
VISUAL AND OTOLOGICAL MANIFESTATION OF CAMURATI-
ENGELMANN'S DISEASE: A CASE REPORT

140PJR April - June 2016; 26(2)PAKISTAN JOURNAL OF RADIOLOGY

Correspondence : Dr. As if Alam  K h an
Kh ybe r Me dical Colle ge
Pe s h aw ar, KPK, Pak is tan.
Em ail: aak _ doc@ yah oo.com

CASE REPORT

Subm itte d 28 July 2015, Acce pte d 15 Augus t 2015

Case Presentation

A 9  ye ar old boy pre s e nte d to h is  clinician w ith  a
h is tory of gradual los s  of h e aring and vis ion in both
e ye s  ove r th e  pre ce ding 7 m onth s . H e  w as  als o com -
plaining of pain localiz e d to h is  calf and th igh  m us cle s .
Th e re  w as  no h is tory of joint s w e lling. H e  h ad be e n
pre vious ly w e ll w ith  no re le vant pas t m e dical h is tory.
Clinical e xam ination re ve ale d th e  ch ild to be  pale ,
le th argic and h aving a w addling gait. Bas e d on th e
clinical h is tory h is  clinician re fe rre d h im  for MRI of
th e  brain to e xclude  any s pace  occupying le s ion
w h ich  m ay be  th e  caus e  of h is  h e aring and vis ual
los s . H is  MRI re ve ale d m ark e d h ype ros tos is  of th e
s k ull vault bone s  as  w e ll as  th e  bas e  of s k ull w h ich
is  appe aring h ypointe ns e  on T2 w e igh te d im age s
(Fig 1). Mark e d narrow ing of bilate ral optic ne rve
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Cam urati Enge lm ann’s  dis e as e  (CED) is  a rare  dis orde r w orldw ide  w ith  jus t ove r 200 cas e s  re porte d. No cas e
of CED h as  be e n re porte d in Afgh anis tan till date . It h as  be e n pre vious ly re porte d th at dom ain s pe cific m utations
in trans form ing grow th  factor (TGF)-1 ge ne  on ch rom os om e  19 q 13.1 h ave  be e n re porte d to caus e  th is  dis orde r.1-3

Its  patte rn of inh e ritance  is  autos om al dom inant w ith  variable  pe ne trance .4 Mos t patie nts  of CED (als o k now n
as  progre s s ive  diaph ys e al dys plas ia (PDD), oe te opath ica h ype ros totica m ultiple x infantalis ) pre s e nt w ith  e xtre m ity
pain, m us cle  w e ak ne s s  and w addling gait. Sym ptom atology re lating to cranial ne rve  im pinge m e nt is  s e condary
to am orph ous  incre as e  in th e  de ns ity of s k ull bone s  re s ulting in s te nos is  of various  foram ina/s pace s  w ith in s k ull.
It te nds  to be  b ilate ral and s ym m e trical and can affe ct any bone  but h as  gre ate r affinity for long bone s  e .g.
h um e rus , fe m ur, tibia, ulna and radius . Oth e r com m on s ite s  include  s k ull and pe lvis .5,6
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canals  due  to h ype ros tos is  w as  note d. Th e  optic ne r-
ve s  w e re  com pre s s e d in th e  optic canals  (Fig 2).
Scle ros is  is  als o s e e n in th e  re gion of pe trous  part
of te m poral bone  w h ich  m ay be  th e  re as on for h e aring
los s . Scle ros is  of th e  vis ualiz e d uppe r ce rvical ve rte -
brae  w as  als o s e e n. Findings  w e re  s ugge s tive  of
Cam urati-Enge lm ann's  dis e as e . Afte r dis cus s ion w ith
th e  prim ary ph ys ician radiograph  of le ft fe m ur w as
pe rform e d w h ich  re ve ale d diffus e  diaph ys e al h ype ros -
tos is  (Fig 3).

Discussion

M e dical tre atm e nt of bony abnorm alitie s  w ith
glucocorticoids  (pre dnis olone ) h as  be e n trie d w ith
s ucce s s  in patie nts  of CED7,8  but failure  of tre atm e nt
w ith  b is ph os ph onate s  h ave  als o be e n re porte d.9

Figure 1: T1 w e igh te d Coronal Pos t contras t (1a) and T2 W e igh te d
m idline  s agittal (1b) im age s . Th e  bone s  of bas e  of s k ull and vault

appe ar s ignificantly th ick e ne d and h ypointe ns e  (Arrow s ),
re pre s e nting m ark e d h ype ros tos is .

