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Holoprosencephaly

25-50% of
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have abnormal
karyotypes,
the vast
majority of
which are
detectable by
array CGH.

15-20% of
HPE cases
with normal
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will have
sequence
mutations in
SHH, ZIC2,
SIX3, or TGIF.
Sequence
mutations are
not detectable
by array CGH.
A negative
microarray test
result does not
exclude the
possibility that
one or more of
these genes
may play a
role in the
patient's
phenotype.




SignatureChip®
Detection Rates for

Holoprosencephaly

4.7% of
chromosom
ally normal
and
mutation-

analysis
normal HPE|

cases have

microdeletio

ns in SHH
ZIC2, SIX3
or TGIF
(Bendavid
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Nephronopthi
sis 1
GeneReviews (256100).
Joubert 610188)CEP290  ]12q21.32  JUnknown Recessive Helou et al. 2007. J Med Genet 44:657
5GeneReviews condition. ~7% 163 Medline
have at least one
mutation not
detectable by
array CGH.
Allelic with Leber
Congenital
Amaurosis X
(610142)/ Meckel
4 (611134)/
Senior-Loken 6
(610189).
Juvenile polyposis 174900|BMPR1A 10g23.2 ~1-7% have a detectable |~11-21% have |Sweet et al. 2005. JAMA 19:2465-73.
(JPS), BMPR1A-related deletion mutations not Medline
detectable by -
array CGH
GeneReviews Pyatt et al. 2006. J Molec Diagn 8:84-
88. Medline
Aretz et al. 2007. J Med Genet. 44:702-
9. Medline
Howe et al. 2004. J Med Genet 41:484-
91. Medline
Juvenile polyposis 174900|MADH4 18qg21.2 ~4-6% have a detectable |~19-22% have |van Hattem et al. 2008. Gut. Medline
(JPS), MADH4-related (SMAD4) deletion mutations not

GeneReviews

detectable by
array CGH

Aretz et al. 2007. J Med Genet. 44:702-

9. Medline




Howe et al. 2004. J Med Genet 41:484-

91. Medline

Pyatt et al. 2006. J Molec Diagn 8:84-

88. Medline

Kallmann 1

Resources

308700

KAL1

Xp22.31

10-12% have a detectable

deletion

Ballabio et al. 1986. Hum Genet

72:237-40. Medline

Hardelin et al. 1993. J Clin Endocrinol

Metab 76:827-31. Medline

Sato et al. 2004. J Clin Endocrinol

Metab 89:1079-88. Medline

Langer-Giedion

Resources

150230

TRPS1

8023.3

EXT1

8024.11

~75% have a detectable
deletion

Ahn et al. 1995. Nat Genet 11:137-43.

Medline

Ludecke et al. 1995. Hum Mol Genet

4:31-36. Medline

Nardmann et al. 1997. Hum Genet

99:638-43. Medline

Langer mesomelic
dysplasia (LMD)

See
SignatureChipOS
page for additional

information

Resources

249700

SHOX

Xpter-Xp22.3
& Ypter-
Ypl11.32

Precise detection rate
unknown

Recessive
condition. Many
reported
deletions are
detectable by
array CGH.
Allelic with X-
linked idiopathic
short
stature(300582)/
Leri-Weill

