Pediatric Findings (from SPR Curriculum)

8-17-06

NOTE: The relationship for this file is IS A KIND OF.

This means that for any A and B, where B is an indented child of A, i.e.,

A


B

Then “B is a kind of A” must hold.

Please make sure this relationship holds throughout.

Underlined indicates this term occurs in the findings list of another committee

(MSK not yet finalized as of 8-17-06, so not cross-checked)

In Cardiac section, most duplicates with CV committee list were deleted.

Pediatric Malignancies (from International Classification of Childhood Cancer, Third Edition  Cancer, Volume 103, Issue 7 (p 1457-1467
Cardiovascular System  [Cardiovascular committee will be responsible for non-Pediatric items]
Congenital Heart Disease

Congenital heart disease with decreased pulmonary blood flow (right-to-left shunt)


Tetralogy of Fallot


Ebstein anomaly


Tricuspid atresia

Cyanotic congenital heart disease with increased pulmonary blood flow (left-to-right
shunt)



truncus arteriosis



transposition of great arteries



single ventricle



total anomalous pulmonary venous return



endocardial cushion defect


Acyanotic congenital heart disease with increased pulmonary blood flow (left-to-right shunt)



atrial septal defect, ASD [in cardiac, ostium secundum atrial septal defect, ASD]


ventricular septal defect, VSD



patent ductus arteriosus, PDA



Endocardial cushion defect [above]

congenital heart disease with pulmonary venous congestion or normal pulmonary blood flow



coarctation of aorta



hypoplastic left heart syndrome



total anomalous pulmonary venous return below diaphragm


Vascular ring or other congenital anomaly of great vessel



left arch with anomalous right subclavian artery



circumflex aorta (right aortic arch with left descending aorta)



anomalous left pulmonary artery



right aortic arch



double aortic arch


Syndrome with congenital heart disease or vascular disease



Holt-Oram syndrome (CV list)



Marfan syndrome (see CV list for synonyms)



Turner syndrome



William syndrome



Trisomy 21, Down syndrome



Schone’s syndrome

from AHA list http://www.americanheart.org/presenter.jhtml?identifier=4565
atrioventricular canal defect

bicuspid aortic valve

Eisenmenger’s complex

Acquired Heart Disease

Infectious/Inflammatory



Kawasaki disease, mucocutaneous lymph node syndrome (cf AHA)
Cardiac Operation

Palliative Cardiac Operation



Glenn shunt


Blalock-Taussig shunt


Waterston shunt

Operative repair Cardiac Operation



Norwood procedure


Arterial switch


Fontan procedure


RV-to-pulmonary artery conduit
Gastrointestinal System [Abdominal committee will be responsible for non-Pediatric items]

Congenital


biliary atresia



Bile duct hypoplasia


neonatal hepatitis



choledocal cyst

Acquired miscellaneous


cholelithiasis


hydrops of the gallbladder



spontaneous perforation of bile duct


Duplication of gallbladder


Biliary rhabdomyosarcoma


Caroli’s disease


ascending cholangitis
Liver


Infection


pyogenic abscess (including chronic granulomatosis disease of childhood)

Tumors or tumor-like condition


benign



mesenchymal hamartoma



hemangioendothelioma


malignant



hepatoblastoma



metastasis




embryonal sarcoma

Trauma


laceration


subcapsular hematoma


contusion

vascular


cavernous transformation of the portal vein



Arterioportal fistula, etc. Paul knows these
Hepatic venoocclusive disease, HVOD

Miscellaneous


portal venous gas -->process


glycogen storage disease


transplant
III. Spleen


Congenital


abnormal visceroatrial situs




Asplenia




polysplenia


wandering spleen


Neoplasm


benign


malignant



lymphoma/leukemia

Trauma


laceration


contusion


shattered spleen


subcapsular hematoma

Splenic infarction


sickle cell disease
IV. Pancreas


Congenital


pancreas divisum


cystic fibrosis



Short pancreas (lack of embryologic development of the dorsal pancreas ssen in heterotaxy syndrome)

Uncinate process - This hook-like region of the pancreas is derived from the ventral pancreatic bud and contains the main pancreatic duct. [what’s this doing here?]

Pancreatitis (or pseudocyst)


trauma


congenital anatomic abnormality



pancreas divisum



choledocal cyst


familial pancreatitis


Exocrine pancreas


Endocrine pancreas


MEN syndrome


Nesidioblastosis
V. Pharynx and Esophagus


Congenital or developmental anomaly


esophageal atresia and TE fistula (full classification needed)


Congenital bronchial rest



Pharyngeal pouch



Esophageal web

Inflammatory Lesion


retropharyngeal abscess/cellulitis

Trauma


foreign body


iatrogenic pharyngeal perforation (due to NG or ET tube)

Miscellaneous


GE reflux


Duplication of 


Bronchopulmonary foregut anomaly –fill in



Bronchogenic cysts, etc.

Oral cavity


Macroglossia


Ankylglossia


Lingual thyroid


Mucocele, mucous retension cyst



Ranula ?


Retention cyst of salivary gland


Etc.

