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Introduction

Gorlin-Goltz  s yndrom e , als o k now n as  bas al ce ll
ne vus  s yndrom e , is  a rare , autos om al dom inant inh e -
rite d dis orde r, w h ich  is  as s ociate d w ith  num e rous
bas al ce ll carcinom as , m axillary and m us culos k e le tal
m alform ations . Th e s e  patie nts  als o h ave  oth e r m ani-
fe s tations  th at include  prognath is m , bifid ribs , calcifi-
cation of te ntorium  and falx. Th e s e  patie nts  are
pre dis pos e d to various  anom alie s  and ne oplas m s .1,2

Bas al ce ll ne vus  s yndrom e  is  caus e d by m utations
in th e  PTCH 1 ge ne  and is  trans m itte d as  an autos o-
m al dom inant trait w ith  com ple te  pe ne trance  and
variable  e xpre s s ivity.3 Its  Clinical diagnos is  re lie s  on
s pe cific crite ria.
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Gorlin-Goltz  s yndrom e , is  a rare  h e re ditary autos om al dom inant dis orde r ch aracte riz e d by a w ide  range  of
de ve lopm e ntal abnorm alitie s  and a pre dis pos ition to ne oplas m s . It is  ch aracte riz e d by m ultiple  bas al ce ll carcinom a,
odontoge nic k e ratocys ts  of th e  jaw , h ype rk e ratos is  of palm s  and s ole s , s k e le tal abnorm alitie s , intracranial e ctopic
calcifications , bifid ribs  and facial dys m orph is m . W e  re port a cas e  of young m ale  w h o pre s e nte d w ith  com plaints
of bilate ral ch e e k  s w e lling and progre s s ive  de cre as e d m outh  ope ning, w h o w as  pre s um ptive ly diagnos e d as  a
cas e  of ch ronic os te om ye litis . Subs e q ue ntly, im aging fe ature s  fitte d into th e  s yndrom ic fe ature s  of Gorlin-Goltz
s yndrom e .
Keywords: Bas al ce ll ne vus , odontoge nic k e ratocys ts , s k e le tal anom alie s , falx calcification.

ABSTRACT

Case Report

A 25-ye ar-old m ale  patie nt re porte d to outpatie nt
de partm e nt of our h os pital w ith  com plaints  of s w e lling
and dull pain ove r bilate ral ch e e k s . Th e  patie nt h ad

s im ilar com plaints  on th e  righ t s ide  10 ye ars  back
for w h ich  h e  h ad unde rgone  s om e  s urgical inte rve n-
tion. No pre vious  s urgical re cords  w e re  available
w ith  h im , for th e  pas t s urge ry. Our patie nt de nie d
any s im ilar ch ange s  in h is  fam ily m e m be rs  or clos e r
re lative s .
Ph ys ical e xam ination of th e  patie nt re ve ale d tall
s tature , frontal bos s ing, h ype rte loris m  and le ft ch e e k
s w e lling w ith  progre s s ive  de cre as e d m outh  ope ning.
De rm atological e xam ination w as  norm al. Ultras ound
e xam ination of th e  abdom e n did not s h ow  any abnor-
m alitie s .
Com pute d tom ograph y(CT)of face  and ne ck  w ith
contras t e nh ance d MRI corroboration re ve ale d a
large  w e ll de fine d e xpans ile  non-e nh ancing cys tic
le s ions  involving le ft h e m im andible . An e xpans ile
le s ion w as  als o s e e n aris ing from  th e  pos te rior as pe ct
of righ t m axillary alve olar arch  involving th e  tooth
s ock e ts  of 2nd and 3rd m olar (Fig. 1). