Signature Prenatal Chip®TE :23: SIGNATURE

Disorders Tested e GENOMICS

Clinically recognized regions of the genome
assayed by the Signature PrenatalChip®TE(v2)

The Signature PrenatalChip®TE (Targeted Enhanced) may identify copy number changes associated with genetic conditions, including adult-onset conditions and/or cancer
predisposition that are potentially unrelated to the current clinical findings, but that may become apparent in childhood or later in life. In addition, if there is a family history of
aknown or suspected genetic condition unrelated to the reason for testing, please contact the laboratory to discuss prior to sample submission.
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* Duplications of these regions are associated with a syndrome / clinical phenotype

For more information, please refer to the Signature Genomics Detection Rates Table at: http://www.signaturegenomics.com/detection_rates.html
Based on UCSC Genome Browser, March 2006 Assembly (hg18).
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17p13.1 Microdeletion 613776 P53 17p13.1
_ - oot s
17p13.3 Distal microduplication, 613215 YWHAE 10133 Benign neonatal epilepsy 121200  KCNQ2 20q13.33
Bilateral frontoparietal polymicrogyria,
autosomal recessive (BFPP) 606854 GPRs6 16913
Multple Boston-t josynostosis/Craniosynostosis type 2 * 604757 MSX2 5035.2
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17¢21.31 Microduplication * 613533  Multiple 17q21.31

Cerebgllar hypop_l_aS|_a, VLDLR-related, auto_somal recessive/ 224050 VIDIR 9p24.2
Hutterite dysequilibrium, autosomal recessive

Cerebral cavernous malformations, type 2 (CCM2) 603284  CCM2 7p13

Multiple
19913.11 Microdeletion 613026  LSM14A candidate  19q13.11

UBA2 candidate CHARGE 214800 CHD7 8q12.2
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Multiple _
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Multiple
Xq28 Microduplication * 300815  GDI1 candid_ate Xq28 CuiEiiie 176450  MNX1 74363
IKBKG candidate
Agammaglobulinemia, X-linked/
Bruton agammaglobulinemia, X-linked 300755 BK Xq22.1 Deafness 22, autosomal recessive 607039  OTOA 16p12.2
Albright hereditary osteodystrophy-like/ DiGeorge/Velocardiofacial (VCF 188400/ o0 ) 2241121
Brachydactyly with intellectual disability/ 600430  HDAC4 2037.3 22q11.21 Microdeletion 192430

Dopa-responsive dystonia (DRD)/Segawa 128230  GCH1 14422.2-922.3

Early-onset ataxia with oculomotor apraxia &
hypoalbuminemia, autosomal recessive

208920  APTX 9p13.3
Alport, X-linked (ATS) 301050  COL4AS Xq22.3
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Aniridia Il 106210  PAX6 11p13 Aarskog-Scott, X-linked

Feingold 164280 MYCN 2p24.3
Atrial septal defect (ASD) with atrioventricular 108900 NKX2-5 50352 ng0 P
conduction defects q

Focal dermal hypoplasia, X-linked/
_ GOltZ' Hnked 30600

Bannayan-Riley-Ruvalcaba (BRRS)/ 153480 PTEN 10g23.31

PORCN Xp11.23

PTEN hamartoma tumor Glycerol kinase deficiency, X-linked (GKD) 300474  GK Xp21.2
* Duplications of these regions are associated with a syndrome / clinical phenotype
For more information, please refer to the Signature Genomics Detection Rates Table at: http://www.signaturegenomics.com/detection_rates.html SIGNATURE PRENATALCHIP®TE DISORDERS TESTED
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OMIM#  GENE(S) LOCATION DIS OMIM#  GENE(S)/LOC LOCATION

Growth hormone insensitivity, autosomal recessive/ 262500 GHR 5p12
Laron, autosomal recessive

Lesch-Nyhan, X-linked (LNS) 300322 HPRT1 Xq26.2

Hemophilia B, X-linked 306900  F9 Xq27.1 Lissencephaly, X-linked 300067  DCX Xq22.3

Hereditary paraganglioma-pheochromocytoma,
SDHB-related

_ Marfan 1 (MFS1) 154700 FBN1 1521.1

T Mertl etrdaion 1, aucsoma comnant (HROT) 156200 WBDS  2am1
Holoprosencephaly 1 236100  TRAPPC10 candidate 21g22.3