Thyroglosssal duct cyst
VI. Stomach


Congenital


duplication


antral web



Microgastria



Ectopic Pancreatic rest



Pyloric atresia

Gastric outlet obstruction – acquired


HPS



antral hyperplasia


Pylorospasm

Inflammatory


corrosive ingestion


chronic granulomatous disease

Miscellaneous


bezoar


spontaneous rupture of stomach (neonates)


volvulus
VII. Small Bowel


Congenital


malrotation (including preduodenal portal vein)


duodenal, jejunal, and ileal stenosis and/or atresia


annular pancreas


meconium ileus


meconioum peritonitis


mesenteric and omental cyst


duplication cyst


Meckel diverticula (including omphalo-mesenteric band)


Omphalocele, gastroschisis


Hernia


Neoplasm


benign


malignant



lymphoma

Malabsorption


CF


Cow’s milk allergy


Intestinal lymphangiectasis

Miscellaneous


necrotizing enterocolitis


ischemic bowel


intussusception


Henoch-Schonlein purpura

VIII. Colon


Congenital


imperforate anus


duplication


colonic atresia

motility disorder


Hirschprung disease


Meconium plug/neonatal small left colon syndrome

Infection/Inflammatory


appendicitis



typhlitis

Neoplasm


benign


malignant



lymphoma

hemolytic uremic syndrome, HUS


Cystic fibrosis complication



DIOS, distal intestinal obstruction syndrome



Fibrosing colonopathy


necrotizing enterocolitis complication


intestinal pseudoobstruction


Neuronal intestinal dysplasia, NID


Spontaneous intestinal perforation

omentum


omental infarction


mesothelial cyst [has cystic mesothelioma]

desmoplastic small cell tumor

Genitourinary system [Abdominal committee will be responsible for non-Pediatric items]
Kidney 


Congenital anomaly


Agenesis: 




unilateral



bilateral (Potter’s Syndrome) [keep?]


Hypoplasia



oligomeganephronia




hypoplasia and dysplasia with ectopic ureteral insertion




Ask-Upmark Kidney (segmental renal hypoplasia)



Junctional parenchymal defect



Column of Bertin [abd var, has “large septa of Bertin; large columns of Bertin”]


Abnormality of rotation, position and fusion




malrotation; incomplete rotation, non-rotation.



ptosis



ectopic kidney




pelvic kidney (inferior ectopia) [need this?]




thoracic kidney (superior ectopia) [need this?]



Horseshoe kidney




Cross fused renal ectopia



Anomaly of renal pelvis 




Calyceal diverticulum




hydrocalyx  (congenital or acquired)




infundibular stenosis




Megacalycosis



UPJ obstruction




bifid collecting system




duplex collecting system  [abd var, has “pyelocalyceal duplication”]


Cystic Renal Disease




Simple cyst; multilocular cyst [are these the same?]



Multicystic Dysplastic Kidney




Autosomal Recessive Polycystic Kidney Disease (ARPK)




Autosomal Dominant polycystic Kidney Disease (ADPK)




Cystic Dysplasia



Juvenile Nephronopththisis and Medullary cystic disease 




Glomuerulocystic kidney disease




Medullary sponge kidney




Congenital nephrotic syndrome




Syndromal cyst: Meckel syndrome, Zellweger syndrome tuberous sclerosis; Von Hipple Lindau etc. [here only referring to the cyst itself?]


Association of congenital renal anomalies and congenital anomalies of other organ systems; e.g. VATER; Imperforate anus; anorectal malformations

Inflammatory



Acute pyelonephritis



Xanthogranulomatous Pyelonephritis



Pyonephrosis



Acute glomerulonephritis



Fungal Infection


Hemolytic Uremic Syndrome



Henoch-Schonlein Purpura



Vesicoureteral Reflux; reflux nephropathy


Renal Parenchymal involvement in Systemic Disease



Systemic Lupus Erythematosis



Sickle Cell nephropathy



Renal Sarcoidosis



Hereditary amyloidosis; Familial Mediterranean Fever



Rhabdomyolysis


Renal Manifestation of Metabolic Disorder



Diabetic nephropathy



Glycogen storage disease



Methymalonic acidemia



Nephropathic cystinosis (autosomal recessive)


Neoplasm



Benign




Mesoblastic Nephroma




Multilocular Cystic Nephroma




Metanephric Adenoma




Ossifying Renal Tumor of Infancy




Angiomyolipoma




Juxtaglomerular Cell Tumor (Reninoma)