>Thomas et al. 2004. Am J Med Genet

128:179-84. Medline

Robertson et al. 2000. J Med Genet

37:959-64. Medline




Leber Congenital 610142JCEP290 12g21.32 Unknown Recessive den Hollander et al. 2006. Am J Hum
Amaurosis X (LCAX) condition. 21% |Genet 79:556-61. Medline
have at least one -
mutation not
detectable by
microarray.
Allelic with
Joubert 5
(610188)/ Meckel
GeneReviews f‘,(6.111,34,)/ _
Leri-Weill 127300fSHOX Xpter-Xp22.3 |~34-41% have detectable |~23% have Huber et al. 2006. J Med Genet 43:735
dyschondrosteosis & Ypter- deletions mutations not 39. Medline
Ypl11.32 detectable by -
) microarray.
GeneReviews Allelic with X- _|Benito-Sans et al. 2006. Am J Hum Genet 79:409
Li-Fraumeni 1 (LFS) 151623|TP53 17p13.1 Rare deletions ~71-79% have |Bougeard et al. 2003. Oncogene
mutations not 157.840-46. Medline
detectable by
. array CGH
GeneReviews Varley et al. 2003. Hum Mutat 21:313-
20. Medline
Varley et al. 1997. Cancer Res
57:3245-52. Medline
Lissencephaly 1 607432|PAFAH1B1 |17p13.3 >13% have detectable Pilz et al. 1998. Genet Med 1:29-33.
(LIS1) deletions Medline
Resources
Lissencephaly with 257320|RELN 7922.1 Unknown Hong et al. 2000. Nat Genet 26:93-96.
cerebellar hypoplasia Medline
Resources
Loeys-Dietz (LDS), 609192|TGFBR1  [9922.33 Unknown ~25% have Loeys et al. 2006. NEJM 355:788-98.

TGFBR1-related

Resources

mutations not
detectable by
array CGH

Medline

Loeys et al. 2005. Nat Genet 37:275-

@. Medline




Loeys-Dietz (LDS), 609192 TGFBR2 3p24.1 Unknown ~56% have |Loeys et al. 2006. NEJM 355:788-98.
TGFBR2-related mutations not |Medline
detectable by
array CGH.
Allelic with
Marfan 2
(154705).
Resogrces
Lowe 309000]JOCRL Xqg25 Large deletions Majority have | Addis et al. 2007. Eur J Med Genet
uncommon mutations not 50:79-84. Medline
detectable by : *
. array CGH .
GeneReviews Lin et al. 1997. Am J Hum Genet
60:1384-88. Medline
Macrocephaly/autism 605309|PTEN 10g23.31 Unknown ~4% have Butler et al. 2005. J Med Genet 42:318-
mutations not 21. Medline
detectableby |
array CGH.
Allelic with
Bannayan-Riley-
Ruvalcaba
Signature Summary (153480)/Cowde |[Buxbaum et al. 2007. Am J Med Genet
on PTEN n (1583/50)/ B 144:484-91. Medline
Proteus/Proteus-
Hamartoma Tumor like (176920).
Syndrome
Marfan 1 (MFS1) 154700JFBN1 15g21.1 <1% have a detectable |~60-93% have JMatyas et al. 2007. Hum Genet 122:23
deletion mutations not 32. Medline
detectableby |
. array CGH .
GeneReviews Halliday et al. 2002. J Med Genet
39:589-93. Medline
Loeys et al. 2004. Hum Mutat 24:140-
146. Medline
Marfan 2 (MFS2) 154705|TGFBR2 3p24.1 Unknown ~12% have |Singh et al. 2006. Hum Mutat 27:770-

mutations not

77. Medline

detectable by

array CGH.

Allelic with

Loeys-Dietz

(609192).




Resources

Meckel 4 611134JCEP290 12g21.32 Unknown Recessive Baala et al. 2007. Am J Hum Genet
condition. ~10% 181.170.79. Medline
have at least one
mutation not
detectable by
array CGH.
Allelic with
Joubert 5
(610188)/ Leber
congenital
amaurosis X
(610142)/Senior-
Loken 6
(610189).
Resources
Microphthalmia 3 206900]SOX2 3026.33 ~2% have a detectable |~8% have Bakrania et al. 2007. Br J Ophthalmol
deletion mutations not 91:1471-76. Medline
detectable by
GeneReviews array CGH
Microphthalmia with 309801} Multiple Xp22.2 Precise detection rate Majority of Kayserili et al. 2001. J Med Genet
linear skin defects unknown reported 38:411-17. Medline
deletions are
detectable by
Resources array CGH Prakash et al. 2002. Hum Mol Genet
11:3237-48. Medline
Zvulunov et al. 1998. Br J Dermatol
138:1046-52. Medline
Miller-Dieker 247200|PAFAH1B1 |17p13.3 85-90% have a detectable Cardoso et al. 2003. Am J Hum Genet
1S deletion 72:918-30. Medline
Resources Dobyns et al. 1991. Am J Hum Genet

48:584-94. Medline

Ledbetter et al. 1992. Am J Hum Genet|

50:182-89. Medline




Pilz et al. 1998. Genet Med 1:29-33.