2A

Figure 2: T2 W e igh te d axial im age  at th e  le ve l of optic canals
s h ow ing m ark e d narrow ing of bilate ral optic ne rve  canals  due  to
h ype ros tos is  (Arrow s ). Th e  optic ne rve s  can be  s e e n com pre s s e d

in th e  re gion of bilate ral optic canals
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Figure 3: Radiograph  of le ft fe m ur s h ow ing diffus e  diaph ys e al
h ype ros tos is
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Moum oulidis  e t al de s cribe d otological m anife s tation
in CED as  a re s ult of narrow ing of inte rnal auditory
canals  caus e d by bony e ncroach m e nt on ne rve s  and
ve s s e ls .10 Th is  re s ults  in re trococh le ar h e aring los s ,
m e anw h ile , th e  narrow ing of tym panic cavitie s  and
Eus tach ian tube  m ay pre cipitate  m iddle  e ar infe ctions
and/or adh e s ions  of os cile s  to th e  tym panic w alls .11

Th e  incide nce  of h e aring im pairm e nt in th e  patie nts
of CED is  e s tim ate d to be  about 18% .12 Coch le ar
im plantation for auditory re h abilitation in patie nts  of
CED h as  be e n de s cribe d by Frie dland e t al11 and
Tibe s ar.13 Surgical de com pre s s ion of inte rnal auditory
m e atus  to re lie ve  ve rtigo in cas e  of CED h as  als o
be e n s ucce s s fully done .14

Vis ual m anife s tation of CED can be  cons ide re d as
a late  s e q ue lae  of dis e as e  proce s s . W righ t M re porte d
th at vis ual s ym ptom s  m ay tak e  s om e  tim e  to de ve lop.15

Initial s ym ptom  m ay only be  of e xoph th alm os  or
h e adach e  due  to rais e d intracranial pre s s ure  (ICP)
and a de cre as e  in vis ual acuity m ay be  th e  pre s e n-
tation late r in th e  dis e as e  proce s s .15 It m ay w e ll be
th e  ch ie f pre s e nting s ym ptom s  as  w ith  th is  cas e .
Vis ual s ym ptom s  are  not lim ite d to CED alone , oth e r
conditions  of prim ary bone  dis orde rs  s uch  as  cranio-
m e taph ys e al dys plas ia, os te ope tros is  and ane urys -
m al bone  cys t, all of w h ich  h ave  be e n re porte d to
caus e  progre s s ive  s te nos is  of optic canals .16-18 Th e
e tiology of vis ual s ym ptom s  in s om e  cas e  h ave  be e n
pre s um e d to h ave  occurre d s ole ly due  to com pre s s ive
optic ne uropath y19 ,20 h ow e ve r, s ym ptom s  can als o
be  due  to papilloe de m a s e condary to rais e d intra
cranial pre s s ure .15

In our cas e  vis ual s ym ptom s  w e re  due  to m ark e d
narrow ing of bilate ral optic ne rve  canal due  to h ype r-
os tos is . Th e  optic ne rve s  can be  s e e n com pre s s e d
in th e  re gion of bilate ral optic canals  (Fig 2). Tre atm e nt
rationale  w ill be  diffe re nt as  papilloe de m a h as  be e n
tre ate d w ith  diure tics  (ace taz olam ide )15 and s urgical
de com pre s s ion re porte d as  th e  be s t m anage m e nt
in cas e s  of com pre s s ive  optic ne uropath y. H ow e ve r,
in s om e  cas e s  and ove rlap of both  m e ch anis m s  m ay
be  e ncounte re d. It is  s ugge s te d th at s om e  type  of
cranial vault e xpans ion proce dure , pos s ibly com bine d
w ith  an orbital de com pre s s ion m ay be  be ne ficial as
w e ll.15 H e re  it s h ould be  k e pt in m ind th at, s urge ry
m ay not be  curative  and re cons titution of s urgically
re s e cte d bone  m ay be  e ncounte re d.19 ,21

Conclusion

In conclus ion, th e  re port de s cribe s  th e  firs t cas e  e ve r
of CED to be  re porte d out of th is  re gion of th e  w orld
and it’s  pre s e nting s ym ptom atology.
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