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NIGMS HUMAN GENETIC CELL REPOSITORY
SMITH-MAGENIS SYNDROME CLINICAL DATA ELEMENTS FORM

Sample ID#: Karyotype (Current ISCN nomenclature):

Test Methodology (FISH, aCGH, etc):

Age at Diagnosis: Age at onset of symptoms:
Diagnosed by:

OGeneticist [IGenetic Counselor CIMaternal Fetal Medicine /Obstetrician CIPediatrician
UPrimary Care Physician [ISpecialist:

Clinical Information (Please check all that apply)

Pregnancy:

OAbnormal Serum Screen [CAdvanced Maternal Age [ClFetal Abnormality (indicate below)

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

LOther:

Neurological: Structural findings

LIMicrocephaly COMacrocephaly [CHoloprosencephaly Cl1Hydrocephalus ClAbnormal Gyri (lissencephaly)
LAgenesis of the Corpus Callosum [ClCerebellar Hypoplasia [IStroke [Delayed Myelination or other White
Matter Change [INeural Tube Defect Clother Structural Brain Anomaly COVentriculomegaly [ODandy Walker
LIOther Brain Findings:

Neurological: Clinical findings

OAbsent or Sparse Speech [ODefective Vision OPupil Abnormality CBlindness [OStrabismus
[IHearing Defect [Facial Asymmetry [Weakness [lHypotonia [IHypertonia [ClDystonia [lAtaxia
OCerebral Palsy OChorea [Dystonia [OSeizures OSpasticity CIAbsent Reflexes [IBrisk Reflexes
OPeripheral Neuropathy [CICentral Sleep Apnea [Decreased Pain Sensitivity

OOther:

Craniofacial:

LICleft Lip OCleft Palate [1Coloboma [ICraniosynostosis [IDysmorphic Facial Features

LlEar Malformation [1Hemangioma [IHemifacial Microsomia [IHypertelorism [IHypotelorism
COMacrocephaly:__cm __ %tile COMicrocephaly:_cm __ %tile COMicrognathia [CIPlagiocephaly
OBrachycephaly [OMidface Retrusion (Hypoplasia) ClDental Abnormalities C1Velopharyngeal Insufficiency
LObstructive Sleep Apnea [IHoarse Voice

COther:

Cutaneous:
OHyperpigmentation COHypopigmentation CIDry skin COther:
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Musculoskeletal:

OAcromelia OOArm Anomaly CBrachydactyly (fingers or toes) [1Clinodactyly CIContractures LIClub Foot
LLeg Anomaly [IPes Planus [Pes Cavus [Mesomelia CIMicromelia CPolydactyly (fingers or toes)
OORhizomelia OScoliosis [OSyndactyly (fingers or toes) [IVertebral Anomaly [OSkeletal Dysplasia

Other:

Cardiac:

OAortic Atresia LJASD [IAV Canal Defect LlCoarctation of Aorta [1Dextrocardia [IDouble Outlet Right
Ventricle CIEbstein Anomaly [IEchogenic Intracardiac Focus [lHypoplastic Left Heart [1Hypoplastic Right
Heart Ointerrupted Aortic Arch COPulmonary Valve Atresia [CSupravalvular Aortic Stenosis CTransposition
of Great Vessels OTetralogy of Fallot LTruncus Arteriosus [IVSD

OOther:

Pulmonary:
COCCAM [ODiaphragmatic Hernia CIEventration of Diaphragm [OPleural Effusion COPulmonary Sequestration
OPneumothorax OOther:

Gastrointestinal:

UAbsent Stomach [Anal Atresia ClDuodenal Atresia [ClConstipation ClEchogenic Focus [1Esophageal
Atresia [Gastroesophageal Reflux OGastroischisis [1Hepatosplenomegaly [IHirschsprung’'s Disease

COMeconium lleus COOmphalocele OPyloric Stenosis ClCholecystectomy [CTracheoesophageal Fistula

LOther:

Genitourinary:

OAmbiguous Genitalia CICryptorchidism [CHydronephrosis ClHypospadias [Kidney Malformation
COMegacystis [Polycystic Kidneys [ORenal Agenesis CUrethral Obstruction CVesicoureteral Reflux
OOther:

Growth/Development:
OFailure to Thrive OFine Motor Delay [IGross Motor Delay [lOvergrowth [Short Stature [ISpeech Delay
OOverweight/Obesity [Other:

Cognitive/Behavioral:

LJAutism (test) _ OAutism Spectrum Disorder [lLearning Disability Ointellectual Disability: _ (1Q/DQ)
OADHD [OOppositional Defiant Disorder [1Obsessive Compulsive Disorder [Sleep Disturbance
CORepetitive Behaviors [Self-injurious Behaviors [JAnxiety Disorder [OMood Disorder [CIDisruptive Behavior
Disorder OOther:

Other: Olmmunologic Abnormalities Type 2 Diabetes [High Total Cholesterol

Please describe additional dysmorphology, behaviors and other clinical features:
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