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CASE 1
9 Y/0O GIRL



Brief history

e Past history
Respiratory distress after birth

* Chief complain
Persistent weakness of lower limbs
with bilateral ankle clonus



Imaging studies

Brain MRI (no C) (2020.11.11)
C-spine MRI (no C) (2020.11.11)
H&N CT (no C) (2020.11.11)



Imaging findings

v’ Craniosynostosis
- ant. sagittal, coronal and lambdoid sutures

v’ Orbital proptosis
v' Midface hypoplasia

v’ Posterior fossa & foramen magnum stenosis
w/ syringohyromyelic obex & hydrocephalus
s/p VP shunting

v’ Bilateral maxillary ossifying fibroma
& narrowing of the nasal meatuses



Differential Diagnoses

* Craniosynostosis syndromes
- Apert syndrome
- Crouzon syndrome
- Pfeiffer syndrome
- Saethre-Chotzen syndrome
- Muenke syndrome

- Genetic report

FGFR2 point mutation
(1124 A>G)




Crouzon's syndrome

Craniofacial dysostosis, branchial arch syndrome

Autosomal dominant mutation in fibroblast growth factor
receptor (FGFR) 2 and 3 on chromosome 10

Original triad by Octave Crouzon :
Skull deformities / facial anomalies / and proptosis

Severe cases: "cloverleaf skull," maxillary hypoplasia,
exophthalmos, mandibular prognathism or bifid uvula

Chiari | malformations, hydrocephalus, cervical spine
abnormalities












Table 1. Genetic mutations and their craniofacial phenotype.
Adapted from Senarath-Yapa et al, d Flaherty et a

Syndrome
Cha isti

FGFRI 5

Crouron syndrome Premat
flat forehead, midf

Apert syndrome Fremature suture

mid al retru

FGFR3 4p

edrir 155

nental delay

suture fusion,

al hairline




Crouzon
syndrome

Crouzon
syndrome with
acanthosis
nigricans

Apert
syndrome

Pfeiffer
syndrome

Muenke
syndrome

Jackson-Weiss
syndrome

Beare-
Stevenson
gyrate
syndrome

Normal Normal Normal Normal FGFR2

Normal Normal Normal Normal FGFR3

Fusion of thumb to  Soft tissue with or  Fusion of great toe  Soft tissue with or

fingers is without bone to other toes is without bone FGFR2
occasionally seen syndactyly occasionally seen syndactyly
Broad, medially Variable Broad, medially Variable
deviated brachydactyly deviated brachydactyly FGFR1, FGFR2

. . Tarsal fusi
With or without  May or may not be arsaffusion may

\ I )
orme carpal fusion broad or may not be FGFR3
present
Normal Variable Broad, medlally Abnormal tarsals FGFR2
deviated
Normal Normal Normal Normal FGFR2



