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B 1p36 Microdeletion * 607872 (M) 1p36 O Bartter 3 (classic) 607364  CLCNKB 1p36.13
1921.1 Microdeletion with susceptibility for L : BSND 10323
u thrombocytopenia-absent radius (TAR) 274000 (M) 1q21.1 O Bartter 4 (infantile with sensorineural deafhiess) 602522 (o o 1g36.13
. : (M)
B 1g41-g42 Microdeletion DISP1 candidate il M Basal cell nevus/Gorlin-Goltz 109400  PTCH1 9922.32
B 2p15-2p16.1 Microdeletion (M) 2p15-p16.1 B Beckwith-Wiedemann * 130650  IGF2 11p15.5
B 20322-633 Micodeletion 119540 (M) 2331 [ Bilateral frontoparietal polymicrogyria (BFPP) 606854  GPR56 16913
SATB2 candidate g Blepharophimosis, ptosis, epicanthus inversus 110100 FONL 30023
B 3429 Microdeletion 609425 (M) 3q29 (BPE) 45
B 6p25.3 Microdeletion (M) 6p25.3 M Branchio-oto-renal (BOR)/Melnick-Fraser 113650  EYA1 8q13.3
B 5231 Microdeletion * M) 8p23.1 O Buschke-Ollendorff 166700  LEMD3 12q143
G'\TM(and'date B Campomelic dysplasia (CMPD) 114290  SOX9 17q24.3
W 9422.32-922.33 Microdeletion &GF)BRl — 9922.33 B Gtepe* 115470 (M) 22q11.1
B CHARGE 214800  CHD7 8q12.2
B 9934 Microdeletion* 61053 M ' 99343 I
EHMTT candidate B Cleidocranial dysplasia (CCD) 119600  RUNX2 6p123
B 10922.3-q23.31 Microdeletion (M 10g223-2331 | (ongenital adrenal hyperplasia (CAH) (0S) 201910 CYP21A2 6p21.32
(M) - . CHD2 15q26.1
B 12q14.1-q15 Microdeletion * LEMD3 candidate 129143 B Congenital diaphragmatic hernia (CDH) 142340\ oory 15:26:2
GRIP1 candidate
12q2421- B (ongenital diaphragmatic hernia 2 (CDH2) * 222400  GATA4 8p23.1
B 12924.21-12924.23 Microduplication * (M) 2423 OO Comelia de Lange 122470 NIPBL 5p132
B 14q22-1423 Microdeletion 600037 (M) 14q21-14q22 I Cowden 158350  PTEN 10q23.31
B 15¢24.1-q24.3 Microdeletion (M) 15q24.1-g243 I Ci-du-Chat 123450 (M) 5p15.2
B 16p11.2-p12.2 Microdeletion * (M) 16p11.2-p122 M Currarino 176450  HLXB9 79363
u 16p13.1 Microdeletion predisposing to autism and/ m 16p13.1 B Dandy-Walker malformation (DWM) 220200  ZIC1,ZIC4 3q24
e b
s il st B DiGeorge/Velocardiofacial (VCF) * 188400 HIRATEXI 221121
B 169133 Micodeletion/Severe Rubinstein Taybi 610543 (o0 16p133 B Diceorge? 601362 (M) 10p14
B 170213 Microdeletion* o M) " B Dosage-sensitive sex reversal * 300018 NROB1 Xp21.2
.3 Microdeletion : .
