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SurePrint £ X111 7= Hi]
CGH+SNP 8 x 60 K 45E51;55 F

5558 CNV i LOH — 46k & (7= 52

BF a1t 7Ty CGH+SNP &pEFIs F

REFHIETIE R 24 (CMA) BOANZ—MENSINEAR, BT AW iFEfrhs5 2 8E
BBHEXINBRERT. ZRAERIXEEFETFR. || EHERFF . ZEHLRT
FRAMRUMERNIAT, RIBTAmEERSR %

BEFREURESMERERRNERRBR, INER. fKRXMHERKE. BHER (D)
MAERL%E (DD)o ¥EINHER (CNVs) BERBUHEFLERZ — A, % CNVs
RESIHF LEI0E DD 1D BIXEL, HETHIEBAEE RIERRENF AR BETE N
CNVo,

CGH+SNP 57 R AL RER A KM PIZEERZSM (SNP) BEIFRHHESG. X
R R BVA S EETERE—FEFIT A RN CNVs MAMZIHTER (Nex_
&) PLA9PIRE.

SurePrint 1 Xi&317=#7 CGH+SNP 8 x 60 K &5

Agilent SurePrint CD =g CGH+SNP 8 x 60 K P55 A 5] A F RN = gl A pg Z Fps
T, BESEIRRAFAEXNEERIGINMEL. YIEMEL, o, ATIHEREMN
TR (LOH) X1, %I EIFE— P RIE SNP RETAMTFE, BEBERD PR THRINFRE
FLEBR,

SurePrint CD /&1 CGH+SNP 55/ Vg it ER e B BB L/ MEE SRS
ERHEPERFBENIINEF YR, NMEBLNSHERRT, SEREE CCH BfEL
FmpiiE, 2-3 REIFREBRELER,

