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Diseases of Chromosome (Micro-) Deletion/Duplication & Aneuploidy
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Chromosome 1p31.3 Deletion
Chromosome 1p36 Deletion Syndrome
Chromosome 1g21.1Microdeletion
Fryns Syndrome (FRNS)

van der Woude Syndrome (VWS)

Brachydactyly-Mental Retardation Syndrome
(BDMR)

Chromosome 2p15-p16.1 Microdeletion
Chromosome 2g33.1 Deletion Syndrome
Chromosome 2g37 Deletion Syndrome
Feingold syndrome 1 (FGLDS1)

Glass Syndrome (GLASS)
Holoprosencephaly 2 (HPE2)
Holoprosencephaly 6 (HPE6)
Mowat-Wilson Syndrome (MOWS)
Severe Myoclonic Epilepsy in Infancy
Split-Hand/Foot Malformation 5 (SHFM5)

Synpolydactyly (SPD)
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o STRMEMESE Autosomal Dominant Hypocalcemia-1(HYPOC1)
® ST R MR %/ ViE Blepharophimosis, Epicanthus Inversus,
and Ptosis (BPES)

® 3029GRKAEIRES Chromosome 3929 Deletion Syndrome

® 3q291EIGAE1RERE Chromosome 3g29 Duplication Syndrome
® Dandy-WalkerGfE1EEE Dandy-Walker Syndrome (DWS)

o NRESHEIRR S =2 Microphthalmia Syndromic 3 (MCOPS3)

o HFUEEHIE Split-Hand/Foot Malformation 4 (SHFM4)

o N E{AFEEIRRFHE2AT Waardenburg Syndrome Type IIA (WS2A)

SR ERS R B Tm

® Axenfeld-RiegerfCREsE —H2 Axenfeld-Rieger Syndrome Type 1 (RIEG1)
® XKR-BF BRI Wolf-Hirschhorn Syndrome (WHS)

SIRREBREHEAER

o LEXMLEDIRIRE Atrial Septal Defect (ASD)

® NS ERR S —EY Corneliade Lange Syndrome 1 (CDLS1)

® i SRIEIRRT Cri-du-chat Syndrome

o EEMAGESAES Familial Adenomatous Polyposis-1 (FAP1)
o FfkEBITSHERZISAE  Holoprosencephaly &

Preaxial Polydactyly Syndrome
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® 6p25.3M/N kK Chromosome 6p25.3 Microdeletion
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Cleidocranial Dysplasia (CCD)
Joubert Syndrome 3 (JBTS3)
Microvascular Complications of Diabetes (MVCD)

Prader-Willi-like Syndrome

Autistic Spectrum Disorder susceptibility
Chromosome 7q11.23 Duplication Syndrome
Currarino Syndrome

Cystic Fibrosis (CF)

Greig Cephalopolysyndactyly Syndrome (GCPS)
Holoprosencephaly 3 (HPE3)

Myotonia Congenita (MC)

Osteogenesis Imperfecta Type 2
Osteogenesis Imperfecta Type 3
Osteogenesis Imperfecta Type 4
Saethre-Chotzen Syndrome (SCS)
Speech-Language Disorder

Williams-Beuren Syndrome (WBS)

CHARGE Syndrome

Chromosome 8p23.1 Deletion Syndrome
Joubert Syndrome 3 (JBTS3)

Microvascular Complications of Diabetes (MVCD)

Prader-Willi-like Syndrome
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® EESIE(I)EIRAFSE 8 Trichorhinophalangeal Syndrome Type Il (TRPS2)
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® 46XY MRl kg YE 46XY, Sex Reversal 4 (SRXY4)
o EHEAMpSDIEIESR Basal Cell Nevus Syndrome (BCNS)
® OpifRKFEIZRY Chromosome 9p Deletion Syndrome
® 9(q22.32-q22.33H iRk Chromosome 9g22.32-g22.33 Microdeletion
o RIS BRI ES I Holoprosencephaly 7 (HPE7)
® KleefstralUHEI&EF Kleefstra syndrome
o I5(Hh)FRESEIEEE Nail-Patella Syndrome (NPS)
A Z 103k RS tHE R TR
- ® 10q22.3-q23.31/ iRk Chromosome 10g22.3-g23.31 Microdeletion
® Cowden[GfEEE# Cowden Syndrome
o NEEHOMESES & DiGeorge Syndrome/Velocardiofacial Syndrome

Complex-2 (DGS2)

® HDRJE(ER# Hypoparathyroidism, Sensorineural Deafness,
and Renal Disease (HDR)

o XAl Schizencephaly

o NFHEIFFE=-H Split-Hand/Foot Malformation 3 (SHFM3)

