11g FISH

FISH
A. FISH
FISH
+ SNRPN+
- SNRPN-
++ SNRPN++
X D22S75%2
ish cgh 46,XY.ish22q11.2(------
con connected
dim diminished rev ish dim21
enh enhanced rev ish enh21
FISH fluorescence in situ hybridization
ish (chromosome in situ hybridization)
nuc ish nuclear interphase ish
pcp partial chromosome paint
rev ish reverse ish
sep separated
sp (split)
subtel subtelomeric
wep whole chromosome paint wcp2+
B. FISH
FISH (ish) DNA Genome Database GDB D
GDB HUGO
FISH
NCBI Build 35 (B35)
G- ish
'
| )
46,XY.ish del(22)(q11.2q11.2L(D22$75—) - 22q11.2
! |, ish (FISH)
G-
46,XY.ish 22q11.2(D22S75x2) -
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ish del(22)(q11.2q11.2)(N25-)

ish del(22)(q11.2q11.2)(HIRA-)

ish del(22)(q11.2q11.2)(D22S75-)

ish del(22)(q11.2q11.2)(B35:CHR22:12345678-12345778-)

add
46,XX,add(4)(g35).ish dup(4)(g33q35)(wcp4d+)
G- 4 g35 (add)
FISH (wcp4) 4933—g35
(dup)

46,XX,add(4)(g31).ish der(4)dup(4)(q31q34)(wcp4+)add(4)(g34)(wcps-)
G- 4qg31 (add)
FISH (wcp4) 4931—q34 (dup) 4q34 (wecp4d-)
(add)

del
46,XY.ish 22q11.2(D22S75x%2)
G- DiGeorge (D22S75) FISH
(x2)

46,XX.ish 22q11.2(D22S75x%2)

46,XX.ish del(22)(q11.2q11.2)(D22S75-)
G- FISH DiGeorge (D22S75)

ish del(22)(q11.2911.2)(D22S75-),del(22)(q11.2q11.2)(D22S75-)
G- FISH 22 DiGeorge

ish del(22)(q13.3q13.3)(ARSA-)
G- FISH 22q133 ARSA

ish 22q11.2(HIRAX2),del(22)(q13.3q13.3)(ARSA-)
HIRA  (22q11.2) ARSA  (22q13.3) FISH ARSA
del(22)(q13.3)(ARSA-)

FISH
46,XX,ish del(7)(q11.23q11.23)(ELN-)
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7 Williams ELN

46,XX.del(15)(g11.2g13).ish del(15)(q11.2g11.2)(SNRPN-,D15S10-)
G- 15911.2—-q13 FISH (ish)
15q11.2—q11.2 Prader-Willi/Angelman
(SNRPN D15510)

G- FISH
46,XX.ish del(15)(q11.2q11.2)(SNRPN—-,D15510-)
G- FISH SNRPN D15S10

46,XY.ish del(15)(q11.2q12)(D15S11+, SNRPN—,D15510—,GABRB3+)
G- FISH SNRPN D15S10
D15S11 GABRB3

dup
46,XY.ish dup(17)(p11.2p11.2)(RAIL++)
Charcot-Marie-Tooth 1A 17 pl1i.2 RAI1
(++)

46,XY,ish 17p11.2(RAI1x2)  RAI1

ins
46,XX,ins(2)(p13q21q31).ish ins(2)(wcp2+)
2921-g31 2p13 (ins)
FISH (wcp2)

46,XY,ins(5;2)(p14,;932922).ish ins(5;2)(wcp2+)

5p14
FISH (wcp2)
r
mos 46,X,+r[15] /45,X[10].ish r(X)(wcpX+,DXZ1+)
45,X
FISH (wepX) X FISH (DXZ1)
X [ ]

46,X,+r.ish r(X)(wepX+,DXZ1+)[15])/r(X)(wcpX+,DXZ1++)[10]
(DXZ1+) X (DXZ1++)

