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Cranioschisis

Other severe brain malformations
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Encephalocele






Meckel-Gruber syndrome

Large occipital encephalocele, microcephaly,
sloping forehead, micro/retrognathia, low-set
malformed ears, and short neck. The infant also
had post-axial polydactylies.
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Holoprosencephaly

cyclopia
cebocephaly
ethmocephaly




micropolygyria

large hydrocephalic head
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Dandy-Walker malformation

a large posterior fossa cyst
(black arrows) with absence
of the cerebellar vermis
(yellow arrow,




Arnold Chiari malformation 1

spinal myelomeningocele
associated with cerebellar
hypoplasia and displacement
of the tonsils and of the
elongated distal brainstem
through the enlarged foramen
magnum
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Acrocephalosyndactyly

Or

Acrocephalopolysyndactyly (ACPS)
Apert syndrome

Pfeiffer syndrome

Carpenter syndrome

Crouzon syndrome

Saethre-Chotzen syndrome
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Congenital diaphragmatic hernia

Gastrochiesis
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Achondroplasia

Achondroplasia showing a large head,
small chest, normal size of the trunk,
rhizomelic micromelia, and
exaggerated lumbar lordosis.
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Achondroplas




280 Metatropic dysplasia.
Note: Narrow chest, short limbs, prominent joints,
long feet and caudal appendage.

Other features: Short stature, severe kyphosis
and scoliosis and enlarged joints. X-rays show
extreme flaring of the metaphyses in the neonatal
period with platyspondyly.

Inheritance: Autosomal recessive.
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Thanatophoric dysplasia

Frontal bossing, flat
facies, short neck,
micromelia, and

. small chest.
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Campomelic dysplasia

bowing of the limbs with pretibial skin dimples,
hypoplasia of cervical vertebra and

scapula, 11 pairs of ribs, non-mineralized pedicles,
vertical/narrow iliac wings, and bowing of femurs.




short humeri and punctate calcifications in
the shoulder and/or elbow joints




: Asphyxiating thoracic dystrophy
(Jeune syndrome)




258 and 259 Sirenomelia.

Note: ‘Potters’ facies, complete fusion of lower
limbs with absence of genitalia.

Other features: Vertebral defects, renal agenesis
and imperforate anus.

Inheritance: Sporadic, more common in one of
identical twins.
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Metatropic dysplasia

bulbous enlargement of
joints.
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/ Ellis-van Creveld syndrome

Oligodontia and malformed teeth, severe nail hypoplasia of the hands and feet,
and broad hands with bilateral post-axial polydactyly.




Osteogenesis imperfecta Type |l

Multiple rib
B fractures.




Osteogenesis imperfecta type Il

globular skull
and
blue sclerae




Fanconi anemia




TAR

syndrome

hrombocytopenia—-absent radius
syndrome



Angulated wrist in ra
hypoplasia




Thrombocytopenia-absent radius (TAR)

club hands with finger-like thumbs
and radial aplasia,




club hands, absent radius and
fingerlike thumbs
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phocomelia
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labetic embryopathy

left club hand with hypoplastic thumb and sacral
agenesis with contractures of knees illustrated by
radiographs.




260 and 261 Diabetic embryopathy.
Note: Gross muscle wasting of legs, severe talipes
equinovarus, short femora and sacral agenesis with
prominent dimpling of skin.

Other features: Heart defect, cleft palate. In
general infants of diabetic mothers have 2-3 times
the incidence of congenital malformations.
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Acrocephalosyndactyly

Or

Acrocephalopolysyndactyly (ACPS)
Apert syndrome

Pfeiffer syndrome

Carpenter syndrome

Crouzon syndrome

Saethre-Chotzen syndrome
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Atelosteogenesis

for a newborn skeletal dysplasia characterized by
specific patterns of aplasia/hypoplasia of humeri,
femora, spine, and other skeletal elements.