Medline

hypocalciuric

Mohr-Tranebjaerg 304700)TIMMBA  1Xq22.1 Rare deletions Majority have Sediva et al. 2007. J Clin Immunol
unless associated ~ |mutationsnot  157-640-46. Medline
. - detectable by
with c_:onthuous genef. oy cGH
deletion syndrome
involving X-linked
agammaglobulinemi
a (300300).
GeneReviews
Mowat-Wilson* 235730JZFHX1B 2022.3 ~15-21% have a ~21-28% have [Ishihara et al. 2004. J Med Genet
detectable deletion mutations not 41:387-93. Medline
detectable by
. array CGH
GeneReviews Dastot-Le Moal et al. 2006. Hum Mutat
28:313-21. Medline
Amiel et al. 2001. Am J Hum Genet
69:1370-77. Medline
Nablus mask-like facial 608156]Multiple 8021.3-g22.1 |Precise detection rate Majority of Shim_ Am J Med Genet
L iz 140:1267-73. Medline
deletions are
detectable by
array CGH
Nail-patella (NPS) 161200jLMX1B 9¢33.3 ~1-5% have a detectable |~85% have Dunston et al. 2004. Genomics 84:565-
deletion mutations not 76. Medline
detectable by -
GeneReviews array CGH
Nephronophthisis 1 256100JNPHP1 2013 80% have detectable Recessive Saunier et al. 2000. Am J Hum Genet
homozygous deletions  J¢ondition. 66:778-89. Medline
Allelic with
Joubert 4
Resogrces (609583)
Neonatal severe primary 239200JCASR 3021.1 Unknown Recessive Pollak et al. 1994. J Clin Invest
hypoparathyroidism condition. 93:1108-12. Medline
(NSHPT) Allelic with
Familial




Resources 1

hybercalcemi

Ward et al. 2004. J Clin Endocr Metab

a1 (145080, 189:3721-30, Mediine
Neurofibromatosis 1 162200INF1 17g11.2 5-20% have a detectable Cnossen et al. 1997. Hum Mutat 9:458-
(NFL)/MR deletion 64. Medline
GeneReviews Jenne et al. 2003. Genes Chrom &
Cancer 37:111-20. Medline
Upadhyaya et al. 1998. Hum Genet
102:591-97. Medline
Neurofibromatosis 2 101000INF2 22912.2 ~15-21% have a 34-66% have Bruder et al. 2001. Hum Mol Genet
(NF2) detectable deletion mutations not 10:271-82. Medline
detectable by - :
. array CGH .
GeneReviews Zucman-Rossi et al. 1998. Hum Mol
Genet 7:2095-101. Medline
Evans et al. 2000. J Med Genet 37:897
904. Medline
NFIA haploinsufficiency 600727INFIA 1p31.3 Precise detection rate Maijority of Lu et al. 2007. PLoS Genet 3:0830-43.
unknown reported Medline
deletions are I
detectable by
array CGH
Noonan 1 163950JPTPN11 12g24.13 Precise detection rate Majority have Tartaglia et al. 2001. Nat Genet 29:465
unknown mutations not 68. Medline
detectable by -
GeneReviews array CGH
Noonan 4 610733]S0S1 2p22.1 Precise detection rate ~9-15% have Roberts et al. 2007. Nat Genet 39:70-
unknown mutations not 74. Medline
detectableby |——
. array CGH .
GeneReviews Tartaglia et al. 2007. Nat Genet 39:75-
79. Megline
Oculocutaneous 203200]0OCA2 15913.1 Rare homozygous Recessive Stevens et al. 1995. Am J Hum Genet
Albinism 2 (OCA2)* deletions in most condition. ~0- 56:586-91. Medline
ethnicities; ~99% in 91% have at - :
Navaio nanulation least one