Indeterminant Prognosis Lesion




Nephrogenic Rest




Nephroblastomatosis




Associated Syndrome or Genetic Anomaly





Partial or complete Hemihypertrophy





Beckwith-Wiedeman Syndrome





Perlman Syndrome





Sporadic Aniridia





WAGR Syndrome





Denys-Drash syndrome



Malignant




Wilms Tumor (Nephroblastoma) or Wilms variant




Clear Cell Sarcoma




Rhabdoid tumor of kidney




Renal Cell Carcinoma




Renal Medullary Carcinoma 




Leukemia/Lymphoma


Trauma



Renal Contusion and small corticomedullary laceration [make 2 entries?]
\

Renal laceration that communicates with collecting system



Subcapsular hematoma



Avulsion of renal vascular pedicle/shattered kidney



UPJ avulsion or laceration



Urinoma


Miscellaneous



Renal Vein thrombosis



Urolithiasis




Idiopathic Hypercalciuria




Hyperoxaluria




Uric Acid Lithiasis




Cystinuria




Xanthinuria




Idiopathic



Nephrocalcinosis




Medullary Nephrocalcinosis




Cortical Nephrocalcinosis



Renal Failure




Acute Renal Failure




Chronic Renal Failure



Renal transplantation



Renovascular hypertension



Tamm-Horsfell Proteinuria

Adrenal Gland


Congenital



Horseshoe adrenal gland



Congenital adrenal hyperplasia


Adrenal Rest


Neoplasm



Adenoma



Adrenal cyst



Neuroblastoma



Ganglioneuroblastoma



Ganglioneuroma.



Pheochromocytoma



Adrenocortical carcinoma


Trauma



Adrenal hemorrhage




Congenital neonatal hemorrhage




Wollman’s disease

Ureter, Bladder or Urethra


Congenital



Primary megaureter; secondary megaureter



Ectopic ureter, triplication; quadruplication




Accessory ureter; ureteral stump



Retrocaval Ureter



Ureterocele; simple; ectopic; prolapsed



Ureterovesicojunction obstruction



Megacystis-megaureter association



Megacystis-microcolon-intestinal hypoperistalsis syndrome



Bladder duplication



Bladder diverticuli; primary; secondary; iatrogenic;Hutch diverticula



Posterior Urethral Valve



Anterior urethral valve



Prune Belly syndrome



Bladder exstrophy



Hypospadius 



Epispadias



Urachus; urachal remnant; urachal diverticulum; urachal cyst; patent urachus; urachal carcinoma (adults) 



Urethral polyp



Cowpers duct [has retention cyst of]



Prostatic Utricle [has dilated]



Lacuna Magna



Anterior urethral diverticulum



Duplication of bulbous Urethra



Megalourethra



Rectourethral or rectovesicular fistula; other urinary tract anomaly occurring in association with imperforate anus; anorectal malformation


Inflammation/Infectious



Urinary Tract infection



Cystitis: bacterial, viral, parasitic, fungal; eosinophilic cystitis; cytoxia.


Inflammatory pseudotumor


Trauma



Ureteral Injury



Bladder rupture


Traumatic disruption of the bladder neck



Urethral trauma




Straddle injury




urethral disruption




urethral stricture



Meatal Stenosis

Neoplasm



Benign




Hemangioma




Inflammatory pseudotumor



Malignant




Rhabdomyosacroma




Leukemia/lymphoma

Miscellaneous



Neurogenic Bladder



Metrophinoff



Dysfunctional Voiding: Eneuresis; Non-neurogenic neurogenic bladder



Vesicoureteral Reflux



Deflux procedure: Endoscopic Subureteral Injection.



Bladder stone


Congenital



Undescended testes;[can thishappen singularly?]  Cryptorchidism



Testicular ectopia



Anorchidism



Monorchidism



Polyorchidism


Splenogonadal fusion



Adrenal Rest


Inflammatory/Infectious



Epididymitis/Orchitis



Pyocele


Trauma



Hematocele



Testicular fracture


Neoplasm



Benign




hydrocele




spermatocele




varicocele




Epididymal cyst




Epidermoid cyst




lymphangioma, hemangioma



fibroma; neurofibroma




leiomyoma




Teratoma



Adrenal rest [above]


Malignant




Germ cell tumor





Yolk Sac carcinona





Teratocarcinoma





Choriocarcinoma




Seminoma





Mixed Germ Cell tumor




Germ cell plus Stromal cell tumor





Sertoli-Granulosa cell





Leydig Cell





Granulosa Cell




Gonadal stromal tumor





Gonadoblastoma




Metastases: leukemia




Paratesticular rhabdomyosarcoma


Miscellaneous



Testicular Torsion



Torsion of Appendix Testes 



Idiopathic scrotal edema



Henoch-Schonlein purpura and scrotal edema



Dysplasia of rete testes



Microlithiasis

Female Genital Tract


Congenital



Splenogonadal fusion [do we need sep for male/female?]


Mullerian Duct Anomaly (uterovaginal malformation)




Mullerian Agenesis





absence of vagina





absent uterus




Mayer-Rokitansky-Kuster-Hauser Syndrome




Disorder of Vertical fusion





Transverse vaginal septum





Imperforate cervix





Cervical agenesis




Imperforate hymen





Hydrocolpos; Hydrometrocolpos; 





Protruding intralabial mass




Disorder of Lateral Fusion





Septate, unicornuate, bicornuate, didelphysis uterus





Double vagina



Cloacal anomaly


Inflammatory/Infectious



Pelvic Inflammatory disease


Trauma



Vaginal Foreign Body

Neoplasm



Benign




Ovarian Cyst




Hemorrhagic Ovarian Cyst




Polycystic Ovary disease




Teratoma/dermoid cyst




Cystadenoma



Fibroma; Meigs Syndrome



Malignant




Embryonal Rhabdomyosarcoma; (AKA:Sarcoma Botyroides)




Endodermal Sinus Tumor of Vagina (AKA: yolk sac carcinoma; adenocarcimoma of infant vagina)




Ovarian tumor of Germ Cell Origin





Malignant Teratoma





Ovarian Dysgerminoma





Endodermal Sinus Tumor





Choriocarcinoma





Gonadoblastoma





Mixed Germ Cell Neoplasm




Ovarian Tumor of Epithelial Origin





Cystadenocarcimoma




Ovarian Tumor of Sex Cord or Mesenchymal Origin





Granulosa-Theca Cell [sp?]