Larsen syndrome

a variety of symptoms,
including anterior
of the
knees, of the hips

and elbows, flattened facial

appearance, prominent

foreheads, and depressed nasal

bridges.

Larsen syndrome can also

cause a variety

of and
abnormalities.


https://en.wikipedia.org/wiki/Congenital
https://en.wikipedia.org/wiki/Dislocation
https://en.wikipedia.org/wiki/Dislocation
https://en.wikipedia.org/wiki/Cardiovascular
https://en.wikipedia.org/wiki/Orthopedic
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Amniotic band syndrome

In utero amputation of the 3rd and
4th fingers.




Cornelia de Lange syndrome

finely arched heavy eyebrows,
long eyelashes, small upturned
nose, long smooth philtrum, and
cupid’s-bow mouth

mutations in the NIPBL
gene on chromosome 5p13




De Lange syndrome

synophrys, coarse eyebrows, long curly eyelashes, depressed nasal bridge with
anteverted nares, long thin upper lip, down-turned angles of the mouth, and
widely spacedteeth) and ectrodactyly/oligodactyly in the first two cases

W




syndrome (LMPS)

is a lethal hereditary disorder characterized by a
distinct constellation of multiple anomalies,
consisting of multiple pterygia, flexion contractures
of multiple joints, characteristic facial appearance,
cystic hygroma, hydrops, and pulmonary and
cardiac hypoplasia.




323 and 324 Osteopetrosis. Inheritance: The severe, precocious form is

X-rays: Note —increased density of long bones with autosomal recessive. The more benign form with

defective modelling. late manifestations is usually autosomal dominant,
Other features: ‘Bone within bone’ appearance. although autosomal recessive families have been
Face: Note — facial weakness, broad forehead reported.

and prominent jaw.
Other features: Bone fragility, optic atrophy,
deafness and leuco-erythroblastic anaemia.



EEC

100 and 101 Ectrodactyly, ectodermal dysplasia
and clefting (EEC) syndrome.
Note: Repaired cleft lip, sparse, dry hair and split
hand with partial syndactyly.
Other features: Small or missing teeth.
Inheritance: Autosomal dominant.

(GIIVTTVE ] 1T & OO TS IS W ws

Other features: Hypoplastic patellae, ptosis,
cloverleaf pigmentation of the iris and nephro-

pathy.
Inheritance: Autosomal dominant.

101




Roberts syndrome

Bilateral cleft lip and cleft palate,
phocomelia, club hands with an appendage-
like thumb on the right and a missing
thumb on the left.







176

175-177 Apert syndrome.

Note: Brachycephaly, acrocephaly, proptosis,
beaked nose, mid-facial hypoplasia, ante-
mongoloid slant to eyes, syndactyly of all fingers
giving ‘base-ball glove’ appearance, big toes and
thumbs are often free.

Other features: Craniosynostosis, mental re-
tardation, narrow or cleft palate and broad thumbs
in valgus position.

Inheritance: Autosomal dominant, most cases
are fresh mutations.




171

171 and 172 Crouzon syndrome.

Note: Prominent forehead, proptosis, hyper-
telorism, short upper lip, maxillary hypoplasia and
hooked nose.

Other features: Brachycephaly, nystagmus and
optic nerve damage and mental retardation only
occasionally.

Inheritance: Autosomal dominant.

173

174




Crouzon Syndrome

Craniofacial

Brachycephaly due to coronal suture
synostosis

Hydrocephaly with Chiari I
malformation

Hypertelorism

Proptosis

Midface hypoplasia

“Beaked” nose

Crouzon Syndrome: Features and
Findings

Cleft palate

Stylohyoid calcification

Conduction and/or neurosensory
hearing deficit

Extracranial Skeletal

Cervical spine fusion

Other

Acanthosis nigrican



, eiffer syndrome with cloverleaf
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Saethre-Chotzen

hypertelorism,

high forehead, beak
nose, and syndactyly
of second and third
fingers.
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~ Left-sided diaphragmatic hernia




diaphragmatic defect into the right hemlthorax dlsplacmg the
heart and lungs to the left and leading to fetal hydrops and
polyhydramnios




the right lung compression,
cardiomediastinal shift, left lung
hypoplasia, and visceral herniation
through the diaphragmatic defect.