EE 1158 EREMHEER
o S RMATIRTRIS Aniridia

® Beckwith-WiedemannEGiE Beckwith-Wiedemann syndrome (BWS)

o /EUEFMEM Beta-Thalassemia
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Jacobsen Syndrome (JBS)
Potocki-Shaffer Syndrome
WAGR Syndrome

Wilms Tumor 1 (WT1)

Chromosome 12q14 Microdeletion Syndrome
Chromosome 12g24.21-q24.23 Microduplication
Holt-Oram Syndrome (HOS)

Joubert Syndrome 5 (JBTS5)

Pallister-Killian Syndrome (PKS)

Ulnar-Mammary Syndrome (UMS)

Holoprosencephaly 5 (HPE5)

Retinoblastoma

Holoprosencephaly 8 (HPES)

Microphthalmia

Angelman - 70%

Autistic Spectrum Disorder susceptibility
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® 15024.1-q24. 31/ iRk Chromosome 14q22-g23 Microdeletion

o StRMERIZILRE— Congenital Diaphragmatic Hernia 1 (DIH1)
o SNCMEIRE Marfan Syndrome (MFS)

o [(RERLES & Oculocutaneous Albinism Type 2 (OCA2)
o /)\B¥E R EIERE Prader-Willi Syndrome (PWS) - 70%

EE lewmpesmEmems

o FALEEMEM Alpha-Thalassemia

® ;7 BRAEMER Autistic Spectrum Disorder susceptibility

® 16pl1.2-pl2.2%/\irk/#&IE  Chromosome 16pll.2-p12.2
Microdeletion/Microduplication

® 16p13. 1%/ \ERK/HEIE Chromosome 16p13.1
Microdeletion/Microduplication

® Rubinstein-TaybiECiEIEEF Rubinstein-Taybi Syndrome

® Rubinstein-TaybifGiEEE—2Y  Rubinstein-Taybi Syndrome 1 (RSTS1)

® Townes-BrocksECREERE Townes-Brocks Syndrome (TBS)

gg 17552 B8 BRI B

® 17213183 MM/ ERKAEIERF Chromosome 17g21.3 Recurrent

Microdeletion Syndrome

® FufEsE—4Y Lissencephaly 1 (LIS1)
® Miller-DiekerEUIiEIEE$ Miller-Dieker lissencephaly syndrome (MDLS)
o AR 1l Neurofibromatosis Type 1 (NF1)

o WEAERECKIBEE)E—E  Osteogenesis Imperfecta Type 1

o E BB RRAE(ERS Renal Cysts and Diabetes Syndrome (RCAD)
o PEE-HEHERR Smith-Magenis Syndrome (SMS)
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Holoprosencephaly 4 (HPE4)

Alagille Syndrome
Duane-Radial Ray Syndrome (DRRS)

Down Syndrome Critical Region (DSCR)
Holoprosencephaly 1 (HPE1)

Autistic Spectrum Disorder susceptibility

Cat Eye Syndrome (CES)

Chromosome 22q11.2 Duplication Syndrome
Chromosome 2213 Deletion Syndrome
DiGeorge Syndrome (DGS)
Neurofibromatosis Type 2 (NF2)
Velocardiofacial Syndrome (VCSF)

46XY, Sex Reversal 2 (SRXY2)
Adrenal Hypoplasia Congenital (AHC)
Becker Muscular Dystrop (BMD)
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Chromosome Xp11.3 Deletion Syndrome

Early Infantile Epileptic Encephalopathy 2 (EIEE2)
FG Syndrome 5 (FG5)

Fragile X Mental Retardation Syndrome

Glycerol Kinase Deficiency

Kallmann syndrome 1 (KAL1)

Leri-Weill dyschondrosteosis (LWD)

Lowe Oculocerebrorenal Syndrome (OCRL)
Microphthalmia Syndromic 7 (MCOPS7)

Opitz GBBB syndrome Type 1 (GBBB1)

Ornithine Transcarbamylase Deficiency
Pelizaeus-Merzbacher Disease (PMD)

Rett Syndrome (RTT)

X-Linked Agammaglobulinemia (XLA)

X-Linked Lissencephaly 1 (LISX1)

X-Linked Lymphoproliferative Syndrome 1 (XLP1)
X-Linked Mental Retardation 21 (MRX21)

Aneuploidy for All 24 Chromosomes
Down Syndrome (Trisomy21)
Edward Syndrome (Trisomy 18)
Patau Syndrome (Trisomy 13)
Turner Syndrome (45X)

Triple X Syndrome (47,XXX)
Klinefelter Syndrome (47,XXY)
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imFiES (Telomere)

® A1{EXE 5 m MRS E & 15 All 41 Unique Subtelomeric Regions

=44 E S (Centromere)

o A3ERBISE AT E R All 43 Unique Pericentromeric Regions
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