g MAPT candidate B Down syndrome critical region (DSCR) * 602917 (M) 212213
B 220133 Microdeletion e /(\I\I:‘S)Acandidate 2133 B Familial adenomatous polyposis (FAP)/Gardner/MR 175100  APC 5022.2
SHANK3 candidate O Familial hypocalciuric hypercalcemia 1 (HHCT) 145980  CASR 3921.1
(M) B Feingold 164280 MYCN 2p24.3
M Xp11.3 Microdeletion 300578 RP2candidate  Xp11.3 O Fe5* 300581 MID2 X223
INF674 candidate . i
B Adrenal hypoplasia congenita (AHC) * 300200  NROB1 Xp21.2 B FMR1 Microdeletion AT e
Adult-onset autosomal dominant leukodystrophy W Foyns S DEPlE
[ | ADLD)* 169500  LMNB1 5q23.2 ) ) ) o
(ADLD)* (FISH) O Generalized epilepsy with febrile seizures plus 2 60433 SCNTA 2243
W Alagille 118450 JAGT 200122 (GEFS+2)
m Albright hereditary osteodystrophy-like/ 600430 (M) 2373 O Gitelman Ay SIEPLE i1
Brachydactyly-MR w7 B Glycerol kinase deficiency (GKD) 300474 GK Xp21.2
u A(I]r;hathalassemiamentalretardation(ATR-16) 141750 HBAT,HBA2  16pter-16p133 I Greig cephalopolysyndactyly 175700  GLI3 7p14.1
,(l\l ; i I twith cerebral O Holoprosencephaly 1 236100  TMEM1 21g223
zheimer disease, early onset with cerebra
u amyloidangiopathy*()I,‘ISH) 104300  APP 21g21.3 B Holoprosencephaly 2 157170 SIX3 21
B Angelman* 105830  UBE3A 15q11.2 B Holoprosencephaly 3 142945  SHH 7q36.3
B Aniridiall 106210 PAX6 11p13 M Holoprosencephaly 4 142946  TGIF 18p11.31
i ith atri i Holoprosencephaly 5 609637 712 13¢32.3
u Atrlglseptaldd?fect(ASD)W|thatr|oventr|cular 108900 NKY2-5 B350 | P! phaly q
conduction detects O Holoprosencephaly 6 605934 (M) 2037.1-q37.3
B Bannayan-Riley-Ruvalcaba (BRRS) 153480  PTEN 10g23.31 O Holoprosencephaly 7 610828 PTCHT 942232
O Bartter, antenatal 1 146200  SLC12A1 15¢21.1 B Holoprosencephaly 8 609408 (M) 14913.1-1322
O Bartter, antenatal 2 2200 KD Nq243 O Holoprosencephaly and preaxial polydactyly * 605651  FBXW11 5035.1
Microdeletions or D Microdeletions or * microduplication syndrome (M) multiple genes
microduplications have microduplications are . L )
been associated with rare or not yet associated (FISH) available only through (0S) based on dlinical indication, SignatureChip0S™ oligo-
this condition with this condition SignatureFISH™ testing nucleotide microarray testing may yield better results

For more information, please refer to the Signature Genomics Detection Rates Table at: http://www.signaturegenomics.com/detection_rates.html page 10f2



O Holt-Oram * 142900  TBXS 12q24.21 B PTEN hamartoma tumor 158350  PTEN 1092331
u gi)gzggsr(;;ltgé;oidism,sensorineuraldeafness,renal 146255 GATA3 10p14 B Renal cysts and diabetes (RCAD) * 137920  TCF2 17912
B Retinoblastoma/MR 180200  RB1 13q14.2
B Jacobsen/11q terminal deletion disorder 147791 (M) 11q23-11qter B Rieger1 (RIEG) 180500 P2 a5
O Joubert3 608629 Al 64233 B Rubinstein-Taybi (RTS) 180849  (REBBP 16p13.3
il 605583 NPT 213 B Saethre-Chotzen 101400 TWISTI  7p211
af Tt 610188 CEP290 12g21.32 O Schizencephaly 269160  EMX2 10926.11
| :sl‘;etzgepmypmissyndmme UPS), BMPR1A- 174900 BMPRTA 10g23.2 O Senior-Loken 6 610189  CEP290 12q21.32
B Juvenile polyposis syndrome (JPS), MADH4-related 174900 MADH4 18¢21.2 e myoclon'ic(?pilepsyofinfancy(SMEI) 607208 SCAIA 2943
(SMAD4) [g Shortstature, pituitary and cerebellar defects, s L 10252
B Kallmann1 308700  KAL1 Xp22.31 small sella turcica
B Langer Giedion 150230 E)[:Tp? gq23,3 O Smith-Lemli-Opitz (SLOS) 270400  DHCR7 19134
q24.11 B Smith-Magenis (SMS) * 182290  RAIT 17p11.2
B Langer mesomelic dysplasia (LMD) (0S) 249700  SHOX iggﬁﬁ;z& M Sotos 117550 NSD1 5¢35.3