See
SignatureChipOS
page for additional
information

GeneReviews

YRV w U pU U

vuoL v

mutation not
detectable by
array CGH
depending on
ethnicity

Yi et al. 2003. Am J Hum Genet 72:62-
72. Medline

Suzuki et al. 2003. J Invest Derm
120:781-3. Medline

Akahoshi et al. 2001. Am J Med Genet

104:299-302. Medline

Okihiro 607323ISALLA 20013.2 ~6% have a detectable  [63-90% have _ |Borozdin et al. 2007. Hum Mutat
deletion mutations not 28:830. Medline
detectable by
. array CGH. .
GeneReviews Borozdin et al. 2004. J Med Genet
41:e113. Medline
Kohlhase et al. 2002. Hum Mol Genet
11:2979-87. Medline
Ornithine 311250]j0TC Xpll.4 3-12% have a detectable |~62-92% have (‘m J Inheit Metab Dis
transcarbamylase deletion mutations not 23:669-76. Medline
deficiency (OTC) detectable by
array CGH
GeneReviews Tuchman et al. 1996. Hum Genet
97:274-76. Medline
Oro-facio-digital 1 311200l0FD1 Xp22.2 Unknown Majority have Thgruvin-Robinet et al. 2006. J Med
(OFD1) mutations not  IGenet 43:54-61. Medline
detectable by
. array CGH .
GeneReviews Morisawa et al. 2004. Hum Genet
115:97-103. Medline
Oto-Facio-Cervical (OFC) 166780JEYAL 8013.3 Precise detection rate Allelic with m;]_ Hum Genet
bl Branchio-Oto-{108:398-403. Medline
Renal
Resources 1 (BOR)/Melnic
k-Fraser
Resources 2 (113650)
Pallister-Killian * 601803 Multiple 12p Precise detection rate Tetrasomy 12p isf\Van den Veyver et al. 1993. Am J Med

unknown

detectable by

Avravr ~ry

|Genet 47:1171-74. Medline




array vonr

Resources
Pelizaeus-Merzbacher* 312080|PLP1 Xq22.2 60-70% have a detectable}~30% have Inoue et al. 1999. Ann Neuro 45:624-
duplication mutations not 32. Medline
detectable by -
array CGH
GeneReviews Woodward et al. 1998. Am J Hum
Genet 63:207-17. Medline
Polycystic kidney 601313|PKD1 16p13.3 Rare deletions unless Majority have Ariyurek et al. 2004. Hum Mutat 23:99-
disease 1 associated with mutations not 105. Medline
contiguous gene detectable by -
syndrome array CGH
See. Brook-Carter et al. 1994. Nat Genet
SignatureChipOS 8:328-32. Medline
page for additional
information
GeneReviews Torra et al. 1998. Am J of Kidney Dis
31:1038-43. Medline
Potocki-Shaffer 601224 11p11.2 ~ 99% have a detectable Potocki et al. 1996. Am J Med Genet
EXT2 CElEEn 62:319-25. Medline
ALX4
Resources Wakui et al. 2005. Eur J Hum Genet
13:528-40. Medline
Prader-Willi* 176270ISNRPN 15911.2 ~70% have a detectable |~30% have Kuwano et al. 1992. Hum Mol Genet
deletion either maternal 1:417-25. Medline
UPD or
mutations not
GeneReviews detectable by  JMagenis et al. 1990. Am J Med Genet
amay CGH 35:333-49. Medline
Prader-Willi-like 176270|SIM1 6016.3 Deletions uncommon Faivre et al. 2062_ J Med Genet 39:594
phenotype 96. Medline
Resources
Proteus/Proteus-like 176920|PTEN 10g23.31 Unknown Allelic with Smith et al. 2002. J Med Genet 39:937-
Bannayan-Riley- 40. Medline
Ruvalcaba -
(153480)/
Signature Summary Cowden Zhou et al. 2000. Hum Molec Genet
on PTEN (158350)/ 9:765-68. Medline
Hamartoma Tumor Macrocephaly/au

Syndrome

tism (605309).