T Gastroschisis

the exteriorized bowel is
dilated and infarcted







omphaloc
stomach, and bowel

Chromosomal and other
anomalies, particularly cardiac,
are common and should be
evaluated
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Bilateral Pulmonary Agenesis baasy ablogs (555 \
Bilateral Pulmonary Aplasia e sy boes 53001 Y
Bilateral Severe Pulmonary S Had W bs 5N gma | Y
hypoplasia
Laryngeal Atresia o= 2351 ¥
Pulmonary Lymphangiectasia Gy LSHl| 0
Thorax hypoplasia APPIrSy e
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Type 0 Congenital Cystic
Adenomatoid o . Losl oS y
Malformation (Microcystic 2 S e S

adenomatoid malformation)

Unilateral pulmonary agenesis
with other anomalies (renal
agenesis ,...)




apical bullous lung disease




Large bilateral pleural effusions with secondary
severe pulmonary hypoplasia







racheal agenesis in an 18-week-gestation fetus terminated
for multiple anomalies

the probe demonstrates the origin
of the right main bronchus from
the esophagus




anomglous development.of the
cartilaginous structures,
reducing the lumen to a slit
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Hypoplastic Aortic arch i ‘
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Diseases with L
Chromosomal disorder il
Congenital Heart Disease + g V- Py P[RR [P PP TIPS Dy B
complete Heart Block (Grade 3) e s
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Visceral abnormal situs P
(Heterotaxia syndrome) (U po)
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failure/ dysrhythmia)
Hypoplastic Left Heart syndrome P S > TP S Gt B | y
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Interrupted aortic arc

(AA, ascending
aorta; PA, main
pulmonary artery;
arrow,




. The heart is present in an
abnormal location beneath the
shortened sternum.



~  Premature closure of the ductus
arteriosus (arrow)
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Tricuspid valve atresia (TVA)

-




Pulmonary atresia

The pulmonary artery
(arrow) is represented
by a thin fibrous cord
(arrow).




Pulmonary atresia

Large bronchial
collateral vessels
(BC) from the
descending
thoracic aorta
(DA) in
pulmonary atresia.




The right atrium is
grossly dilated




interventricular septum

The right ventricle is
small and its wall is
greatly hypertrophied
and the lumen nearly
obliterated.




Hypertrophic cardiomyopathy




/ Dilated cardiomyopathy
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Fetal Nephrotic Syndrome (SS5 5 8) e i g 5 ki ¢
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Potter facies

small, posteriorly rotated
ears, micrognathia, a
beaked nose, and wide-set
eyes




Marked abdominal distention and
bilaterally enlarged kidneys




Multiple kidney cysts in SLOS
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Bilateral Hydronephrosis + severe
Oligohydrammnios / Bilateral
Pulmonary Hypoplasia
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Obstructive Hydronephrosis




| wer urinary tract obstruction

(posterior g
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Megacystitis




Cloacal exstrophy

consists of an infraumbilical
omphalocele with

exstrophy of the bladder, in
which the bladder is
separated into halves by the
exposed

intestine. Both the proximal
and distal loops have
prolapsed, producing the
“elephant trunk” appearance.
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Cloacal cyst STs o3| ¥




A high imperforate anus

[t communicates into the vagina
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Pentalogy Of Cantrell Jizl
VACTERL Asssociation

CHARGE Association

Severe renal and skeletal Al g ol e s o 2 Sy e

anomalies with severe
hydrocephaly







Pentalogy of Cantrell

associated with anterior
diaphragmatic defect, sternal cleft,
ectopia

cordis, and congenital heart disease
(usually a ventricular septal defect




o

VATER association

phocomelia,
rudimentary
external genitalia
and anal atresia.




