/J \TFU

3
<
Q
c
T

min

QD0
OaMDO
aD
0

it12p)
i(18p)

LA
0 18

E1
£ pEGARIT—h—RER
inv dup: (I EHE LA min: BUNEEK; UL T RBAK

A 1(11;22)(q23;911) REH

AT 1(11;22)(923;911) REE QR D HEF D315 B SRR T 5iRE

2BOBE (TIXITILAEIREE)

1. &
INRLE R~ — T — Y ik (small

sSMCs) 1
accessory chromosomes & & IEFUY, 20 F Yo iR L
0 b /BT O Gy Yuiki 720 T IEIRDE 23 R 7
bOEELET.

supernumerary marker chromosomes:

2. MRS

BAENTIZ 0. 044%, HAERTREAKRKRE T
0.075% T . HIERMRERID S b, BEHRET %
OBV TIL 0. 204%C i E D £9°. FiE
B TIE 0. 288%, AL T 0.125% (HHED
Fx78 5 0.165%, LMD IR D 0.022%) OREE T
B S ET. BIEOLELL LR de novo TT

[ 2E D

R~ — 7 — ek

t(11:22) (@23a11)

(WM 1De
T 1D@

W 1IDO
(W IDO
1D

+der(22)t(11:22) (@23:a11)

Liehr et al., 2004 2K Z5| A

(Liehr et al., 2004; Liehr and Weise, 2007;

Liehr, 2021) .

3. RIM~DRE

TO%MNuREN A R ek (13, 14, 15, 21, 22 &)
HETHY, 10%23 ) o F RGN TY. 7

LU EAIE R BRI & OFF A 2 TJ . de novo
Bl T0% TITRBUERF TR 0T, BRI
MEIXH D A, HARTTZE T de novo sSMC
BIN KBRS 2089 FIL 26% Th Y, HHE

W XD IREERRE O ENLER CHIL,
18%IZPi 0 £ (Graf et al., 2006) . sSMC 23
FHANEEBET D0 E ) 003, EBIIEAE S

Ha—rza~F L DNA, EFA ZHE, ZLT



sSMC & AHIR Ze Yetaiiiz i B R BlE A A v 2 —
(Uniparental Disomy: UPD) OAFMEIZ LY £
. FRIZH A AR AR T sSMC
R L7 BRICI, [AE 2 2 Rl il o Yufa
KT 24TV, BISMEDO A HE L R 2 O G
MCF. R B EIMRRE BAREE A WL D - A1
X, ZOWEIHT 31 47BEIC K> T sSMC 23T
EHTENDY, TOMREN t(11:22) KD

(Starke et al., 2003)

BT T4 EFEDsSMC

der (22) T¥. A BIRKE OETOMALIZ
sSMC 3 R X, WoRBIRICHEL onwZ
ENREZ BRI, sSMC OHRRFEIEIIREL 720 £
T REFEBDN TV A 7 OBAIT, BUCRFEN L
HENRVEETY, RADRERRVEITSE 27
W28, FELWIRITIC K D RIEDS MBI D £7.
FMICROND UPD OAPHC b IEENSLE T
7.

15&LEAETO—T

DI5ZI (15p11.2),

SNRPN (15q11.2; Prader-WillifE & % & {E $E15)

f

f

DI5Z1 &tk
(SNRPN [£t%)

13%&/ 1FFEATO—D
DI3Z1 (13cen) / D21Z1 (21cen)

14%F/ 2BLBHRTO—T
DI4Z1 (14%cen) / D22Z1 (22cen)

DISZI &tk DISZI 51
SNRPN B&% SNRPN 5%
- REREE REREER
- upd(15)D AT REME (BRERRINS L)
SNRPN DMR D AF JUALFEHT *
kA (- 2) DNAZ B AT
SNPRA BT LA f#HT

'

DI3Z1/D21Z1 &t
|- 13qiftr#i=—oFA—7
- 2qiEt#1=—yT0—T

f

DI4Z1/D2271 (&t
- 2qiffEfa=—57n—7J
- lagiEfiiia=—o7n—7J

EEt/i=bdVug: iy
14 BRFS 14 22qiR (T ERRG 4
P XATRTUARIR | BB AR E A (CECR) T —T
i . upd(14) D ATBEME |- 22ql 1 2BAEIR B R T 0 —D
¢ (TBXD)
i MEG3 DMR D AF JLALfEHT

K2. T35 EFHDsSSMCORIEF %

4. HROFE ST

1) sy Yuik

ONT C-43Yeie Alu T 8L 45 Yei% T sSMC
Da—ruaxF L OFBEZHEIOET. 22—
7 a= T OFERHER TENIE, SKY 5
M-FISH £ CTHIRRE T X 5 AlRethn & v

Rt (- Ry oNAS Rfpey 1 ¥ T 7AT VAR
y SNPRAZOTLAfRAT

FI. FIREIZ sSMC 3 YT T 14 R &EFOMNE D
D, WY T T A NERTLINE D kS
FrLET. N RTE N 7o s cle
wBRBIEAL L, V7 74 S OAESHER L
LLRDBZENDHDID, HY LR NF LY
HYuft, £ L < I N-YE TR D T,



BT IA4 MR —ImIZTIZHDLEDE
HLbLDO%E
bisatellited (bisat) sSMC & FEUR,
SSMC @ 5 LRIFRIED & DI inv dup TH Y,
ZORFEA inv dup (15) T, [EBEHLK (TSCN)
12 &2 EX2F#EIL idic (15) X psu idic (15)
ThY, YINrRAZFLHT S L idic(15) (q11)
F721% idic (15) (pter—qll:
ol ENET. inv dup (15) 1ZHKAA
E ST sSMC @ 30.5%, T T4 MEAT D
sSMC D-H % 5 E 7.