SurePrint CD F=& CGH+SNP fF&F/E F BYBIFTIRITER 5T A SIRESERT 152 DERAHNIE,
MENHTUHTEOPRRHE. ZIRITATBERNPIEREE LR LOH KIVERD PG
W, FEARABSRVRHIERHERN 78 Kb, XL ZEFBIlIGRIAFTAIXE,
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OMIM SE{E PN HEXRER OMIM SEfK PN HEXER
Ay " Z4 22q13 3 HEEEAT
Jacobsen S&1E 11q24-q25 E q133 MEELETE 220133 SHANK3
(SHANK3/PROSAP2)
BEFEEFR 11913 FGF3
SR M\ 13932 -
NRXNT fERS R ETE 2p16 NRXNT
8p23.1 Rk 8p23.1 GATA4
15G26 HERKLEETE (IGFTR) 15026 IGF1R
CHR 15014 fERR LR EE 15014 MEIS2
FRMBH 5 2031 ESi
Axenfeld-Rieger Zi&1E, 12 4q25 PITX2
Angelman £ &1E 15911.2-13 UBE3A
CHR 1712 HEELEE 17912 -
Chr 2q37 HEARLGZEIE 2437 E2
CHR 17q12 ERES AT 17q12 -
LIS 6 2037.1-937.3 HPE6
RCAD S&1E (BEBFIHRR) a1 LINE1B: ACACA
Chr 10¢22.3-023.2 AR LR E1E 10g22.3-23.2 EZ (HNF1B 3¢ ACACA) 4 ’
WIRSATE 22411 F47 Potocki-Lupski R &1E 17p11.2 E2n
CHR 15q25 LS AT 15q25 - Smith-Magenis Z&1E 17p11.2 21~ (RAIN)
A-FEE1T 11p15.4-p15.5 ICR1. KCNQ10T1, CDKNTC SRIETY 2 2p21 SIX3
DiGeorge ZETE/FBLASEIEES-2 10p14-p13 ES CHR 17q11.2 ERRLRETE, 1.4-MB 17q11.2 NF1
CHR 17p13.3. k. WEBESAT 17p13.3-p13.1 - GLASS £ &1E; GLASS 2033.1 SATB2
Chr 16p12.2-p11.2 IER K S ATE 16p11.2-p12.1 ES Chr 3029 HERELETE 3429 E2
Il B SR ATT 8424.11-q24.13 %4~ (TRPST. EXT1) Chr 3029 MEELETE 3929 el
BRBAEMEREERE 20 8 TEHBLEFR. W, FERE.
BREASEEHATIRE 20 B 59143 MEF2C ﬁiab BABAR. ML, FERE 6p21.1 RUNX2
MRD20 jti=t
5q14.3 ERREFE1E (MEF2C) 5q14.3 MEF2C NABLUS AIEHEBLATE; NMLFS 822.1 -
Chr 2p16.1-p15 IHERKERATE 2p15-p16.1 E2 Witteveen-Kolk 2 &1E 15q24 SIN3A
FREEL 3 10q24 £ | LG B ATTE 80233 TRPST
aMFBRM/AERABRBLEEIE, 18 Xg21.1 ATRX Pitt-Hopkins - &1 (TCF4) 18q21.2 TCF4
Menkes 5% Xq21.1 ATP7A 1044 BERK S ATE (AKT3) 1q44 AKT3
HENAESFRNRE Xp21.2-p21.1 DMD ERSATT 21922.3 B
el 29311 HOXD13 LB 1 21022.3 FS
CHR 2q31.1 HEESETE 2g31.1 - B/ BRI IS 6025.3 F47
Lubs X EHiERA BRBLZEIE Xq28 MECP2 AT PSR B f SR 11p13 PAX6
FOSPECAVE || BY Xq28 IDS Wilms . IR, JBREFERGERE 11p13 E2n
SR BEREEATE PAX6. WT1
Rett ZATE Xq28 MECP2 EH R R RFA S 4 /
Wilms Fhigg 11p13 WT1
Chr 22q11.2 IREBELE1E 22q11.2 E2n ELP4 (606985)
,m N CHR 11p13 AL ATE, Tk 11p13
CHR 22q11.2 MEESATE, T 22q11.2 P13 WRAKEAIE, P 1 PAX6 (607108)
2247112 TEMES (BCR. MAPKT) 22q11.2 BCR; MAPKT 11p13 MEE/=EEEATE (PAXO) 11p13 PAX6
Rubinstein-Taybi &4 1 16p13.3 CREBBP Wil\iams-Beuren XIFHEESRATE, 7q1123 PN
REBIK 791123 MEBESRET
MESOMELIA-SYNOSTOSES £ &1E 8q13
HESRNZESEE, 1A 8L 17p12 PMP22
CHR 16p13.3 HEE 4 A1E 16p13.3 CREBBP
BREEREECERE 17p12 PMP22
X ESITFRIE, X EMEETERRU Xq23 DCX
Potocki-Shaffer ZR&1E 11p11.2 E20
XIEFMEIBESE, 1 Xg25 SH2DTA
Williams-Beuren 2 &4E 7q11.23 E2
CHR 5q12 ffRRLREE 5q12
SR MERRAL 1 15G26.1 ES]
46, XX MEREE 2; SRXX2 17q24.3-g25.1 SOX9
FRAMBEF 7q21.3 2 (DSS1. DLX5, DLX6)
R/ ESLTRIE 205 SCA20 11q12
X ES Alport ZR&1E 1 Xq22.3 COL4A5
Lesch-Nyhan ZR&1E Xq26.2-926.3 HPRT1
Bt X RETE Xq27.3 FMR1
SRR S R RREE 1 Xp22.2 Hces EP
Y Prader-Willi ZR&1E 15q11.2
Opitz GBBB 4R &1E, | B Xp22.2 MIDT (SNRPN, NDN)
L s TUBGCPS. NIPAT, NIPA2,
OFEE@EHEET | B Xp22.2 OFD1 CHR 15011.2 ERKLRETE 15q11.2
mE : CYFIP1
BT AL ST LSRR B ERIA; BRMUTD 1p31.3 NFIA O-E-RE G AT 7q34 BRAF
FRIAS Z&1E 14422.1-g22.3 BMP4 Dyggve-Melchior-Clausen 55 180211 DYM
Phelan-McDermid £ &1E 22q13.3 21 (SHANK3) Mowat-Wilson & 1E 2q22.3 ZEB2
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OMIM 3E1& REBRE HEXEE OMIM SEfA RBIRHE HBXEE
Cornelia de Lange 4R &1E 1 5p13.2 NIPBL REARKERR, 18 2436.1 PAX3
RERRIEHESRELFIRE 59 &L 8g21.13 IMPA1 LRI 9 2q14.2 ES
Feingold £R&7E 1 2p24.3 MYCN EEERFAREFRFER; PACD 12q21.33 -
ERRBEATT 94333 LMX1B X ES B8R Xp22.31 STS
Wolf-Hirschhorn 2 &1E 4p16.3 B CHR 17023.1-q23.2 IREE LA 17923.1-g23.2 -
Chr 1q21.1 HERE S ETE 19211 ES B -E-Baa1 8q13.3 EYAT
Chr1q21.1 MEEEATE 1211 ERD BEEAGE 89133 21 (EYAT)
SHMERERE 1, 282, 1 Xp21.3 ARX TR 1 R N ERSA 17p13.3 PAFAH1B1
Saethre-Chotzen S R SR ALERIG 2 38 7p21.1 TWISTI Miller-Dieker A= AR S 17p133 Z7
M/ MROR DR B R 4 A TE 10211 RBMSA 15013.2-13.3 iRk (CHRNAY) 15q13.2-13.3 .
EEASRERR, A% 3p13 MITF WS ABREEIE Xq12 AR
PIREEA 1. X S A, SR AT 1 PtEmm, SRt amE, FREER 17p13.2 CTNS
X ek Xq263 213 CHR 19q13.11 MERESATE, 1T 19q13.11
CHR 802111 4ERESATE 892111 BRI\ EIRRBUNA AR A LR T 3q22.3 FOXL2
Sotos AT 1 50353 NSDT Alagille &1L 1 20p12.2 JAGT
XIESH 1 REAHIHE A ME Xq22.1 BTK PERERSSE 1p32.2 IRF6
DiGeorge BATE 2241121 BT BARAITSER-WINTER £&1E 1; BRWST 7p22.1 ACTB
BEBRRAE AV 1% SERREHO 0B BIFRERIR 7 5035.1 NKX2-5 HRAIREAET 992232 PTCHT
FOESATE; VCFS 22q11.21 T8X1 SRR 5 1393238 2162
SEET 4 18p1131 TGl KRB LRABTAR Xp21.2 NROB1
P 2013 NPLPT HHBES TR ZIE Xp21.2 GK
CHR 17p13.1 BERKSATE 17p131 HE TR 2 #pE2 13 CoKLs
2013 MR BT 2013 SR RFT X REEE Xq13.2 XIST
SR 3 Ja6a . BELGEIE 12024.13 PTPN11
16p13.11 HEE 16p13.11 -
Koolen-De Vries G2 &1E 17921.31 2N (KANSLT)
RIEMBERAR 1. IENGET. BE-SA
Chr 1721.31 HEESATE 172131 EX N TN T 5q22.2 APC
Chr Xp11.3 B LR ETE Xp11.3 7 (RP2) INREZATE 6 14g22.2 BMP4
KLEEFSTRA £R&1E 1 9q34.3 EHMT1 BREBAEMEHLERS 18, MRD1 2g23.1 MBD5
EIEEBRE. FHEAGEAETE. EIBREREAY (=t Xq22.2 PLP1
n 17q24.3 SOX9
BRI CHARGE &&1E 8q12.2 CHD7
CHR 3q13.31 ik kERE 301331 ZBTB20 DYRK1A kLR E 2192213 DYRKTA
MR E BRI ERAGUNRRE, SA1E3 3q26.33 Sox2 SRIMEE 7 9022.32 PTCH1
REBEEERE, 18 2q36.1 PAX3 HIRERIR 3p21.31 TDGF1
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SurePrint CD /=& CGH+SNP 8 x 60 K 14
FE5S A BB ZFIhEE, s AT oMIER
R REDR. TEXIHES S A 1% #H
'TTT 18] glﬂﬁﬂo