Arrhenoblastoma




Metastatic lesion:





 leukemia





lymphoma

Miscellaneous



Ovarian Torsion

Neuroradiology  [Neuro and MSK committees will be responsible for non-Pediatric items]
Skull 


Congenital



craniofacial syndrome [want to switch preferred/syn to choose non-name?]



Crouzon’s syndrome (craniofacial dysostosis)




Goldenhar’s syndrome (oculoauriculo-vertebral syndrome)




Treacher Collins syndrome (mandibulofacial dysostosis)




Nager’s syndrome (preaxial acrofacial dysostosis)




Pierre Robin syndrome (Robin’s sequence)



congenital dermal sinus



premature craniosynostosis


Inflammatory



osteomyelitis


Trauma



caput succedaneum



subgaleal hemorrhage



cephalohematoma



fracture of skull




Growing skull fracture




Leptomeningeal cyst


Neoplasm/Mass lesion



Chordoma



Dermoid



Epidermoid



Eosinophilic granuloma/Langerhans cell histiocytosis



Chondrosarcoma



Neuroblastoma



Aneurysmal Bone Cyst


Fibrous dysplasia


Cutis aplasia

Spine


Congenital



absence or hypoplasia of odontoid



os odontoideum



segmentation anomaly



Kippel-Feil anomaly



Sprengel deformity



VATER association



Butterfly vertebrae



Spinal dysraphism



Diastematomyelia



Sacral agenesis (including caudal regression syndrome)



Partial absence (including Currarino triad)



Achondroplasia



Neuroenteric cyst


Inflammatory [MSK]



discitis



tuberculosis spondylitis



osteomyelitis


Neoplasm [MSK]



Intraspinal:




neurofibroma



Dermoid




Epidermoid



Spinal/paraspinal




Ewing sarcoma




Aneurysmal bone cyst




Osteoblastoma




Osteoid osteoma




Langerhans cell histiocytosis of bone




Metastasis (including leukemia and lymphoma)




sacrococcygeal teratoma




neurofibroma [above]



neuroblastoma, ganglioneuroblastoma, ganglioglioma



Chordoma




Extramedullary hematopoiesis


Trauma  [MSK]



fracture/dislocation



atlanto-dens or atlanto-occipital injury



spondylolysia/spondylolisthesis



SCIWORA


Miscellaneous  [MSK]



Scheurmann disease



Scoliosis



Intervertebral disc calcification


Brain


Congenital


Disorder of stem cell development and proliferation




Macrocephaly




Microcephaly




Microlyssencephaly




Cortical dysplasia with balloon cells




e..Hemimegalencephaly



migrational disorder [done by Neuro]




classical lissencephaly




cobblestone lissencephaly




pachygyria




schizencephaly




heterotopic gray matter




polymicrogyria




cortical dysplasia without balloon cells



holoprosencephaly




Alobar Holoprosencephaly   




Semilobar Holoprosencephaly   




Lobar Holoprosencephaly




syntelencephaly   



 Arrhinia/Arhinencephaly   [sp?, syn or 2 terms? Why under brain?]



 Septooptic dysplasia



Chiari malformation




Chiari I




Chiari II




Chiari III



anomaly of corpus callosum



hydranencephaly



Dandy-Walker complex



Cephalocele




Occipital Cephalocele




Frontoethmoidal Cephalocele




Nasal Dermoid




Nasal Glioma




Parietal Atretic Cephalocele




Nasopharyngeal Cephalocele



Intracranial lipoma



Cerebellar hypoplasia/dysplasia




Cerebellar Cortical Dysgenesis




Cerebellar Hypogenesis    





Pontocerebellar Hypoplasia    





Marinesco-Sjogren Syndrome   





X-Linked Nonprogressive Congenital Cerebellar Hypoplasia    





Joubert syndrome





Rhombenencephalosynapsis




Lhermitte-Duclos Syndrome (Dysplastic Cerebellar Gangliocytoma)    



Anomaly of Hypothalamic-Pituitary Axis    




Pituitary Absence, Hypoplasia, or Duplication    




Pituitary Dwarfism    




Kallmann's Syndrome (Hypogonadotropic Hypogonadism)  


Inflammatory



bacterial infection (including meningitis, cerebritis, and abscess)



tuberculosis infection



viral infection (encephalitis)




TORCH infection




AIDS




Varicella-Zoster Encephalitis   




Acute Cerebellitis   




Subacute Sclerosing Panencephalitis   




Progressive Multifocal Leukoencephalitis   




Rasmussen Encephalitis   




Reye's Syndrome 




Poliovirus Infection




Acute Disseminated Encephalomyelitis   




Acute Hemorrhagic Encephalomyelitis   




Progressive Multifocal Leukoencephalitis   




Subacute Sclerosing Panencephalitis  




Acute Necrotizing Encephalitis    



Lime disease [lyme disease?]


