBIR-TFEY 8 R T, BEELY
IXJVATFRvAra7 v A HNTar—#
FRITEAT ST R, 5 FR T PICHI & T4
JLGEIRO 1 avt— REN RSN, 765 T
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