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TERMINI DYSMORPHICI SPECIALES

Defectus capitis
Defectus cranialis
Acephalia
Cebocephalia
Dicephalia
Hemicephalia
Hydrocephalia
Macrocephalia

Microcephalia
Craniosynostosis®’

Oxycephalia

Pachycephalia

Plagiocephalia

Scaphocephalia

Schistocephalia [Cephaloschisis]

Tricephalia

Canalis craniopharyngeus

Acrania

Hemicrania

Schistocrania [Cranioschisis]

Defectus encephalicus

Anencephalia

Exencephalia

Hypoplasia prosencephali®

Dysplasia cerebelli

Abiotrophia cerebell

Hydrencephalia

Macrencephalia

Micrencephalia

Agyria

Microgyria

Pachygyria

Polygyria

Encephalocelia [-coelia]

Meningocelia [-coelia]
Meningocelia cranialis
Meningocelia spinalis

Meningoencephalocelia [-coelia]

Defectus lingualis

Aglossia

SPECIAL TERM OF MALFORMATION

cephalic defect
cranial defect
acephalia (-y, -us)
cebocephalia (-y, -us)
dicephalia (-y, -us)
hemicephalia (-y, -us)
hidrocephalia (-y, -us)
macrocephalia (-y, -us)

microcephalia (-y, -us)
craniosynostosis

oxycephalia (-y, -us)
pachycephalia (-y, -us)
plagiocephalia (-y, -us)
scaphocephalia (-y, -us)
schizencephalia (-y, -us)
tricephalia (-y, -us)
craniopharyngeal canal
acrania, acranius, anencephaly
hemicrania

schistocrania [cranioschisis]
encephalic defect
anencephalia (-y, -us)
exencephalia (-y, -us)
prosencepharic hypoplasia
cerebellar dysplasia
cerebellar abiotrophy
hydrocephalia (-y, -us)
macrencephalia (-y, -us)
micrencephalia (-y, -us)
agyna

microgyria

pachygyria

polygyria

encephalocele
meningocele

cranial meningocele, cephalic meningocele
spinal meningocele
meningoencephalocele
lingual defect

aglossia

(67) Craniosynostosis(BEEEHRERIAS) . CDMAE(E. #RDCraniosynotosis & WD FEEL D (FDMMIHFH
DI KDBEREICEAESNTVDZS. COFEICES]RR I,

(68) Hypoplasia prosencephali(BIBMEZRR) (&, FHICRSNDEREDEETH D,
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Ankyloglossia

Macroglossia

Microglossia

Diglossia

Pachyglossia

Schistoglossia

Defectus maxillaris et mandibularis

Agnathia
Brachygnathia inferior, superior

Prognathia inferior, superior
Dignathia

Macrognathia

Micrognathia

Hypognathia

Schistognathia [Gnathoschisis]
Otognathiass

Defectus facialis
Aprosopia
Diprosopia
Schistoprosopia
Fissura facialis obliqua
Defectus oralis
Astomia
Macrostomia
Microstomia
Defectus nasalis
Arrhinia
Dirrhinia
Achalasia choanae
Proboscis
Syndroma schistopalatinum
Defectus labialis
Acheilia
Macrocheilia
Schistocheilia [Fissio labialis]
Schistocheilia unilateralis
Schistocheilia bilateralis
Schistocheilia mediana
Defectus palatinus
Palatum fissum
Fissura palatina

Fissura palatina mediana

tongue-tie, ankyloglossia
macroglossia, megaloglossia
microglossia

diglossia

pachyglossia

cleft tongue, schistoglossia
maxillary defect

agnathia

mandibular retrognathia, inferior

maxillary retrognathia, superior brachygnathia
mandibular protrusion, maxillary protrusion

dignathia (-us)
macrognathia
micrognathia

hypognathia

cleftjaw, schistognathia [gnathoschisis]

Otognathia

facial defect

aprosopia (-us)
diprosopia (-us)

facial cleft, schistoprosopia
oblique facial cleft

oral defect

astomia (-us)
macrostomia
microstomia

nasal defect

arrhinia, arhinia

dirrhinia, bifid nose
choanal achalasia
proboscis

syndrome of cleft palate
labial defect

acheilia

macrocheilia

cleft lip, labial fissure, cheiloschisis
unilateral cleft lip
bilateral cleft lip

median cleft lip

palatine defect
palatoraphy

cleft palate, paratoschisis

median cleft palate

(69) Otognathia(B F#538)(d. BENMOMIFRIT/NSIREZDTHREN DD LEFHETDAERERETHD. £
Y ICREZHBN. FHICEEFHBNS.