Fungal infection



Parasitic infection



Sarcoidosis 


Neoplasm [done by Neuro]



posterior fossa 



medulloblastoma




astrocytoma



ependymoma



brainstem glioma




atypical teratoid/rhabdoid tumor




Schwannoma




Embryonic Tumor




h Dermoid or Epidermoid




Enteric (Endodermal) Cyst




Meningioma  



pineal region tumor




pineocytoma




Pineoblastoma




Germinoma




Mixed germ cell tumor




Teratoma



supratentorial hemispheric tumor




Astrocytoma





Pilocytic





Fibrillary





pilomyoid




Ganglioglioma




Ependymoma




DNET



DIG




Oligodendroglioma




PNET




ATRT [=Atypical teratoid / rhabdoid tumor ?]


Intraventricular tumor




 a. Choroid plexus tumor




b Giant cell astrocytoma




Central neurocytoma



Optic pathway tumor



craniopharyngioma 



Hypothalamic Hamartoma (Hamartoma of Tuber Cinereum)   



Langerhan's Cell Histiocytosis    



Pediatric Pituitary Tumor



Rathke's Cleft Cyst



Tumor of Meninges     




Infantile Myofibromatosis    




Leukemia or Lymphoma   




 c. Langerhans' Cell Histiocytosis   



Dermoid, epidermoid



Congenital 




Teratoma


Cerebral infarction/ischemia [done by Neuro]



arteritis


sickle cell


carotid occlusion [just occlusion]


venous sinus thrombosis


hypoxic/ischemic injury in newborn



intracranial hemorrhage



periventricular leukomalacia




Brain Injury in Premature Infant   




Diffuse Hypoxic-Ischemic Brain Injury in Term Infant     




Ischemic Brain Injury due to Multiple Pregnancies   




Neonatal Hypoglycemia   




Bilirubin Encephalopathy (Kemicterus)   




Hypernatremic Dehydration   


Vascular disorder



Vein of Galen malformation



Arteriovenous Malformation



Dural Arteriovenous Fistula



Cavernous Malformation



Venous Malformation



Capillary Telangiectasia



Radiation-induced telangiectasis



Intracranial Aneurysm




Saccular Aneurysm 




Mycotic Aneurysm 




Traumatic Aneurysm 



Cerebral Vasculopathy in Childhood    




Moyamoya Syndrome   




Sickle Cell Disease    




Arterial Dissection    


Trauma (including shaken baby syndrome) [done by Neuro]



cerebral injury (including shearing injuries and concussion)


subdural hematoma


epidural hematoma


subarachnoid hemorrhage



Birth Trauma   

Complication of chemotherapy/radiotherapy/Toxicity



Central pontine myelinolysis


Metabolic brain disorder


White Matter Disease Initially Affecting Cerebral White Matter   




Metachromatic Leukodystrophy   




Globoid Cell Leukodystrophy (Krabbe's Disease)   




Classic X-Linked Adrenalreukodystropy/Adrenomyeloneuropathy   




Phenylketonuria    




Maple Syrup Urine Disease   




Hyperhomocysteinemia   




Oculocerebrorenal Syndrome (Lowe Syndrome)   




Merosin-Deficient Congenital Muscular Dystrophy   




Mucolipidosis Type IV   




Fibrinoid Leukodystrophy (Alexander's Disease)    




Leukoencephalopathy With Macrocephaly And Mild Clinical Course (van der Knaap Disease)




Pelizaeus-Merzbacher Disease    




Leukodystrophy with Trichothiodystrophy    




18q-Syndrome or Other Chromosome 18 Mutation   




Cockayne Syndrome   




Galactosemia   




Mitochondrial Disorder




r. Nonketotic Hyperglycinemia   




Disorder Of Urea Cycle and Ammonia 




3-Hydroxy-3-Methylglutaryl-Coenzyme A Lyase Deficiency    




Autoimmune or Infectious Disorder Affecting White Matter   




Multiple Sclerosis    



Metabolic Disorder Primarily Affecting Gray Matter   




Hallervorden-Spatz Disease    




Juvenile Huntington's Disease   




Neuronal Ceroid Lipofuscinosis   




Fucosidosis   




Neuroaxonal Dystrophy   




Niemann-Pick Disease   




Progressive Cerebral Poliodystrophy (Alpers' Disease)    




Trichopoliodystrophy (Menkes* Disease)    




Rett Syndrome   




Extrapontine Myelinolysis    




Hemolytic-Uremic Syndrome   



Metabolic Disorder Affecting Both Gray and White Matter    




Spongiform Leukodystrophy (Canavan's Disease)    




Mucopolysaccharidosis   




Peroxisomal Disorder





Zellweger Cerebrohepatorenal Syndrome    





Neonatal Adrenoleukodystrophy    





Rhizomelic Chondrodysplasia Punctata    





Nonrhizomelic Chondrodysplasia Punctata    




Wilson's Disease    




Mitochondrial Disorder





Pyruvate Dehydrogenase Deficiency   





Molybdenum Cofactor Deficiency  





 Methylmalonic and Propionic Acidemia




GM1 and GM2 (Tay-Sachs And Sandhoffs Diseases) Gangliosidosis [what should these really be called?]



