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NIGMS HUMAN GENETIC CELL REPOSITORY
CHROMOSOMAL ABNORMALITY CLINICAL DATA ELEMENTS

Sample ID#: Karyotype (Current ISCN nomenclature):

Test Methodology (FISH, aCGH, etc):
Age at Diagnosis: Age at onset of symptoms:
Diagnosed by: OGeneticist LIGenetic Counselor [IMaternal Fetal Medicine /Obstetrician [IPediatrician
UPrimary Care Physician [Specialist:

Clinical Information (Please check all that apply)

Pregnancy:

OAbnormal Serum Screen [Advanced Maternal Age [lFetal Abnormality (indicate below)

OIUGR OOligohydramnios OPolyhydramnios Oincreased Nuchal Translucency [Cystic Hygroma
CHydrops (unknown or infection) [12 Vessel Cord [Premature Delivery: _ weeks [Prior Affected Pregnancy
OOther:

Neurological:

OAbnormal Gyri (lissencephaly) [CJAgenesis of the Corpus Callosum [Ataxia [ICerebellar Hypoplasia
CICerebral Palsy COChorea [ODandy Walker [Decreased Fetal Motion [ODystonia [OHoloprosencephaly
LHydrocephalus [CIHypotonia [CINeural Tube Defect [Seizures [Spasticity [IStructural Brain Anomaly
LVentriculomegaly

OOther:

Craniofacial:

OCleft Lip OCleft Palate CColoboma [Craniosynostosis [ODysmorphic Facial Features CIEar Malformation
LHemangioma [Hemifacial Microsomia [Hypertelorism [CIHypotelorism [CIMacrocephaly: __ cm
COMicrocephaly: __cm [OMicrognathia CIPlagiocephaly

O Other:

Cutaneous:
UHyperpigmentation CIHypopigmentation [lOther:

Musculoskeletal:

OAcromelia OOArm Anomaly CIBrachydactyly (fingers or toes) [1Clinodactyly CIContractures LIClub Foot
CLeg Anomaly [COMesomelia CIMicromelia CIPolydactyly (fingers or toes) [IRhizomelia [CScoliosis
OSyndactyly (fingers or toes) [Vertebral anomaly [ISkeletal Dysplasia

LOther:

Cardiac:

OAortic Atresia [JASD [JAV Canal Defect [Coarctation of Aorta [CDextrocardia [ODouble Outlet Right
Ventricle CIEbstein Anomaly [OEchogenic Intracardiac Focus [CIHypoplastic Left Heart CIHypoplastic Right
Heart Ointerrupted Aortic Arch OOPulmonary Valve Atresia ClSupravalvular Aortic Stenosis LITransposition
of Great Vessels OTetralogy of Fallot LTruncus Arteriosus [IVSD

OOther:

Pulmonary:
COCCAM [ODiaphragmatic Hernia CIEventration of Diaphragm [OPleural Effusion COPulmonary Sequestration
LIOther:
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Gastrointestinal:

OAbsent Stomach [Anal Atresia CODuodenal Atresia [JEchogenic Focus [OEsophageal Atresia
LGastroischisis [lHepatosplenomegaly [lHirschsprung’s Disease [1Meconium lleus CDOmphalocele
OPyloric Stenosis OTracheoesophageal Fistula

OOther:

Genitourinary:

OJAmbiguous Genitalia COCryptorchidism [CHydronephrosis COHypospadias [Kidney Malformation
LIMegacystis [Polycystic Kidneys [IRenal Agenesis [Urethral Obstruction

OOther:

Growth/Development:
OFailure to Thrive COFine Motor Delay [OGross Motor Delay [COvergrowth COShort Stature [0Speech Delay
LOther:

Cognitive/Behavioral:

OAutism [CLearning Disability [OMental Retardation: _ (1Q/bQ) COppositional Defiant Disorder
L1Obsessive Compulsive Disorder [Pervasive Developmental Delay

OOther:

Please describe additional dysmorphology, behaviors and other clinical features:
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