CHARGE association

prominent forehead, hypertelorism, narrow
palpebralfissures, hypoplasia of the right
naris, low-set ears, and acupid’s-bow
mouth.

Choanal atresia necessitated tracheotomy
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Conjoined Twins
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onjoined thoracopagus twins

weeks of gestation
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Spinal Muscular Atrophy (SMA) P L P
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(Werdnig- Hoffman syndrome) e
Duchenne Muscular Dystrophy 33 by s Y S e
(DMD)
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Syringomyelia P
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Werdnig-Hoffman disease

1) Generalized hypotonia. He
had a small chest with
diaphragmatic

breathing, fasciculation of the
tongue, and absence of deep
tendon reflexes.

2) Generalized muscle
atrophy including
respiratory muscle.
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/ Severe combined immunodeficiency

Widespread fungal dermatitis with
Candida albicans over the trunk and nails




[P
e et

Ot -."-' —

Phenylketonuria (PKU) A T TN =
Tyrosinemia / Tyrosinosis S g e | )
Griscelli Syndrome RPN B
Chediak Higashi e Sl i |
Maple syrup urine disease |l oo s giles| O
(MSUD)

Methylmalonicacidemia e S b e | F
Isovaleric acidemia el S5 Jlgal |V
Propionic acidemia ol SCaza | A
Cystinosis e et | 8
Homocystinuria (SelE e g SE) o i poaa [ 1
Glutaric Acidurnia (Type ) | F 8 Soshel SLEAE L N




/ .

o o e ol Y
o el ,‘"-' — 3
Mitochondnal Trifunctional Protein (MTP) CkS e 05 d g agaS | )
deficiency
Glutaric Aciduna type Il (Multiple acyl-co A 2ad bl g gppal SIS Y

dehydrogenase deficiency) MAD

Camitinelacylcarnitine franslocase

: Ll
Deficiency







- .I ' . IH' I.I-'

Arginase deficiency (o 5al) il i
Argininosuccinatelyase deficiency I C R I, SN -
{'_:J_! " . p—p _,__.I

Argininosuccinatesynthetase deficienc fw il il i S sy ol
= § - e gl gl ) 3| el

(l
Carbamyl phosphate synthetase i i el S
deficiency (CPSID)
N-Acetylglutamate synthetase FEECT RN IR |
deficiency (NAGSD)

Omithine Transcarbamylase deficiency
(OTCD)

e B L LT




e

b

Gaucher disease

Miemann- Pick disease A/B/C ABICs, o | Y
Tay-Sachs disease ol g g T
Sandhoff disease — ki | ¥
Gangliosidosis GM1 GM1 ;5w 508 ol | 0
Gangliosidosis GM2 GM2 5w 08 | #
L eukodystrophy b g s o5
(Meta chromatic (MLD) _
.-_.,_l_’l_.-—;.-_‘_i-.h- - P
Krabbe -F .
W
Canavan LS
Alexander }
Meuronal ceroid lipofuscinosis Vo) pe e Ay S| A
type | /1l (NCL)
Mucolipidosis type | / Il Vel gleipadSeal| 4
Fabry Disease A | e
Wolman Disease s g M







T Metachromatic

leukodystrophy (MLD)

Extreme hypotonia.

At about 15 months of age he
stopped talking and showed
muscle weakness.







Mucolipidosis Il (I-Cell Disease)

severe growth retardation (67 cm), coarse
facial features, claw hands, severe skeletal
dysplasia, marked gingival hypertrophy,
cardiomegaly with

marked thickening and deformity of mitral
and tricuspid valves, and bilateral duplication
of ureters.
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developing delay, coarse facial
features, claw hands, and
more severe joint contractures.
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Mucopolysaccharidosis |
(Hunter Syndrome)

mild short stature, coarse

facial features, and claw
hands.