X [ ]
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inv
46,XX,inv(16)(p13.1q22)[20].ish inv(16)(p13.1)( 3'*CBFB+)(q22)(5’CBFB+)[20]
16 (inv) FISH CBFB 3 16p13.1
5 16q22

46,XX,inv(16)(p13.1922)[20].ish inv(16)(p13.1)(RP11-620P11+)(q22)( RP11-620P11+)[20]

16p13.1 BAC RP11-620P11
mar
47,XY,+mar.ish der(8)(D8Z1+)
(+mar) (D8Zz1)
FISH

47 ,XY,+mar.ish der(17)(wcpl7+,D17Z1+)
(+mar) 17 FISH (wcpl7)
FISH (D17721) 17

47 XX, +mar.ish der(18)t(18;19)(wcp18+,D18Z1+,wcpl9+)
(+mar) 18 19 FISH (wcpl8, wcpl9)
18 FISH (D18Z71) 18 19
18 (der)

47 ,XY,+mar.ish add(17)(p12)(wcpl7+,CMT1A+,D17Z1+)
(+mar) 17 FISH (wcpl7) CMTIA
D17Z1 FISH 17p12
(add)

47, XX,+mar.ish add(16)(p or q)(wcpl6+,D16Z1+)

(+mar) 16 FISH (wcpl6) 16
FISH (D16Z71) 16
(add)
X
mos 46,X,+r[15]/45,X[10].ish r(X)( wepX+,DXZ1+)
X (wepX)
X

46,X,+r.ish r(X)(wepX+,DXZ1+)[15]/r(X)(wcpX+,DXZ1++)[10]
X (wepX)
X (15 ) X (10 )
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46,X,r(X).ish r(X)(p22.3q21)(KAL+,DXZ1+XIST+,DXZ4-)
X KAL1 X DXZz1 XIST
Xg24 DXz4

46,X,+r.ish r(X)(wepX+,DXZ1+)[15]/r(X)(wcpX+,DXZ1++)[10]

X DXZ1
15 10
double minutes
ish dmin(MYCNx20 50)[20]
MYCN ( ) 1 20 50

t
45,X,der(14;21)(g10;q10).ish dic(14;21)(p11.2;p11.2)(D14Z21/D2271+;D1371/D2171+)
14 21 Robertson FISH

46,XX.ish t(4;11)(p16.3;p15)(wcpll+,DAF26—,D4S96+,D4Z1+;D4F26+,wcpll+)

G- FISH
11 FISH D4F26( )
D4S96 (Wolf-Hirschhorn ) DA4Z1( )
11 D4F26 (4 11 FISH

46,XX.ish der(4)t(4;11)(p16.3;p15)mat(wcpll+,D4F26—,D4S96+,D4Z1+)
(mat) t(4;11) (der)

46,XY.ish 4p16(D4F26,D4S96)x2
FISH D4F26 D4S96

46,XX,1(16;16)(p13.1;q22)[20].ish t(16;16)(3'CBFB+;3'CBFB-)[20]
16q22 CBFB 3 p13.1

46,XX,1(2;17)(q32;q24)[20].ish t(2;17)(AC005181+;AC005181+)[20]

17924 BAC AC005181

46,XX,1(2:17)(q32:q24)[20].ish t(2;17)(CTD-3115L8+;RP11-959M22+)[20]
17q24 BAC RP11-959M22 CTD-3115L8
CTD-3115L8

46,XY,1(9;22)(q34:q11.2)[20].ish (9;22)(ABL1—;BCR+,ABL1+)[20]
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1(9;22) FISH ABL1  der(9) der(22) BCR

47,XY,1(9;22)(q34;q11.2),+der(22)t(9;22)[20].ish t(9;22)( ABL1—-;BCR+,ABL1+), der(22)
(BCR+,ABL1+)
1(9;22) (der) 22 ABL1 der(9)
der(22) BCR

46,XX, 1(9;22)(q34;q11.2)[20].ish (9;22)( ABL1+,BCR+;BCR+ABL1+)
(9;22) ABL1 BCR FISH der(9)
der(22) ABL1 BCR