O Leber congenital amaurosis X (LCAX) 610142 CEP290 12q21.32 B Split-hand/foot malformation 1 (SHFM1) GGt il 2D
o ; Xpter-Xp22.3 & B Split-hand/foot malformation 3 (SHFM3) * 600095  FBXW4 10q24.32
B Leri-Weilldyschondrosteosis (LWD) (05) (ZELDS, 0 Yter-¥p1132 LI Split-hand/foot malformation 4 (SHFM4) 605289 TP73L 3028
O Li-Fraumeni 1 (LFS) 151623 TP53 17p13.1 B Split-hand/foot malformation 5 (SHFM5) 606708  DLX1,DLX2  2g31.1
B Lissencephaly 1 607432 I(JGE)HW 17p13.3 B SRY dosage abnormalities ggg?ggl SRY Yp11.31
O Lissencephaly with cerebellar hypoplasia 257320 RELN 79221 B Steroid sulfatase deficiency 308100 STS Xp22.31
O Loeys-Dietz (LDS), TGFBR1-related 609192  TGFBR1 9922.33 O sticklerl 108300  COL2A1 12q13.11
E Loeys-Dietz (LDS), TGFBR2-related 609192  TGFBR2 3p24.1 ] Sk e :(:i(tlzrgene 2311
Lowe 309000  OCRL Xq25
O Macrocephaly-autism 605309 PTEN 10g23.31 SR 107480 - SALLT 16q121
B Marfan 1 (MFST) 154700 FBNI 150211 B Trichorhinophalangeal 1 190350  TRPS1 89233
01 Marfan 2 (MFS2) 154705 TGFBRY 3241 B Tuberous sclerosis 2 (TSC2) (0S) 191100 TSQ2 16p13.3
O Meckel 4 611134 CEP290 122132 B Ulnar-mammary 181450  TBX3 12q24.21
B Microphthalmia 3 206900  SOX2 302633 B Van derWoude ' 119300 IRF6 19322
B Microphthalmia 7 with linear skin defects 309801 (M) Xp22.2 O X?Ssocrudlsrrsendothellalgrowthfactor(VEGFA)-reIated 192240 VEGFA 6p21.1
B iller-Dieker 247200 m;\;nm 17p133 B Waardenburg syndrome 1A 193510 MITF 3141
B Mohr-Tranebjaerg 304700 TIMMBA  Xq22.1 W WAGR [
B Mowat-Wilson * 235730 ZFHXIB 2223 B Williams-Beuren * 194050  ELN 7911.23
B Nablus mask-like facial 608156 (M) gq213-q21 W WimsTumor1 Ul UG
B Nail-patella (NPS) 161200 LMX1B 94333 B VolfHirschhorn LUy (L) 76
B Nephronophthisis 1 256100 NPHPT 213 B X-linked agammaglobulinemia 300300 BTK Xq22.1
O z\lNeSo}?s%Isevereprimaryhypoparathyroidism PO O 3211 B X-linked heterotaxy 306955 713 igi:xpzu&
I ——T o0 N — B X-linked idiopathic short stature (ISSX) (0S) 300582  SHOX ther—Yp11:32
B Neurofibromatosis 2 (NF2) 101000 NE2 24122 O X-linked infantile spasms, ARX-related 308350  ARX Xp21.3
B NFIA Haploinsuffidiency 600727 NFIA 1313 B X-linked infantile spasms, CDKL5-related 300203  CDKLS Xp22.13
O Noonan1 163950 PTPNTI 1224.13 OO X-linked juvenile retinoschisis 312700 RS1 Xp22.13
O Noonan4 610733 S0S1 221 O X-linked lissencephaly 300067  DCX Xq22.3
B Oculocutaneous albinism 2 (0CA2) * (0S) 203200 OCA2 15q13.1 O X-linked lissencephaly with ambiguous genitalia 300215 ARX Xp21.3
B Okihiro 60733 SALLA 20q132 B X-linked lymphoproliferative syndrome (XLP) 308240  SH2D1A Xq25
B Omithine transcarbamylase deficiency (0TC) 311250  0TC Xp11.4 B Xlinked mental retardation 21 AE LS Hp13
O oro-facio-digital 1 (0FDY) 311200 OFDI Xp22.2 O X-linked mental retardation 30 300558  PAK3 Xq22.3
O 0to-facio-cervical (OFQ) 166750 EYAT 8q133 OO X-linked mental retardation 54 300419 ARX Xp21.3
B Pallister-Killian * 601803 (M) 12p ] ﬁ:;"mkjge'zggtfilr’f&aidaﬁ""W“h isolated growth 55173 gox3 Xq27.1
B Pelizaeus-Merzbacher * 312080  PLP1 Xq22.2 B XX male 278850 SRY Yo1131
B Polycystic kidney disease 1 (PKD1) (0S) 601313 PKD1 16p13.3 B v gonadal dysgenesis 306100 SRY Yo1131
B Potocki-Shaffer 601224  EXT2, ALX4 11p11.2 :
0 XY sex-reversal, -+/- adrenal failure 184757  NR5A1 99333
B Prader-Wil (PWS)* 176270 SNRPK 1512 N/A All 41 unique subtelomeric regions (M) 41 sites
B Prader-Will-like phenotype O 64163 N/A All 43 unique pericentromeric regions (M) 43 sites
O Proteus/Proteus-like 176920 PTEN 10g23.31 N/A Aneuploidy for 24 chromosomes ) 24 chromosomes
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