Mucopolysaccharidosis Il
(Sanfilippo Syndrome)

Coarse hair (hirsutism):
hypertrichosis often present,
especially on the back
Macrocephaly

Copious nasal discharg
mild degree of dysostosis

. multiplex
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(Morquio Syndrome)

coarse facial appearance and short
trunk.
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(Morquio Syndrome)
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Maroteaux- Lamy Syndrome
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Mitochondnal myopathy
encephalopathy lactic acidosis and
stroke-like episodes (MELAS)
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Myocolonic epilepsy and ragged —
red fibers (MERRF)
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PRI

Leigh disease; subacute necrotizing
encephalomyopathy

Friedreich’'s ataxia (FA)

Ataxia- Telangiectasia
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Zellweger Syndrome

is due to a peroxisomal defect.

It is lethal in infancy.

A pear or light-bulb shape of head,
large fontanelles, flat occiput, high
forehead with shallow

supraorbital ridges and flat face,
minor ear anomalies, inner
epicanthic folds, Brushfield spots
of the iris, mild micrognathia,

and redundant skin of neck
characterize this condition

Death before 1year of

age usually occurs from respiratory
complications.
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Hy sia, congenital |
| type

short limbs and multiple
fractures boneless skull
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ypophoSphatasia

Two brothers showing short
stature and bowed legs
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Bilateral anophthalmia




Fraser Syndrome

fused eyelids, lateral hair extending to
lateral eyebrows, ocular hypertelorism,
notched nares and a tracheostomy site
for management of laryngeal stenosis.



Cat’s eye reflex, or leukocoria
Retinoblastomain
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KID syndrome

keratitis, ichthyosis, and deafness.
Cutaneous manifestations show sharply
demarcated red-brown hyperkeratotic
plaques on the central face, around both
eyes, and upper and lower extremities
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Down syndrome

sloping forehead, upslanting palpebral fissures,
“Woolley” sign, flat nasal bridge, small mouth,
protruding tongue, narrow chest, and decreased
internipple distance.




microcephaly,
microphthalmia,
cleft lip/palate,
and
Omphalocele



Trisomy 18

grasping pattern (left)

and rocker-bottom

feet small eyes,

with prominent micro/retrognathia,
and low-

calcaneus

set/malformed ears.




Trisomy 8
The ears are malformed and edematous




hypertelorism, bulbous nose, sloping
forehead, and small mouth.
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Del (13) syndrome

hypoplastic thumbs, syndactyly of toes, in addition to multiple
congenital anomalies.
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The 22g11.2 deletion syndromes

are a group of conditions with a deletion in the long arm
of chromosome 22. They share a characteristic
spectrum of congenital cardiac defects with wide
ranging noncardiac congenital anomalies (immune
deficiencies secondary to aplasia or hypoplasia of the
thymus, hypocalcemia due to small or absent
parathyroid glands, palatal and speech abnormalities,
and congnitive difficulties). DiGeorge syndrome is one
of them.
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showing happy
disposition,

an open mouth
expression, widely spaced
teeth, and a pronounced
mandible.

The diagnoses were
confirmed cytogenetically

[del(15)(qu-13)].



Wolf-Hirschhorn syndrome

prominent glabella, hypertelorism, beaked nose, and frontal
bossing, collectively described as “Greek warrior helmet” facies




N

Cri du chat syndrome

Hypertelorism, oval face,
antimongoloid slant of the eyes
and large ears.




Tetrasomy 9p syndrome

Bilateral cleft lip and palate,
retromicrognathia, small eyes, low-set lop
ears, and a skin tag on the antihelix of the
right ears. In addition, the

infant had short neck with excess nuchal
fold, bilateral webbing of the anterior axillary
folds, pectus excavatum, congenital heart
defects,

right hydronephrosis, diastasis recti with an
umbilical hernia, a right inguinal hernia,
sacral dimple with a tag, micropenis, bilateral
metatarsus adductus, bilateral transverse
palmar creases, clinodactyly of the fifth
fingers, short thumbs, and hypoplastic nails.
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