46,XX,t(9;22)(q34;911.2)[20].ish der(9)t(9;22)del(9)(q34q34)(ABL1-,BCR+),der(22)t(9;22)
(BCR+,ABL1+)[20]
1(9;22) ABL1 BCR FISH der(9)
ABL1 G-

46,XX,1(9;22)(q34:q11.2)[20].ish der(9)t(9;22)del(9)(q34q34)(ASS1-,ABL1-,BCR+),
der(22) t(9;22)(BCR+,ABL1+)[20]

(9;22) ASS,ABL1 BCR FISH der(9)
ASS1 ABL1 G-
X, Y
46,X,2i(Y)(p10).ish idic(Y)(q11)(DYZ3++DYZ1-)
G- Y (? FISH (DYZ3)
(DYZ1)

46,XX.ish der(X)t(X;Y)(p22.3;p11.3)(SRY+)

X Ypll.3 Xp22.3 SRY X
dim enh
46,Y,del(X)(p11.2p11.4).ish del(X)( p11.2p11.4)(RP1-112K5 dim,RP11-265P11 dim)
X pl1.2-pll.4 Xpll.2 RP1-112K5 Xpll.4
RP11-265P11 (dim)

46,XX.ish 17p11.2(RAI1 enh)
RAI1 17p11.2 (enh)

subtelomeric metaphase FISH
FISH subtelomeric FISH 41



C
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ish subtel (41x2)
41 41

ish t(13;20)(q34—,p13+;p13—,q34+)(RP11-63L17—-,RP5-1103G7+;RP5-1103G7—-,RP11-
63L17+)
13g34 20p13

ish der(13)t(13;20)(q34—,p13+)( RP11-63L17—, RP5-1103G7+)

13 20 13
13 20
pter, gter
FISH interphase/nuclear in situ hybridization; nuc ish
nuc ish x ()
pter qter
X
1 22
[ ]
nuc ish(D21S65x2) D21S65 2
nuc ish 21q22(D21S65x2)
nuc ish(D21S65x3) D21S65 3
nuc ish 21q22(D21S65x%3)
nuc ish(DXZ1x3) DXZ1 3
nuc ish(MYCNx12~>50)[200] 200 MYCN 12 50
nuc ish amp(MYCN)[200] 200 MYCN
nuc ish(D17Z1,ERBB2)x2[200] 17 D17z1 2
100 ERBBZ2(HER-2) 2
nuc ish(D17Z1,ERBB2)x4 5[100/200]
200 100 D17Z1 ERBB2 4 5
nuc ish(D17Z1x2,ERBB2x10 20)[100/200]
200 100 D17Z1 2 ERBB2 10~20

nuc ish(D17Z1x2 3),amp(ERBB2)[100/200]/(D17Z1,ERBB2)x3[20/200]
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200 100 D17z1 2 3 ERBBZ2 20 D1771
ERBBZ2 3
nuc ish(D21S65,D21564)x3 D21S65 D21S64 3

nuc ish(DXZ1x2,DYZ1x1,D18Z1x3),(RB1,D215341)x3
X (DXZ1) 2 Y (DYz1) 1 18 (D16Z1) 13 (RB1)
21 (D21S341) 3

nuc ish(ABL1,BCR)x2 400
nuc ish 9g34(ABL1x2),22q11.2(BCR*2)[400]

400 ABL1 BCR 2
400
nuc ish(KAL1,D21S65)x2 KAL1I D21S65 2
nuc ish(KAL1,GK,DMD)x1 pter gter KAL1 GK DMD 1
FISH
46,XY[20].nuc ish(TP53x2)[400]
46,XY FISH 400 TP53 2

[ ]

46,XY[20].ish 9g34(ABL1x2),22q11.2(BCRx2)[20],nuc ish(TP53x2)[400]

FISH
nuc ish(DXZ1x2)//[400]
400 xXX)
/Inuc ish(DXZ1,DYZ3)x1[400]
400 (XY)

nuc ish(DXZ1x2)[50)//(DXZ1,DYZ3)x1[350]
50 (XX) 350 (XY)

nuc sh(DXZ1x2)[50)//(DXZ1,DYZ3)x1[300]/(DXZ1x1)[10]