FRIEOER Fissura palatina unilateralis unilateral cleft palate

mAOER Fissura palatina bilateralis bilateral cleft palate

IRERDAZ R T Defectus ocularis ocular defect

IR Anophthalmia anophthalmia, anophthalmus

FETEBREK Cryptophthalmia cryptophthalmia, cryptophthalmus

HR Cyclopia cydopia, cydops

E/REK Macrophthalmia macrophthalmia (-us) , megalophthalmia (-us)

/NBREK Microphthalmia microphthalmia, microphthalmus

BRI R Hypertelorismus ocularis ocular hypertelorism

BR= Rt Hypertelorismus orbitalis orbital hypertelorism

RARER Ablepharia ablepharia, ablephary

BRZHE/ ) Blepharophimosis blepharophimosis

BREGYEE Ankyloblepharia ankyloblepharon

TRBAE Dacryostenosis dacryostenosis

M AE Cornea conicalis keratoconus, conical cornea

REARER Cornea plana flat cornea, plane cornea

LA Cornea perforata perforated cornea

IKBAREEIER Fovea lentis persistens persistent lens pit

I Aniridia aniridia, irideremia

TR RE Coloboma iridis iris coloboma, iridocoloboma, coloboma ofiris

2B Polycoria polycoria

BHZER Polycoria vera true polycoria

RIEZ BT Polycoria spuria spurious polycoria

FEFLARIEDS Membrana pupillaris persistens persistent papillary membrane

SERMHRAE Glaucoma congenitale congenital glaucoma

KB [FKERIAR] Aplasia lentis [Aphakia] lens aplasia [aphakia]

SERMEBEAE Cataracta congenitalis congenital cataract

IKERAMRAL Ectopia lentis ectopic lens (lens edopia)

THFABIARETS Arteria hyaloidea persistens persistent hyloid artery
(70) Hypoplasia choroideae(AT#SIEIRAZAR). Hd1 R, $FCTY B THRINDIIFE(C—MRNMEETH

ATABARAEAZER Hypoplasia choroideae [chorioideae]”® choroidal hypoplasia Do COBHMEEGEMEDERMEREIREFClE. PHEDOMEERE(CKD. REROMEIETS KUKRHEIROZER(CRIEN
£U3.

AR Cystis retinalis retinal cyst

HBRRRAE Coloboma retinae retinal coloboma

fEIEES T Atrophia retinae retinal atrophy

HRPEEAZ R Dysplasia retinae retinal dysplasia

HNORMRE Defectus auricularis auricular defect

Hia Otocephalia otocephalia

S ELERATE Ankylotia ankylotia, meatal atresia, ear canal atresia

=)= Synotia synotia

)= Microtia microtia

|\E Anotia anotia

EE Macrotia macrotia

%H Polyotia polyotia
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Cystis preauricularis [prae-]
Sinus preauricularis [prae-]
Defectus dentalis
Anodontia

Hyperodontia

Hypodontia

Polyodontia

Polyphyodontia

Enameloma [Adamantinoma]

Cystis dentigera
Defectus cervicalis
Costa cervicalis
Cystis cervicalis
Cystis cervicalis branchialis
Cystis cervicalis thyroglossalis [thyreo-]
Fistula cervicalis [branchialis]
Sinus cervicalis [branchialis]
Saccus pharyngeus persistens
Glandula thyroidea [thyreoidea] absens
Glandula thyroidea [thyreoidea] accessoria
Malpositio glandulae thyroideae [thyreoideae]
Defectus columnae vertebralis
Vertebra thoracica accessoria
Vertebra lumbalis accessoria
Vertebra sacralis accessoria
Kyphosis
Lordosis
Scoliosis