L-2-Hydroxyglutaric Aciduria    




Dentatorubral And Pallidoluysian Atrophy    



Disorder Primarily Involving Cerebellum     




Cerebellar Atrophy     




Friedreich's Ataxia    




Ataxia with Selective Vitamin E Deficiency     




Carbohydrate-Deficient Glycoprotein Syndrome    




Infantile Olivopontocerebellar Atrophy   




Infantile Onset Spinocerebellar Ataxia   




Primary Degeneration of Granular Layer of Cerebellum    




Congenital Muscular Dystrophy with Cerebellar Atrophy    




Mevalonic Aciduria   




Spinocerebellur Atrophy




Wolfram Syndrome   

Hydrocephalus



Hydrocephalus Resulting from Excessive Formation of CSF 




Choroid Plexus Papilloma



Hydrocephalus Secondary to Intraventricular Obstruction of CSF Flow (Non-Communicating Hydrocephalus)    




Tumor




Arachnoid Cyst




Aquecductal Stenosis    




X-Linked Hydrocephalus (CRASH Syndrome)    



Hydrocephalus Secondary to Extraventricular Obstruction of CSF (Communicating Hydrocephalus) 




Hemorrhage   




Meningitis   




Cerebrospinal Fluid Seeding of Tumor   




Venous Hypertension    




Normal Pressure Hydrocephalus    



Benign Enlargement of Subarachnoid Space in Infant    


Phakomatosis   



Neurofibromatosis Type I 



Neurofibromatosis Type  II



Tuberous Sclerosis (Bourneville's Disease)    



Sturge-Weber Syndrome    



Von Hippel-Lindau Disease    



Ataxia-Telangiectasia    



Neurocutaneous Melanosis    



Incontinentia Pigmenti    



Epidermal Nevus Syndrome    



Hypomelanosis of Ito    



Basal Cell Nevus Syndrome    



Cutaneous Hemangioma-Vascular Complex Syndrome    



Chediak-Higashi Syndrome    



Progressive Facial Hemiatrophy (Perry-Romberg Syndrome)   

Spinal Cord [done by Neuro] 


Congenital


Myelocele and Myelomeningocele    



Hemimyelocele    



Terminal Myelocystocele    



Cervical Myelocystocele    



Dorsal Dermal Sinus



Spinal Lipoma




Lipomyelocele




Lipomyelomeningocele 




Terminal Lipoma




Intradural lipoma    



Fibrolipoma of Filum Terminale    



Tight Filum Terminate 



Syndrome of Caudal Regression    



Meningocele




Anterior Meningocele    (sacral)




Dorsal Meningocele    




Lateral Meningocele



Split Notochord Syndrome    



Split Cord Malformation (Diastematomyelia)    



Segmental Spinal Dysgenesis    



hydrosyringomyelia



Dural ectasia

Tumor


PNET



astrocytoma


ependymoma


metastasis

Spinal Cord Arteriovenous Malformation



Intramedullary Arteriovenous Malformation



Perimedullary Arteriovenous Fistula



Epidural Fistula

Head or Neck


temporal bone


orbit



Ocular Malformation




Anophthalmia    




Microphthalmic Malformation




Macrophthalmia    



Orbital mass




Capillary Hemangioma




Lymphangioma   




Venous Malformation (Cavernous Malformation)    




Orbital Varix




Orbital Cyst




Granulocytic Sarcoma (Chloroma)   




Metastatic Neuroblastoma    




Dermoid




Epidermoid




Rhabdomyosarcoma

Chest or Airway
Upper Airway/Neck

Congenital


cystic hygroma (lymphatic malformation)


branchial cleft cyst


thyroglossal duct cyst


thymopharyngeal duct cyst


laryngeal stenosis




glottic stenosis




subglottic stenosis




laryngeal web



laryngeal atresia



laryngeal cleft


laryngomalacia



tracheomalacia



bronchomalacia 



choanal atresia



piriform aperture stenosis


Inflammatory


tonsillar enlargement/adenoidal hypertrophy


croup


epiglottitis



tracheitis



retropharyngeal cellulitis/phlegmon/abscess

Neoplasm


juvenile angiofibroma


subglottic hemangioma


laryngeal papilloma



Lymphoma



Lymphangiomas\ (Cystic Hygroma) 



Hemangioma



Neurofibroma



Schwannoma



Cervical Lymphadenitis    



Fibromatosis Colli  [is this right?]  



Rhabdomyosarcoma



Melanotic Neuroectodermal Tumor of Infancy    

Neuroblastoma   [where does this go?]