GeneReviews

PTEN Hamartoma Tumor
syndrome

SignatureChip®
Detection Rates for
PTEN Hamartoma
Tumor Syndrome
and Allelic Disorders

Hamartoma

Tumor

Bannayan-

~1% of
Cowden
syndrome (CS)
is caused by
deletions of
the PTEN
gene, the
majority of
which are
detectable by
array CGH
technology.
Approximately
80% have
identifiable
PTEN point
mutations that
are not
detectable by

array CGH.

Renal cysts and diabetes| 137920l TCF2 17q12 22% have a detectable ~45% have Bellanné-Chantelot et al. 2005.

(RCAD)* deletion mutations not | hiahetes 54:3126-32. Medline
detectable by

Resources array CGH

Retinoblastoma/MR 180200jRB1 13q14.2 80% have a detectable 3-5% of bilateral JCowell et al. 1989. Opthalmic Paediatr

deletion and unilateral | Ganet 10:117-27. Medline

isolated RB
cases have

GeneReviews deletions Richter et al. 2003. Am J Hum Genet

72:253-69. Medline

Rieger 1 (RIEG1) 180500)PITX2 4025 Unknown ~40% have Amendt et al. 2000. Cell Mol Life Sci
mutations not - 157.1652-66. Medline
detectable by
arrav CGH




Resources

Girtmy e

Flomen et al. 1998. Genomics 47:409-

13. Medline

Lines et al. 2004. Invest Ophthalmol

Vis Sci 45:828-33. Medline

[] Rubinstein-Taybi 180849|CREBBP 16p13.3 11% have a detectable ~10% have Petrij et al. 2000. J Med Genet 37:168-
deletion mutations not}76. Medline
detectable by
array CGH.
Phenotypic
overlap with
16p13.3
Microdeletion
[Severe
Rubenstein-
Taybi
(610543).
GeneReviews Taine et al. 1998. Am J Med Genet
78:267-70. Medline
u Saethre-Chotzen 101400fTWIST1 7p21.1 11-18% have a detectable}~25% have Cai-et al. 2003. Hum Genet 114:68-76.
deletion mutations not Medline
detectable by -
. array CGH
GeneReviews Chun et al. 2002. Am J Med Genet
110:136-43. Medline
o Schizencephaly 269160JEMX2 10g26.11 Unknown ~10% have M7 Eur J Hum Genet

Resources

mutations not
detectable by
array CGH

5:186-90. Medline

Tietjen et al. 2007. Am J Med Genet

143:1313-16. Medline




Senior-Loken 6 610189JCEP290 12g21.32 Unknown Recessive Helou et al. 2007. J Med Genet 44:657-
condition. ~3% 63. Medline
have at least one
mutation not
detectable by
array CGH.
Allelic with
Joubert 5
(610188)/ Leber
congenital
amaurosis X
(610142)/Meckel
4 (611134).
Resources
Severe myoclonic 607208|SCN1A 2024.3 2% have a detectable ~33-35% Suls et al. 2006. Hum Mutat 27:914-20.
epilepsy of infancy deletion have Medline
(SMEI) mutations not
detectable by
array CGH.
Allelic with
generalized
epilepsy with
febrile
seizures plus
2 (604233<).
GeneReviews Nabbout et al. 2003. Neurology
60:1961-67. Medline
Short stature, pituitary 606606]LHX4 1925.2 Unknown Machinis et al. 2001. Am J Hum Genet
and cerebellar defects, 69:961-68. Medline
small sella turcica
Resources Tajima et al. 2007. Endocr J 54:637-
41. Medline
Smith-Lemli-Opitz 270400|DHCR7 11913.4 Unknown Recessive V\7itsch-Baumqartner et al. 2000. Am J