REEDIE RN

Bt R E
RGigiist 3886
CGH 43081
SNP 16009

SIS REHRT

EXRMA

R ETISRREEBPNAZEFREAFH AL ERAERZE A OEIEF
Richard Choy 41&ITHIES) L DNA & A . FRIEREZEFOEEBRAN AL
e =EizHhl, ERBEESAEN 170 B ARERS, S4%%E 7000 &
#4E) Lo

SE X
1. Satya-Murti, S. et al. Chromosomal Microarray Analysis for Intellectual Disabilities.

American Academy of Neurology 2013

2. Michelson, D. J. et al. Evidence Report: Genetic and Metabolic Testing on Children
with Global Developmental Delay, Report of the Quality Standards Subcommittee
of the American Academy of Neurology and the Practice Committee of the Child

XAy REEEHE
P 29 5kb Neurology Society. Neurology 2011, 77(17), 1629-1635
AT 56kb 3. South, S.T. et al. ACMG Standards and Guidelines for constitutional cytogenomic
Bz 79 kb . L A o -
e S microarray analysis, including postnatal and prenatal applications: Revision 2013.
SNP 5 . Genet. Med. 2013, 75(11), 901-909
4. Marisa Silva et al. European guidelines for constitutional cytogenomic analysis
European Journal of Human Genetics, Eur J Hum Genet, 2019, 27(1), 1-16
ITMER
m& "s EAHEAFIR
SurePrint CD =& CGH+SNP 8 x 60 K (5988C 8
SureTag 522 DNA #RiZitF & 5190-4240 50
SureTag gifbiFidF= 5190-3391 50
Cot-1 A DNA 5190-3393 312
RREREE — BKER 8 MIETIDHERN; 5 M ER/E G2534-60014 40
BEi%E A aCGH/ChIP-on-Chip 33t & 5188-5200 200
B aCGH/ChIP-on-Chip & Mk & 5188-5226 320
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