2) D FRARTFRIRATE (FISH, A F A bfe i
) PCR, ~A 27 a7 LA fifthr)

% < O YRR = T FISH /0 #r 23 BE
DT, FEOOHN TEEMBAEFIAL, X
2OHFETHRELED D2 DONRWEE bV E
4. sat sSMC, bisat sSMC T 15 FYLfafk
e &5 Dy E B LTI 5721 SNRPN
S Prader—-Willi/Angelman JiE{GHE BT AEISK
7a—7Z XD FISH i &2 TV £ 5.

15 % 2k T SNRPNFEIE 7 0 — 7 g s 7
TR S AvAUE, B BREME A R S RBL
REFEOSEI LB INET. 16FHRT
SNRPN % & F 72 OV GAIIE, 2 RDIER 156 %
Qe K73 UPD Th 2 IREMENH Y £ 3. FEE
WIS A M 0 P EEER I L 7 AR 2> & i
Hi L 72 DNA % FV T, SNEPN DMR @ A F 14k
FrRLH) PR IEZ ERT 2 ONEHTT. Fiz
SNP~A 7 17 LA K 2T 10Mb B LD
YA XD 3 E—EARE~T a G MEDOHEE

(Copy Neutral LOH) , F72I% Runs of

satellited (sat) sSMC, ¥iic

bisat

:qll—pter) ®

Homozygosity (ROH) Absence of
Heterozygosity (AOH) fHIkZ 422 & T
% UPD OF HENHER CX £,

15 FHOR T2 WEEIZIE, 13/21 FR &
W 14/22 BYalkOv Ly b AT Fa—70
FISH CHRDFEZED LT, 2 —r -~
Fr, L5 NEERE L U8 S LD EIR

BHERETDIZOIE~A 7T LA fif
Hraihe &%) T . DECIPHER

(https://www. deciphergenomics. org/) X
ClinGen
(http://www. ncbi. nlm. nih. gov/projects/d
bvar/clingen/) DA+ > T4 T —HRX— 2R
EZRTLZLI2LY, FfkOav—HAY
T—a v (V) ZFo 7 — 2 DORIVUER
UL AFTEET. 4 BROEKBRERE
HOHWT U FERRTHD ZLHENTER
WIGAITIE UPD O A REME & 5 83 2 2 BEPEN
oY ET. upd(14) OFEEZIEZ MU A (i &
B - Vo) DNA ZHUfEAT, MEG3 DMR D A F
ALSENT, SNP ~A 7 a7 LA fENTSE 3 LB
<.

B9 D IEBREMED sSMC |
JERZ BB LGl
WL, REZEDLONRBNTLED.

HAERTRA T T 7 4 b ZFFz 720 sSMC
AR L2 5
HIZ RV ERRAICIE L 225 6, 7, 11, 20
FYeafRk D UPD NRIFFIZAEIET D ATREME A &
EL, By bhu A7 7 a—70FISH THED
FELHEDDLONRNEBbIVET.
LT, kb br A
TSRO = =— 7 B4l 7 v — 2 {k DNA
Z FISH 7o —7{b L CRIET 20372 &
NTNDHDOD, AR TOIN T LV
HLLERA. Ak
~A a7 L ARSNP~v A7 aT L AIZLkD

ZEA LTI, BRIR

FISH 7’ v — 7 % &

X, ATV T TR

Z DD sSMC |2

KL= X 91, @B CGH



fRMT SN TH Y, 20%Lh EDOHIEIZ sSMC A3
FAEL TWIUREYT A 7 DR b FIRE T,

AE—FITIMA T ) Ay —7 v 7T

KD HIERLS L~V D AT A BN L T sSMC

DFER 72 AEIE AT 21T o TR ORER, ~ U
Y X —SEINOME FIE IR IV T, R
72 Y0 (R IZ#% WIIRAE (anaphase lag) 234 U C
Wz R L, G IR (chromothripsis)
RS2 T U R R & 5 2
LIZXY sSMC TR S D Z &3> T

XELEZ. 20X )ICER~ SO T
W S5 & DAY, IEBFENE sSMC D 5 H DR
WA EDTHWDLZEBREESTOVET

(Kurtas et al., 2018) .