Trauma


acquired subglottic [missing word?]


acquired glottic stenosis
Chest

Congenital


pulmonary agenesis



pulmonary aplasia



pulmonary hypoplasia


pulmonary venolobar syndrome



 horseshoe lung 


bronchial atresia


bronchopulmonary foregut malformation



sequestration




bronchogenic cyst



cystic adenomatoid malformation



congenital lobar emphysema


tracheal bronchus (bronchus suis or pig bronchus)


accessory cardiac bronchus



tracheal diverticulum



complete tracheal cartilaginous ring



tracheobronchomegaly (Mounier-Kuhn syndrome)



congenital cartilage deficiency (Williams-Campbell syndrome)



diaphragmatic mesothelial cyst



lymphangiectasia



acinar/alveolar dysgenesis



congenital alveolar dysplasia



alveolar capillary dysplasia with malalignment of pulmonary veins



surfactant dysfunction disorder




surfactant B (SP-B) mutation




surfactant C (SP-C) mutation




ABCA3 mutation




lysinuric protein intolerance



immotile cilia syndrome, ciliary dyskinesia

Inflammatory


infection [already done by Thoracic]



bacterial pneumonia (including streptococcus, staphylococcus, pertussis, chlamydia, mycoplasma, H. influenza) including pneumonia, abscess, and postinfectious pneumatocele [what happened here?]



viral pneumonia (including RSV, varicella, measles)



tuberculosis



pneumocystis infection



fungal infection


AIDS


Reactive airways disease [saw ref to abandon this term http://ajrccm.atsjournals.org/cgi/content/full/163/4/822 ]


Bronchiectasis


Cystic fibrosis



bronchiolitis obliterans/constrictive bronchiolitis



bronchiolitis obliterans with organizing pneumonia, cryptogenic 

organizing pneumonia



follicular bronchitis/bronchiolitis 



 lymphocytic interstitial pneumonitis (LIP)



nonspecific interstitial pneumonitis (NSIP)


Neoplasm


Mediastinal neoplasm



lymphoma/leukemia



teratoma



thymoma



neurogenic tumor




Langerhans cell histiocytosis


primary lung neoplasm



adenoma



inflammatory myofibroblastic tumor (inflammatory pseudotumor)



pleuropulmonary blastoma


metastatic lung neoplasm


chest wall neoplasm (including Askin tumor, PNET, Ewing’s sarcoma)



diaphragm neoplasm (rhabdomyosarcoma)

Trauma [already done by Thoracic]


contusion


airleak



pneumothorax



pneumomediastinum



pulmonary interstitial emphysema



bronchopleural fistula



fracture of tracheobronchial tree




airway foreign body



post-traumatic bronchial stenosis



post-traumatic diaphragmatic hernia



complication of tube or line

Unique problem in neonate [what to do with this?]


hyaline membrane disease 




respiratory distress syndrome (RDS)




surfactant deficiency disorder)



transient tachypnea of newborn


neonatal pneumonia


congenital diaphragmatic hernia


bronchopulmonary dysplasia (chronic lung disease of infancy)


meconium aspiration syndrome


persistent fetal circulation


ECMO therapy or its complications


chylothorax


air leak in neonate

Miscellaneous [already done by Thoracic]


idiopathic pulmonary hemosiderosis


collagen-vascular disease


spontaneous pneumothorax


cardiogenic and noncardiogenic pulmonary edema (includingARDS)


Langerhans cell histiocytosis



neuroendocrine cell hyperplasia of infancy (NEHI), a.k.a. persistent tachypnea of infancy, chronic idiopathic bronchiolitis of infancy



pulmonary interstitial glycogenosis (PIG), a.k.a infantile cellular interstitial pneumonitis, histiocytoid pneumonia



pulmonary capillary hemangiomatosis



thoracic (pulmonary) lymphangiomatosis



pulmonary cytolytic thrombus



pulmonary veno-occlusive disease



pulmonary capillaritis

Musculoskeletal System [not yet reconciled with MSK list]
Congenital

Bone dysplasia


Osteochondrodysplasia affecting growth of tubular bones and spine (identifiable at birth)




Thanatophoric cysplasia



Chondrodysplasia punctata



Achondroplasia [listed under spine as well]



Asphyxiating thoracic dystrophy


osteochondrodysplasias affecting growth of tubular bones and spine (identifiable in later life)




metaphyseal chondrodysplasia



multiple epiphyseal dysplasia


osteochondrodysplasia with disorganized development of cartilage and fibrous components of skeleton



multiple cartilagenous exostoses



enchondromatosis



polyostotic fibrous dysplasia



neurofibromatosis


abnormality of density of cortical diaphyseal structure or metaphyseal modeling




osteogenesis imperfecta



osteopetrosis



pyncodysostosis



diaphyseal dysplasia



metaphyseal dysplasia

Limb reduction anomaly (including proximal focal femoral deficiency and radial ray anomaly)



Amelia



Phocomelia



Ectromelia 



Hemimelia



Longitudinal reduction defect 



Proximal femoral focal deficiency 


Malformation of upper limb(s), including shoulder girdle 


Accessory carpal bones 


Cleidocranial dysostosis 


Congenital pseudarthrosis of clavicle 


Macrodactylia (fingers) 


Madelung's deformity 


Radioulnar synostosis 


Sprengel's deformity 



Triphalangeal thumb 



Glenoid dysplasia (sequela of Erb’s palsy)


deformity of hand 


Manus cava



Manus extensa



Manus flexa



Manus plana



Manus superextensa



Manus valga



Manus vara



Congenital clubfinger 


Spade-like hand


Split hand deformity (ectrodactyly)  


Curved fingers



Clinodactyly



Delta phalanx



Kirner’s deformity

Polydactyly  [keep?]