Kyphoscoliosis
Torticollis™

Hemivertebra

BRIE
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Chordoma

Neuroblastoma

Rachischisis vertebralis
Fissura craniospinalis
Fissura arcus vertebrae
Spina bifida
Meningocelia [-coelia]

Defectus medullae spinalis

Amyelia

Diplomyelia

preauricular cyst
preauricular sinus
dental defect
anodontia
hyperodontogeny
hypodontia
polyodontia
polyphodontia

ameloblastoma,
[adamantinoma]

odonto-cyst

cervical defect

cervical rib

cervical cyst

branchial cyst

thyroglossal cyst

cervical fistula [branchial fistula]
cervical sinus [branchial sinus]
persistent pharyngeal sac
aplasia of thyroid gland, athyrosis
accessory thyroid gland
malposition of thyroid gland
vertebral defect

accessory thoracic vertebra
accessory lumbar vertebra
accessory sacral vertebra
kyphosis, kyphos

lordosis

scoliosis

kyphoscoliosis
torticollis, wry neck

hemivertebra
transitional vertebra
chordoma
neuroblastoma
rhachischisis
craniospinal fissure
vertebral arch fissure
spina bifida
meningocele

spinal defect
amyelia

diplomyelia

enameloblastoma

(71) Torticollis(RI¥8) (&, ZFKZ:A.

Wd,

ELCDORDFERMEEIZIFHERDERIEIEE

"wry neck") &UTKLHBNT

(72) Vertebrae transitoriae(J4THES ) [E. RKBDOLEREEEDOHT TREZWVNEDD—DICS TSN TS,
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Schistomyelia [Myeloschisis]
Spina bifida
Spina bifida aperta
Spina bifida occulta
Meningocelia [-coelia]
Myelocelia [-coelia]
Meningomyelocelia [-coelia]
Defectus thoracici
Defectus cardiacus
Acardia
Diplocardia
Hemicardia
Ectocardia
Dextrocardia
Dextroaorta
Ectopia cordis
Cor biloculare
Cor triloculare
Cor triloculare biatriale
Cor triloculare biventriculare

Defectus septi interatrialis
Foramen ovale persistens “33)

Septum primum absens
Septum secundum absens
Defectus septi interventricularis
Foramen interventriculare patens
Pars membranacea defecta
Pars muscularis defecta
Truncus arteriosus persistens
Truncus pulmonalis duplex
Tetralogia Fallotii
Transpositio aortae
Stenosis trunci pulmonalis
Hypertrophia ventriculi dextri
Defectus septi interventricularis
Dysplasia valvae
Stenosis valvae atrioventricularis
Stenosis valvae trunci pulmonalis
Stenosis valvae aortae
Canalis atrioventricularis persistens
Fibroelastosis endocardiaca
Defectus vascularis

Aorta coarctata

myeloscisis

spina bifida

open spina bifida
occult spina bifida
meningocele
myelocele
meningomyelocele
thoracic defect
cardiac defect
acardia

diplocardia
hemicardia
ectocardia
dextrocardia

right aortic arch
ectopia cordis
two-chambered heart
three-chambered heart

biatrial three-chambered heart

biventricular three-chambered heart

atrial septal defec (tASD)
patent oval foramen

primary septal defect
secondary septal defect
ventricular septal defec (tVSD)
patent interventricular foramen
membranous septal defect
muscular septal defect
persistent arterial trunk

double pulmonary arterial trunk
tetralogy of Fallot

transposition of aorta
pulmonary stenosis

right ventricular hypertrophy
ventricular septal defect
valvular dysplasia
atrioventricular valvular stenosis
pulmonary valvular stenosis
aortic valvular stenosis
persistent atrioventricular canal
endocardiac fibroelastosis
vascular defect

coarctation of aorta

*33 JREAT(dForamen ovale persistens 3 & UDuctus arteriosus persistens & 7> TLVBH, persistens KD
patens ZAWLB AN KLY (N.E.3rded. ZE88) . LIz T, CTTldPHX Tpatens ZHRA LI,
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Aorta dextra persistens

