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1. ABDOMEN 3. CENTRAL NERVOUS SYSTEM 4. EYES
Abdominal pain Aggressive behavior Glaucoma
Abdominal wall defect Areflexia Horizontal gaze palsy
Anal atresia Arnold-Chiari malformation Hypertelorism
Ascites Ataxia Microphthalmos
Cholecystitis Autism Nystagmus
Cholelithiasis Behavioral abnormality Ophthalmoplegia
Cholestasis Brain atrophy Optic atrophy
Cirrhosis Cerebellar atrophy Prominent epicanthal folds
Constipation Cerebellar hypoplasia Ptosis
Diarrhea Chorea Reduced visual acuity
Gastroesophageal reflux Cognitive impairment Retinal degeneration
Hepatic cysts Coma Rod-cone dystrophy
Hepatic failure Delayed speech/language Strabismus
Hepatic steatosis Dementia Visual impairment
Hepatitis Developmental regression Visual loss
Hepatomegaly Dysarthria Xanthelasma
Hirschsprung disease Dyskinesia
Inguinal hernia EEG abnormality 5. GROWTH/DEVELOPMENT
Intrahepatic biliary dysgenesis Encephalopathy Decreased body weight
Jaundice Gait disturbance Failure to thrive
Nausea Global developmental delay Feeding difficulties
Pancreatitis Hydrocephalus Growth delay
Portal hypertension Hyperactivity Intrauterine growth retardation
Splenomegaly Hyperreflexia Obesity
Umbilical hernia Hypertonia Overgrowth
Vomiting Hypotonia (central) Premature birth
Intellectual disability Short stature
2. CARDIOVASCULAR Lethargy Tall stature
Abn? heart morphology Leukodystrophy
Abn.! of the heart valves Limb dystonia 6. HEMATOLOGY/LABORATORY
Angina pectoris Lissencephaly Abn.! of coagulation
Arrhythmia Macrocephaly Albuminuria
Atrial fibrillation Mental deterioration Aminoaciduria
Atrial septal defect Microcephaly Anemia
Atrioventricular block Motor delay Elev.? hepatic transaminases
Bradycardia Myoclonic seizures Elev.? long chain fatty acids
Cardiac valve calcification Neurodegeneration Elev. 2 serum creatine kinase
Coarctation of aorta Parkinsonism Hyperammonemia
Coronary atherosclerosis Seizures/ Epilepsy Hyperglycemia
Dilated cardiomyopathy Spastic paraparesis Hypertriglyceridemia
Hypertension Stroke Hypoglycemia
Hypertrophic cardiomyopathy Tremor Hypokalemia
Left ventricular hypertrophy Ventriculomegaly Hypokalemic alkalosis
Myocardial infarction Hypophosphatemia
Tachycardia 4. EYES Hypothyroidism
Ventricular septal defect Abn.! of the eye Immunodeficiency
Abn.! of eye movement Impaired T cell function
3. CENTRAL NERVOUS SYSTEM Abn.! of saccadic eye mov. Lactic acidosis
Abn.! CNS myelination Cataract Metabolic acidosis
Abn.! of cerebral white matter Cherry red spot of the macula Myoglobinuria
Agenesis Corpus callosum >> Corneal opacity >> Neutropenia >>
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6. HEMATOLOGY/LABORATORY

8. MUSCLE/JOINT MOVEMENT

10. SKELETAL, SKIN, NAILS, HAIR

Pancytopenia Muscular dystrophy Brachydactyly
Proteinuria Muscular hypotonia Cafe-au-lait spot
Recurrent bacterial infections Polyneuropathy Camptodactyly

Recurrent viral infections

Rhabdomyolysis

Coarse facial features

Recurrent fungal infections

Rigidity

Craniosynostosis

Respiratory alkalosis

Depressed nasal bridge

Thrombocytopenia

9. RESPIRATORY/MOUTH/
TEETH/VOICE/HEARING

Dolichocephaly

Dysostosis multiplex

7. KIDNEY Asthma Hirsutism
Adrenal hyperplasia Carious teeth Ichthyosis
Chronic kidney disease Cleft palate Limb undergrowth
FSGS3 Dysphagia Micrognathia
Hemolytic-uremic syndrome Dyspnea Midface retrusion

Hydronephrosis

Gingival overgrowth

Nasal bridge

Nephrolithiasis

Hearing impairment

Neurofibromatosis

Nephrotic syndrome

High palate

Osteomalacia

Polycystic kidney dysplasia

Long philtrum

Palmoplantar keratoderma

Proteinuria Microdontia Pectus carinatum
Renal agenesis Obstructive sleep apnea Polydactyly
Renal cyst Otitis media Scoliosis

Renal Fanconi syndrome Pulmonary hemorrhage Short neck

Renal insufficiency Pulmonary hypoplasia Skeletal dysplasia
Renal phosphate wasting Recurrent upper resp. tract inf. Spondylolysis

Respiratory insufficiency

Thickened ribs

8. MUSCLE/JOINT MOVEMENT

Tooth abscess

Calf muscle pseudohypertrophy

11. VARIOUS

Flexion contracture

10. SKELETAL, SKIN, NAILS, HAIR

Abn.! external genitalia

Gowers sign

Abn.! facial shape

Abn.! of the face

Hip dysplasia

Abn.! form of vertebral bodies

Angioedema

Joint hypermobility

Abn.! of skeletal morphology

Cryptorchidism

Joint laxity Abn.! of skin pigmentation Diabetes mellitus
Macroglossia Abn.! of hair Fever

Multiple joint contractures Abn.! of skeletal system Hydrops fetalis
Muscle weakness Abn.! of skin Hypospadias
Myopathy Anhidrosis Low-set ears
Myotonia Arachnodactyly Polyhydramnios
Muscle atrophy Brachycephaly >> Recurrent infections

(* Abn. = Abnormal/Abnormality; 2 Elev. = Elevated; 3 FSGS = Focal segmental glomerulosclerosis)
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