Accessory finger


Accessory thumb


Accessory toe


Accessory hallux


Syndactyly 


syndactyly of fingers with synostosis 


syndactyly of fingers without synostosis 


syndactyly of toes with synostosis 


syndactyly of toes without synostosis 

Deformity of hip 


Developmental dysplasia of hip



Dislocation



Subluxation



Unstable hip 




Dislocatable




Subluxatable 


Anteversion of femoral neck 


Coxa vara 


Coxa valga


Proximal focal femoral deficiency

Deformity of lower extremity



genu recurvatum 


Blount disease


Physiologic bowleg deformity

Deformity of foot 


Talipes 



Talipes calcaneovalgus 



Talipes calcaneovarus 



Talipes calcaneus 



Talipes Equinovalgus



Talipes equinovarus



Talipes equinus 


Metatarsus varus 


Hallux varus 


Pes planus 


Metatarsus valgus 


Skew foot


Pes cavus 


Hammer toe


Tarsal coalition 


Vertical talus 



metatarsus adductus

Musculoskeletal deformity of face 


Facial asymmetry 


Compression facies 



Squashed or bent nose


Deviation of nasal septum 


Hemifacial atrophy


Hemifacial hypertrophy

Deformity of head 


Dolichocephaly 


Plagiocephaly 


Depressions in skull


Acrocephaly 


Oxycephaly 


Trigonocephaly


Craniosynostosis



Coronal Craniosynostosis



Sagittal Craniosynostosis



Metopic Craniosynostosis



Lambdoid Craniosynostosis


Platybasia


Lacunar skull (luckenschadel)


Parietal foramina

Deformity of chest  



Pectus excavatum (Congenital funnel chest)


Pectus carinatum (Congenital pigeon chest)


Malformation of sternum 



Absence of sternum 



Sternum bifidum 



Tilted sternum

Malformation of rib


Accessory rib 


absence of rib 


fusion of ribs  


Cervical rib


Anterior rib convexity

Amniotic band syndrome

Congenital bowing deformity 


Pseudoarthrosis


Synostosis 


Skeletal abnormality associated with Down syndrome

Skeletal abnormality associated with mucopolysaccharidosis or mucolipidosis

Developmental dysplasia of hip

Skeletal abnormality associated with neuromuscular disease


meningomyelocele


cerebral palsy


muculodystrophy
Infection/Inflammatory

Pyogenic osteomyelitis

Septic arthritis

Toxic synovitis of hip

Tuberculosis

Syphilis

Juvenile rheumatoid arthritis

Hemophilic arthropathy
Neoplasm

Benign


osteochondroma


unicameral bone cyst


aneurysmal bone cyst


nonossifying fibroma/fibrous cortical defect


fibrous dysplasia


Langerhans cell histiocytosis of bone


Osteoid osteoma


Osteoblastoma


Chondroblastoma


Chonromyxoid fibroma

Malignant


Osteogenic sarcoma
Trauma

Fracture 


Plastic deformation (bending)



Buckle (torus)



Greenstick fracture



Salter-Harris fracture




Type I fracture





Slipped capital femoral epiphysis




Type II fracture




Type III fracture




Type IV fracture




Type V fracture



Ogden-Rang fracture




Type VI fracture




Type VII fracture




Type VIII fracture




Type IX fracture



Avulsion fracture




Partial avulsion fracture, (apophysitis)





Osgood-Schlatter fracture, (tibial tubercle)





Sinding-Larsen-Johansson  fracture (distal pole of patella)




Complete avulsion fracture



Stress with open growth plates




Gymnast’s wrist



Misc.




Non-accidental trauma (Child abuse)




Toddler’s fracture




Nursemaid’s elbow




Premature growth plate closure




Acute osteochondral injuries




Osteochondritis dissecans

Metabolic/Endocrine

Rickets

Renal osteodystrophy

Hyperparathyroidism

Hypoparathyroidism

Hypophosphatasia

Scurvy

Bone age determination
Osteochondrosis

Legg-Perthes disease

Kohler disease

Freiberg disease

Osteochondritis dissecans

Blount disease and physiologic bowing

cryptorchidism an abnormality of either unilateral or bilateral testicular descent, occurring in < 30% premature and 3-4% term males. Descent may complete postnatally in the first year, failure to descend can result in sterility

1. Fistula – an abnormal connection or passageway between organs, intestine, or vessels that normally do not connect. May be congenital or acquired. Acquired may be biological or mechanical

Blind – with only one open end


Complete – with both external and internal openings


Incomplete – a fistula with an external opening, which does not connect to any internal organ

2. Shunt – a hole or passage which allows movement of fluid from one part of the body to another. May be congenital or acquired. Acquired may be biological or mechanical

3. Atresia - the absence of an opening of a hollow visceral organ, resulting in a complete obstruction