Truncus pulmonalis stenoticus
Ductus arteriosus persistens *33)
Vena cava cranialis duplex

Origo pulmonalis arteriae coronariae

Aneurisma arteriovenosum
Anastomosis v. portae cum v. cava caudali’”®

Hemangioma [Haemangioma]
Defectus thoracicus parietalis
Schistosternia

Foramen sternale
Costa bifurcata
Schistosoma reflexum’
Defectus thoracicus respiratorius
Fistula tracheoesophagealis [-oeso-]
Cystis pulmonalis
Multilobatio pulmonis

Lobus azygos
Pulmo polycystica
Hypoplasia pulmonis
Situs inversus visceralis

Situs inversus visceralis partialis

Situs inversus visceralis totalis

persistent right aorta

pulmonary stenosis

patent ductus arteriosus, patent arterial duct

double crania (I anterior) vena cava

origin of coronary artery from pulmonary artery

arteriovenous aneurysm

anastomosis of cauda (I posterior) vena cava and

portal vein

hemangioma

defect of thoracic wall
sternal deft, schistosternia
sternal foramen

bifid rib

Schistosoma reflexum
defect of thoracic respiratory organs
tracheoesophageal fistula
pulmonary cyst

multilobar lung

azygos lobe

polycystic lung
hypoplasia of lung
visceral inversion

partial visceral inversion

total visceral inversion

(73)ZN, PIBREBAEFRDBDIEIEH

(74) Schistosoma reflexum(REEMERUK). COXRMEREE. FKH. £<ICDST
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Defectus abdominales *34)
Defectus canalis alimentarii
Brachyesophagia [-oeso-]
Megaesophagia [-oeso-]
Achalasia esophagi [oesophagi]
Fistula tracheoesophagealis [-oeso-]
Ventriculus thoracicus
Malrotatio intestini

Situs inversus abdominalis
Diverticulum intestinale jejuni

Diverticulum jejunale patens

Chorda fibrosa

Fistula umbilicalis

Mucosa gastrica umbilicalis

Volvulus congenitalis
Intussusceptio congenitalis

Mesenterium inconjunctum
Lobus hepatis accessorius
Stenosis ductus choledochi
Pancreas anulare
Hernia
Hernia diaphragmatica
Hernia umbilicalis
Hernia inguinalis
Eventeratio
Gastroschisis
Schistocelia [-coelia]
Exomphalos
Omphalocelia [-coelia]
Cecum [Caecum] mobile
Ectopia ceci [caeci]
Megacolon
Aganglionosis
Aganglionosis colonica
Aganglionosis rectalis
Fistulae rectales
Anus imperforatus
Defectus organorum urinarium
Ren glomeratus
Ren lobatus
Ren pelvicus
Ren polycysticus
Ren sigmoideus
Ren unguliformis

Ureter duplex

abdominal defect *34
defect of digestive duct
brachyesophagus, short esophagus
megaesophagus, megaloesophagus
esophageal achalasia
tracheoesophageal fistula

thoracic stomach

intestinal malrotation

abdominal visceral inversion

jejunal diverticulum

patentjejunal diverticulum

fibrous cord

umbilical fistula

umbilical gastric mucosa

congenital volvulus

congenital indigitation, congenital invagination,
congenital intussusception

mesenterial inconjunction
accessory hepatic lobe, accessory liber
stenosis of common bile duct
annular pancreas

hernia

diaphragmatic hernia
umbilical hernia

inguinal hernia
eventration of the viscera
gastroschisis

schistocelia

exomphalos
omphalocele

mobile cecum

ectopic cecum
megacolon
aganglionosis

colonic aganglionosis
rectal aganglionosis
rectal fistula

imperforate anus

defect of urinary organ
lump kidney

lobulated kidney

pelvic kidney

polycystic kidney

sigmoid kidney
horseshoe kidney
duplicated ureter

JRAT(Fabdominales £/2D TWLW\BN', B EINRETHEIINS, -lis £TD.
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Ureter bifurcatus

