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Classic and Atypical FOP Phenotypes are Caused by Mutations
in the BMP Type | Receptor ACVR1

Frederick S. Kaplan1u2, Mei i){u1, Petra 5eemann4, Michael Cnnnur5, David L. Glaser1,
Liam Carrnllﬁ, Patricia Delai’ , Elisabeth Fastnacht-UrhanB, Stephen J. Fnrmang, Gabriele
Gillessen-l{aesbachm, Julie He.:«n::uurs.-r-Fe.:nngﬁl 1, Bernhard Késter 2, Richard M. Pauli13,
William Reardon 4, Syed-Adeel Zaidi!®, Michael Zasloff!, Rolf Morhart 16, Stefan
Mundlos“nw, Jay Grnppew, and Eileen M. Shore 1.3
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Scalp nodules- dermatological point of view

Cranial fasciitis is a firm or elastic nodule of
the scalp, which may be congenital or
appear in children younger than 6 years
with rapid enlargement in several weeks or
months [Keyserling, AJNR 2003; 24: 1465-
7.].

Histology and immunohistochemically
examination show proliferation of
fibroblasts and myofibroblasts in a myxoid
stroma [Foureur, Ann Dermatol Venereol
2002; 129: 732-4].

The prognosis is good and there is no
recurrence after excision



- 27 cases in the series

- mean age 2.4 years

- disappearing spontaneously
- often in severe cases

Scalp nodules as a presenting sign of fibrodysplasia
ossificans progressiva: A register-based study

Maryam Piram, MD,*" Martine Le Merrer, MD,”%" Valérie Bughin,®' Yves De Prost, MD, PhD ***
Sylvie Fraitag, MD,““! and Christine Bodemer, MD, PhD*"<#
Paris, France

Background: Fibrodysplasia ossificans progressiva (FOP) is a rare genetic disorder characterized by
progressive ossification of soft tissues. Clinical diagnosis is important because trauma from lesional biopsies
can exacerbate the disease.

Objective: We sought to evaluate the frequency of scalp nodules as the presenting manifestation of FOP.

Methods: We describe 3 infants with FOP who presented with multiple neonatal scalp nodules, We

J Am Acad Dermatol 2011
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Fig 2

Fatient 1, histopathaologic analysis of nodule. A, Spindle-cell proliferation in deep subcutaneous tissue associated with abundant well-
ascularized stroma. B, Short spindle-shaped cells randomly arranged in collagenous stroma. Mumerous capillaries sometimes
associated with mononuclear inflammatory cells arranged around these vessels. C, Positive staining for smooth muscle actin, (& to C,
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5 years old, algerian

Transverse congenital
defect of the right hand

Swelling of the skull at
birth

Cerebellar Vermis agenesis
Ankylosis of the jaw at4 y
Karyotype 46 XX

ACVR1 R206H
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10 years, girl

Pain and stiffness of the
left hip

Normal neck

Xrays: Ossification

)% )(*+,

f




4 %l

)% )(*+,



2 1 1 44
%3
)% )(*+,



)% )(*+,






0>

(>



I'$

0> -

A> -

# -$

%A -












F o

O

HOO 000 momme o°f
I ifu I ouim Ia-f.f

[
o0omo® O
FOP mandibular and
FOP Mandibular O

limb muscle




)%
84 )%

| " EE
G9