50 (XX) 300 (XY) 10 Y

nuc ish(ATM,D1273,D13S319,LAMP1,TP53)x2[200]
5 2
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nuc ish(ATMx1, TP53x2)[200/400],(D12Z3x3,D135319x2, LAMP1x2)[100/400]

2 FISH FISH ATM 200

200 FISH 100
D1273 3 300 D13S319 TP53
LAMP1 400

nuc ish(D13S319x0)[100/400]
400 100 D13S319

nuc ish(D13S319x0)[100/400)/ (D13S319x1)[50/400]

400 100 D13S319 50 250

nuc ish(D13S319x0,LAMP1x2)[100/400]/ (D13S319x%1,LAMP1x2)[50/400]
400 100 D13S319 50 D13S319
250 LAMP1 400

nuc ish(TP73x1,ANGPTLx2)[107/200],(ZNF443x2,GLTSCRx1)[105/200]

200 107 TP73(1p36 ) 1 ANGPTL 2
2 FISH 105 ZNF443(19p13) 2 GLTSCR (19q13)
1 1p36  19q13

nuc ish(D20Z1x2,D20S108x1)[100/200]
200 100 (D20Z1) 2 D20S108
1
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D. FISH
FISH
Angelman ish del(15)(q11q13)(D15S10-) ish 15q11.2(D15S10x%2)

Charcot-Marie-
Tooth 1A

Cri du chat

Kallmann

Miller-Dieker

Prader-Willi

Smith-Magenis

Sotos
SHOX
SRY

X1
Williams

Wolf-Hirschhorn

1p36
22q11.2

22q13.3

ish dup(17)(p11.2p11.2)(CMT1A++)
ish dup(17)(p11.2p11.2)(RAI1++)
ish del(5)(p15.2p15.2)(D5S23-)

ish del(X)(p22.3)(KAL-)

ish del(17)(p13.3p13.3)(LIS1-)

ish del(13)(q14914)(RB1-)

ish del(15)(q11q13)(D15S10-)

ish del(15)(q11q13)(D15S11-)

ish del(15)(q11913)(GABRB3-)

ish del(15)(q11q13)(SNRPN-)

ish del(17)(p11.2p11.2)(SHMTL/TOP3/

FLII/LLGL1-)

ish del(5)(q35g35)(NSD1-)
ish del(X)(p22.32p22.32)(SHOX-)
ish del(Y)(p11.32p11.32)(SRY-)
ish del(X)(p22.3p22.3)(STS-)
ish del(7)(q11.23q11.23)

(ELN/LINK1/D75613-)
ish del(4)(p16.3p16.3)(WHS-)

ish del(1)(p36p36)(p58-)

ish del(22)(q11.2q11.2)(N25-)

ish del(22)(q11.2q11.2)(TUPLE1-)
ish del(22)(q11.2q11.2)(HIRA-)
ish del(22)(q13.3q13.3)(ARSA-)

ish 17p11.2(CMT1Ax2)

ish 17p11/2(RAI1%2)

ish 5p15.2(D5S23x%2)

ish Xp22.3(KALX%2)

ish 17p13.3(LISx2)

ish 13q14(RB1x2)

ish 15q11.2(D15510%2)

ish 15q11.2(D15S11%2)

ish 15q11.2(GABRB3x2)

ish 15911.2(SNRPNx2)

ish 17p11.2(SHMTL/TOP3/ FLII/
LLGL1x2)

ish 5q35(NSD1x2)

ish Xp22.32(SHOXx%2)

ish Yp11.32(SRY+)

ish Xp22.3(STSx2)

ish 7q11.23
(ELN/LINK1/D7S613x%2)

ish 4p16.3(WHSx2)

ish 1p36(p58x%2)

ish 22q11.2(N25x2)

ish 22q11.2(TUPLE1x%2)
ish 22q11.2(HIRAX2)
ish 22q13.3(ARSAx%2)
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