(SLOS)

condition. ~88-
93% have at
least one
mutation not

Hum Genet 66:402-12. Medline




GeneReviews

detectable by
array CGH

Yu et al. 2000. Hum Mol Genet 9:1385-

91. Medline

Smith-Magenis 182290RAI1 17p11.2 90-99% have a detectablefVery few have |Greenberg et al. 1991. Am J Hum
] deletion mutations not | Ganet 49:1207-18. Medline
detectable by . ;
. array CGH . .
GeneReviews Seranski et al. 1999. Genomics 56:1-
11. Medline
Slager et al. 2003. Nature Genet.
33:466-68. Medline
Vlangos et al. 2003. Mol Genet Metab
79:131-41. Medline
Sotos 117550|NSD1 5035.3 10-40% have a detectable]14-90% have Kurotaki et al. 2003. Hum Mutat 22:378
deletion depending upon |mutations not 87. Medline
ethnicity detectableby |——
. array CGH
GeneReviews depending upon |Tatton-Brown et al. 2005. J Med Genet
ethnicity 42:307-13. Medline
Turkmen et al. 2003. Europ J Hum
Genet 11:858-65. Medline
Waggoner et al. 2005. Genet Med
7:524-33. Medline
Split-Hand/Foot 183600SHFM1 70921.3 Precise detection rate Majority of Crackower et al. 1996. Hum Molec
Malformation 1 (SHFM1) unknown iz Genet 5:571-79. Medline

Resources

deletions are
detectable by
array CGH

Elliott et al. 2005. Clin Genet 68:408-

23. Medline

Scherer et al. 1994. Am J Hum Genet

55:12-20. Medline

Wieland et al. 2004. J Med Genet

41:e54. Medline




Split-Hand/Foot 600095 FBXW4 10g24.32 Precise detection rate Majority of deMollerat et al. 2003. Hum Mol Genet
Malformation 3 (SHFM3)* unknown reported 12:1959-71. Medline
duplications are - -
detectable by
Resources array CGH Elliott et al. 2005. Clin Genet 68:408-
23. Medline
Kano et al. 2005. Hum Genet 118:477-
83. Mec_iline
Split-Hand/Foot 605289|TP73L 3028 Unknown ~99% have lanakiev et al. 2000. Am J Hum Genet
Malformation 4 (SHFM 4) mutations not 67:59-66. Medline
detectable by - *
array CGH
Resources Van Bokhoven et al. 2001. Am J Hum
Genet 69:481-92. Medline
Split-Hand/Foot 606708 2931.1 Unknown Bijlsma et al. 2005. Prenat Diag 25:39-
Malformation 5 (SHFM 5) 44. Medline
DLX1 e
DLX2
Resources Boles et al. 1995. Am J Med Genet
55:155-60. Medline
Duijf et al. 2003. Hum Molec Genet
12:R51-60. Medline
SRY Dosage

Abnormalities

The SRY (Sex Determining
Region Y) gene is located on
Yp11.31. Dosage
abnormalities of SRY (i.e.
loss of SRY on the Y
chromosome or presence of
SRY on other chromosomes)
are responsible for disorders
of sexual differentiation.




XX male syndrome: XX
karyotype with male
phenotype (external genitalia
normal to ambiguous,
normal testicles,
azoospermia, lacking
internal female structures).

SignatureChip®
Detection Rates/Fact
Sheet for SRY

Dosage
Abnormalities

~80% of XX
males have
SRY.
Typically, XX
males with
SRY have
normal
external
genitalia and
develop
gynecomasti
a around the
time of
puberty.
Presence of
SRY on an X
chromosome
is typically
due to
interchange
between
pseudoautos
omal regions
on the p-
arms of X
and Y.




~ZU% OT XX
males have
no SRY.
Typically, XX
males with
no SRY
have some
level of
genital
ambiguity
and are
more likely
to have
gynecomasti
a prior to
puberty. The
cause of
masculinizati
on in these
individuals is
not well
understood.
Explanations
for some
cases may
include: low
level XX/XY
or XX/XXY
mosaicism
which is
known to
cause
overlapping
features,
SOX9
duplication
on
chromosome
17q (one

XY females: XY karyotype
with female phenotype
(range of normal primary and
secondary sexual
characteristics, defined by
individual syndrome).




Steroid sulfatase
deficiency

Resources

Loss of SRY
on the Y
chromosome
causes XY
gonadal
dysgenesis,
also called
Swyer
syndrome,
causing
failure of
pubertal
development
, lack of
external
secondary
sexual
characteristi
cs, and
streak
gonads
internally
with an
increased
risk for
gonadoblast
oma.
Expressivity
in families is
variable.