5. FppkAY

1) inv dup(15)

15q11-q14 SEBIZ I FEIMED W ELS 7 =
v 7 BEBAFIE L, WE IR > 724 7
W AT & CEREEICHBERAAL D
ZEBRMBITWET. REELOWE RS
BT W%, SNRPNFHD
Prader-Willi/Angelman Ji g 2 AL AE I D 7
17— 7 TR > 7V R S v, ki
PR - JHE - NEH - (ERIET - BEE - A
PRJERR D MRS 2 5 L Ed. 15 &2k T SNRPNV
EEERVWERIZONT, Bl Z Ok
15q11. 2 recurrent region (BP1-BP2) D%l
HE TREEHCMAIEE 2 S0 26108 7
Dot W RENERDH Y FE LR, K
B TRAE G BRAFTE R M ZUT & D5 LT
DGR, B Z OO ) AEBIZL LR
BAOEBIIHRE SN TWET (Jonch et al.,

2019; ClinGen Dosage Sensitivity Curation

Page 15q11.2 recurrent region
(BP1-BP2) (includes NIPA1) . FE7-H#iC 2 A
DIEH 156 FYAENUPD THHZ EBH Y,
HAE & AERTBI ORI Y 271X, Zh e
1. 7%&E 5% T4 (Kotzot, 2002; Kotzot,
2008) . upd(15)mat OEPF TlE Prader-Willi
JEWEREZ, upd (15) pat DA HFTIE Angelman
JEEREICRAR L ET [030 FBMESY 1V I —
EBIR TRV IAAZEZ TSR TEES V] .

2) Pallister-Killian JEfERE

EH A > 12p B A 7 BEARICEED
FNAOBE T, ML 7R B, RIS (GHIR A BE)
ARFHBHEE, RV AP AR L 3 2R T
EYA 7T FTYI—120 THY, sSMCHID
10.6% % O Ed. RIFM Y >/ EREFFRIC K
DY B AR CIRE RV 12p 2 H 7 5
RANERHTE RN ENEL, BRI
DFIIEZ FISH <0 B2 ke 2 e o0 35 % & gu
EARDHTIC XD RENLETT.

3) Mo BAEWERE (cat eye syndrome) ,22q
W7 7Y I—

22q11. 2 Z Yl & 4% bisat sSMC TH Y,
R ER R & OFY A 7 TT . sSMC
BlD 7. 1%% 5, SCBKE - IRFEBIEE - 84
L « HIramEs - DHEBEZELET. <0
r—ADYERGIE I, 22q11. 2 KRIERE
#E,/22q11. 2 EHREMERE O IR BT 50—
BLEd. HEEK (CECR) Yr—7i12k5
FISHo~ A 27 2 7 LA fifh7 C O [A) 18 53 o B
<.
4) 22 FHR OB AR sSMC

B DGR THERR ST D sSMC 25T
(complex) s SMC & METR, HISRAEE S 4172
SSMC D 5 H D 8. 4% % ¥ E 9 (Liehr et al.,



2013) . &b EMEE S DA Emanuel SEMBERE
(B RGP - /NBUE - RIS - ATE T
INZERE - BTEHANR - DERE ST —F IR
B - L) THH, Blo
t(11522) (g23;q11) IZHIKT S 47, +der (22)
t(11522) (g23;q11) T9 [03ca WEIIRAE 22
F Qe RAEGERE (Emanuel SEWERE) % 25
TZEWNW] . AR sSMC Tl 82%% (5,
AESMCHFTH 10. 1%% HOE T . Z D der (22)
13 G- RTIRIEFRED ATRE T 2%, Mgl
Qe KRR R, H2DWITEE - RoRER
EBBIZLCHET 2HERHY T (K1
FT) . RIZEZVON, der(22)t(8;22) EfE
BETHY, FBEloO t(8;22) (g24. 135q11.2) 1
B3 L %9 (Sheridan et al., 2010) . #HE&
B SSMC O 2. 6%% (5%,  FBAE 13 H 45 B Jn ) e
E, BREREERE, HOoGHERELET.
der (22) t(11;22) ZBRAN T 27201 H 7T 1
AT 8q 71 —7\Z K% FISH CHEEIZFEET
HONRRENERBDNET.
5) 7 ~T7 Y I —18p JEMERE

18 FHI3k D sSMC D% < HM il A~/ 18p Th
D, ZsSMCHIDHH6.0%% HDHET. Y
A7 VA7 LBITEL, PEE~TE
FERRET - pCRBEE - NEE - HAHE - &
MERLET. 630 FTIRIERED ATRE T
TN, 7 7a A7 18p F'm—71Z X % FISH
THEELET.

6) XA T hr X7 ZFFD sSMC

T b ATEAI A2 720 sSMC 23k
kA T HERER AT L CRE(L Lo A
Z 2250, sSMC D 173%% 55 EHEE SN
¥4 (Liehr et al., 2004; Marshall et al.,

BE AN I

2008) . TOOXohEL I AT ERLE L

h& A7 (neocentromere) &FEONEJ . s
EORIGIZENE ZATHIWTL, SR THY
WL THMBELZE (invdup) ZHDHDHAK
T, Vbbb ET. 16q AL, 3q i
(EHB, 8p mAVLES, 13q HHES, Ya dThi#lniZ

<HEFESHTVET.

bk - 4> 54 %R
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