Ureter ectopicus

Ureter dorsocavalis
Stenosis ureteris

Ectopia vesicae urinariae
Cystis urachalis

Sinus urachalis

Defectus organorum genitalium

Hydrocelia [-coelia] testis
Ectopia testis
Anorchismus
Cryptorchismus
Polyorchismus

Hermaphroditismus

Pseudohermaphroditismus

Diphallia
Epispadia
Hypospadia
Anovaria
Polyovaria
Ovotestis
Intersexus
Uterus infantilis
Uterus unicornis
Uterus bicervicalis
Uterus duplex
Uterus didelphys
Vagina septata

Def is ur

Y
Cloaca persistens
Fistula
Fistula rectourethralis
Fistula rectovaginalis

Fistula rectovesicalis

Fistula rectovestibularis

Fistula vesicovaginalis

Defectus urethrae masculinae

Urethra diphallica
Urethra epispadiaca
Urethra hypospadiaca
Phimosis
Defectus integumenti
Ichthyosis
Polymerismus
Achorea *35)

Alopecia

bifid ureter, bifuricated ureter
ectopic ureter

retrocaval ureter, dorsocaval ureter
ureteric stenosis

edopic urinary bladder

urachal cyst

urachal sinus

defect of genital organ

scrotal hydrocele

ectopic testis

anorchia, anorchism, anorchidism
cryptorchidism, cryptorchidy, cryptorchism
polyorchidism, polyorchism
hermaphroditism
pseudohermaphroditism

double penis

epispadias

hypospadias

anovaria, ovarian agenesis
polyovaria, supernumerary ovaries
ovotestis

intersex

infantile uterus

unicornual uterus, uterus unicornis
bicervical uterus

uterine duplication

uterus didelphys, double uterus
vaginal septum

defect of urogenital organ
persistent of cloaca

fistula

rectourethral fistula

rectovaginal fistula

rectovesical fistula

rectovestibular fistula
vesicovaginal fistula

defect of male urethra

diphallic urethra

epispadiac urethra

hypospadiac urethra

phimosis, apistration

defect of common integment
ichthyosis

polymerism

achorea *35 Achorea (& DRINETEDHNDONSRVD, TOBODREREEULTCEEEE UL,

alopecia
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Atrichia

Hypertrichosis

Hypotrichosis

Anhydrosis *36)

Hypohydrosis *36)

Hypochromia

Albinismus

Albinismus partialis

Albinismus totalis

Hyperchromia

Melanismus

Nevus [Naevus]

Cystis dermoidea

Cystis pilonidalis

Dermoideum

Excrescentia preauricularis [prae-]

Fistula pilonidalis

Sinus dermalis

Sinus pilonidalis

Onychodystrophia

Anonychia

Hyperonychia

Polyonychia

Dysmastia

Amastia

Gynecomastia [Gynaecomastia]
Gynecomastia unilateralis
Gynecomastia bilateralis

Hypermastia

Macromastia

Micromastia

Polymastia

Athelia

Hyperthelia

Microthelia

Polythelia

Defectus skeletales *37)

Absentia

Absentia longitudinalis

Absentia longitudinalis radialis, tibialis

Absentia longitudinalis ulnaris, fibularis

Absentia longitudinalis centralis
Absentia transversalis
Absentia terminalis
Fusio

Fusio glenoidalis

atrichia

hypertrichosis, hirsutism
hypotrichosis

anhidrosis *36
hypohidrosis

hypochromatism

albinism

partial albinism

total albinism

hyperchromia

melanism

nevus

dermoid cyst

pilonidal cyst

dermoid

preauricular excrescence
pilonidal fistula

dermal sinus

pilonidal sinus

onchodystrophy

anonychia

hyperonychia

polyonychia

dysmastia

amastia

gynecomastia

unilateral gynecomastia

bilateral gynecomastia
hypermastia

macromastia

micromastia

polymastia

athelia

hyperthelia

microthelia

polythelia, polythelism

skeleton defect *37
absence

longitudinal absence

radial, tibial longitudinal absence
ulnar, fibular longitudinal absence
central longitudinal absence
transversal longitudinal absence
terminal longitudinal absence
fusion

shoulder joint fusion, glenoidal joint fusion

JRART(3-hydrosis &72D> TULVBHY, -hidrosis H'IELLY.