308100

STS

Xp22.31

80-90% have a detectable
deletion

10-20% have
mutations not
detectable by
array CGH

Ballabio et al. 1989. Genomics 4:36-

40. Medline

Conary et al. 1987. Biochem Biophys

Res Commun 144:1010-17. Medline

Kashork et al. 2002. Prenat Diag

22:1028-32. Medline




Shapiro et al. 1989. Proc Nat Acad Sci

USA 86:8477-81. Medline

Stickler | 108300JCOL2A1 129g13.11 Rare deletions Miyake et al. 2004. J Hum Genet
49:282-84. Medline
GeneReviews Richards et al. 2007. Hum Mutat
28:639. Medline
Synpolydactyly/Syndacty 186000JHOXD gene Deletions uncommon Majority have Goodman. 2002. Am J Med Genet
ly Il cluster mutations not 112:256-65. Medline
detectable by : :
array CGH
Resources 1 Goodman et al. 2002. Am J Hum
Genet 70:547-55. Medline
Resources g
Townes-Brocks 1 107480 SALL1 16g12.1 ~1% have a detectable Borozdin et al. 2006. Hum Mutat
Leshen 27:211-12. Medline
GeneReviews Marlin et al. 1999. Hum Mutat 14:377-
86. Medline
Botzenhart et al. 2005. Hum Mutat
26:282. Medline
Trichorhinophalangeal 1 190350ITRPS1 8023.3 <20% have a detectable |>80% have Ludecke et al. 2001. Am J Hum Genet
deletion mutations not 68: 81-91. Medline
detectable by ; ;
array CGH .
Resources Momeni et al. 2000. Nat Genet 24:71-
74. Megline
Tuberous Sclerosis 2 191100JTSC2 16p13.3 10-30% have a detectable]~60% have Sampson et al. 1997. Am J Hum Genet

(TSC2)

See_
SignatureChipOS
page for additional
information

GeneReviews

deletion

mutations not
detectable by
array CGH

61:843-51. Medline

van Bakel et al. 1997. Hum Mol Genet

6:1409-14. Medline




Ulnar-mammary 181450 TBX3 12g24.21 Deletions uncommon Majority have Klopocki et al. 2006. Eur J Hum Genet
mutations not - 174:1274-79. Medline
detectable by
array CGH .
Resources Borozdin et al. 2006. Am J Med Genet
140:1880-86. Medline
Bamshad et al. 1999. Am J Hum Genet
64:1550-62. Medline
Van der Woude 119300}IRF6 1932.2 ~2-3% have a detectable |~43% have Schutte et al. 1999. Am J Med Genet
deletion mutations not 84:145-50. Medline
detectable by : :
. array CGH
GeneReviews Kondo et al. 2002. Nat Genet 32:285-
89. Medline
Vascular endothelial 192240l VEGFA 6p21.1 Rare deletions lzumi et al. 2006. Am J Med Genet
growth factor (VEGFA)- 140:398-401. Medline
related disorders
Waardenburg 1A 193510|MITF 3pl4.1 Precise detection rate ~22% have Schwarzbraun et al. 2007. Am J Med
Ll mutations not |G enet 143:619-24. Medline
detectable by
array CGH 3
Resources Tassabehiji et al. 1995. Hum Mol Genet
4:2131-37. Medline
WAGR 194072|PAX6 11p13 ~66% have a detectable Crolla et al. 2002. Am J Hum Genet
WTI CEEE 71:1138-49. Medline
GeneReviews
Williams-Beuren* 194050JELN 7q11.23 >95% have a detectable Lowery et al. 1995. Am J Hum Genet
Bl 57:49-53. Medline
GeneReviews Nickerson et al. 1995. Am J Hum
Genet 56:1156-61. Medline
Wilms Tumor 1 194070IWT1 11p13 Rare deletions unless Majority have Royer-Pokora et al. 2004. Am J Med
associated with mutations not Genet 127:249-57. Medline
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