115310 SDHB 1p36.13 Lowe, X-linked 309000  OCRL Xq25

PWP2 candidate Mental retardation 5, autosomal dominant 612621  SYNGAP1 6p21.32
Holoprosencephaly 3 142945 74363 Mental retardation 7, autosomal recessive 611093  TUSC3 8p22

Holoprosencephaly 5 60937 72 139323 _
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_ Mesomelic dysplasia Kantaputra type * 156237 HOXDgeneduster 53y 4

candidate
Hyper-IgE recurrent infection, autosomal recessive 243700 DOCK8 9p24.3
Hypoparathyroidism, sensorineural
deafness, renal disease (HDR) 146255 GATA3 10p14 Microphthalmia 3 206900  SOX2 3926.33
Miller-Diek 2472 PAFAH1B1 (LIST) 17p1
e - glﬁCEﬁf1 = H
Infantile hyperinsulinism with enteropathy & deafness, USH1C oAbl BIEY A npE

o - TR s e s @
_ MyombUIar myopathy I inied 310400 MM Xq28

Infantile spasms, MAGI2-related MAGI2 7921.11
Nail-patella (NPS) 161200 LMX1B 9g33.3
i e el v sl e Nephropathic cystinosis, autosomal recessive 219800  CTNS 17p13.3
N " I 300123 SOX3 Xq27.1
_ euefironatess (NFZ) o " 22q122
T oty o SeslR) PIE G5 R
& disproportionate pontine and cerebellar hypoplasia, 300749  CASK Xp11.4 NFIA haploinsufficiency/1p31.3 Microdeletion 613735 NFIA 1p31.3
e MomeXimed' o N s
Oculocutaneous albinism 2, autosomal recessive (0CA2) * 203200 0CA2 15q13.1
Jacobsen/11q terminal deletion 147791 Multiple 11g23-11q25  Okihiro/Duane radial ray (DRRS) 607323 SALL4 209132
Juvenile polyposis (JPS), BMPR1A-related 174900 BMPRIA 10q23.2 Omithine transcarbamylase deficiency, X-linked (OTC) 311250 Xp11.4
Kallmann 1, X-linked 308700 KAL1 Xp22.31 Oto-dental 166750 FGF3 11q13.3

_ Pelizaeus-Merzbacher, X-linked * 312080 PLP1 Xq22.2

* Duplications of these regions are associated with a syndrome / clinical phenotype

For more information, please refer to the Signature Genomics Detection Rates Table at: http://www.signaturegenomics.com/detection_rates.html SIGNATURE PRENATALCHIP®TE DISORDERS TESTED
Based on UCSC Genome Browser, March 2006 Assembly (hg18). Page 3 of 4
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Pitt-Hopkins 610954  TCF4 1821.1 Toe syndactyly, telecanthus, anogenital
Polycystic kidney disease 1 (PKD1) 173900  PKD1 16p13.3 Trichorhinophalangeal 1 190350  TRPS1 80233
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Prader-Willi-like phenotype 176270 ) 6016.1-016.3

ST SIM1 candidate 4 von Hippel-Lindau 193300  VHL 3p25.3
Retinoblastoma with intellectual disability 180200 RB1 13q14.2 Waardenburg IIA 193510 MITE 3p14.1
Rieger 1 (RIEG1)/Axenfeld-Rieger 180500 PITX2 4925
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[0 11p13

Multiple Wilms tumor-aniridia-genital anomalies-retardation (WAGR) 194072 WT

Sex reversal, autosomal dominant 2 (SRA2) 154230 DMRT] candidate 9p24.3
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Smith-Magenis (SMS) 182290  RAI1 17p11.2 46,XY sex reversal 3/ 612965  NR5A1 99333
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Speech & language disorder 1 602081 FOXP2 7q31.1
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Split-hand/foot malformation 3 (SHFM3)/Ectrodactyly * 246560  FBXW4 10924.32

Steroid sulfatase deficiency, X-linked/Ichthyosis, X-linked 308100  STS Xp22.31

* Duplications of these regions are associated with a syndrome / clinical phenotype

For more information, please refer to the Signature Genomics Detection Rates Table at: http://www.signaturegenomics.com/detection_rates.html
Based on UCSC Genome Browser, March 2006 Assembly (hg18). © Copyright 2010—11 PerkinElmer, Inc.
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