[RAT (dskeletales 7ZhHY, -lis EINRETHSES,
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Fusio cubitalis
Fusio radioulnaris (Car, su)
Fusio carpalis
Fusio metacarpalis (Car, su)
Fusio phalangealis
Fusio digitalis
Fusio coxalis
Fusio genualis
Fusio tibiofibularis (Car, su)
Fusio tarsalis
Fusio metatarsalis (Car, su)
Dysmelia
Amelia
Brachymelia
Dimelia
Dolichostenomelia
Ectromelia
Hemimelia .

Macromelia
Meromelia”

Micromelia

Notomelia

Peromelia”

Phocomelia
Phocomelia preaxialis [prae-]
Phocomelia postaxialis

Polymelia

Schistomelia

Sirenomelia

Symmelia

Abrachia

Hemihypertrophia brachialis

Macrobrachia

Microbrachia

Tribrachia

Acheiria

Dicheiria

Macrocheiria

Microcheiria

Schistocheiria [Cheiroschisis]

Apodia

Macropodia

Monopodia

Schistopodia [Podoschisis]

Sympodia

elbow joint fusion, cubital joint fusion
radioulnar fusion

carpal fusion

metacarpal fusion

phalangeal joint fusion

digital joint fusion

hip joint fusion, coxal joint fusion
genual joint fusion, patellar joint fusion
tibiofibular fusion

tarsal fusion

metatarsal fusion

dysmelia

amelia

brachymelia, meromelia

dimelia

dolychostenomelia

ectromelia, ectromelus

hemimelia

macromelia
meromelia

micromelia

notomelia

peromelia, edromelia
phocomelia

preaxial phacomelia
postaxial phocomelia
polymelia

schistomelia

sirenomelia, sirenomelus
symmelia

abrachia, abrachiatism
brachial hemihypertrophy
macrobrachia
microbrachia

tribrachia

acheiria

dicheiria

macrocheiria
microcheiria
schistocheiria, cleft hand, split-hand
apodia

macropodia

monopodia

cleft foot, split-foot, schistopodia

sympodia

(75) Meromelia(J2E) (& PURDFEBNATETH D E. IRDE—RFLETIRICHFEDSML (FIXFILE CHB) HFE
LRWZ EZRY. CORER. BRMEK TARTETH D E&RT Peromelia(FRR)LDE. KDEARNHETSH D,
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Tripodia
Adactylia
Ankylodactylia
Arachnodactylia
Brachydactylia
Camptodactylia
Clinodactylia
Ectrodactylia
Macrodactylia
Microdactylia
Polydactylia
Polysyndactylia
Syndactylia

Hyperphalangia [Polyphalangia]

Hypophalangia
Triphalangia digiti |
Talipes
Arthrogryposis
Contractura tendinis

Deformitas flexa articulationis

Deformitas angularis articulationis (valgus, varus)

Exostosis
Hyperostosis
Synostosis
Osteochondrodysplasia

Osteochondrodystrophia

tripodia

adactylia, adactyly

ankylidactylia, ankylidactyly
arachnodactylia, arachnodactyly
brachydactyly

camptodactylia, camptodactylism, camptodactyly
clinodactyly

ectrodactylia, ectrodactylism, ectrodactyly
macrodactylia, macrodactyly
microdactylia, microdactyly

polydactylia, polydactylism,polydactyly
polysyndactyly

syndactylia, syndactylism, syndactyly

hyperphalangia, hyperphalangism, polyphalangia,
polyphalangism

hypophalangism

triphalangeal thumb

clubfoot, talipes

arthrogryposis

tendinous contracture

articular flexural deformity

articular angular deformity { valgus,varus)
exostosis

hyperostosis

synostosis

osteochondrodysplasia, osteochondrodysplasty

osteochondrodystrophia, osteochondrodystrophy



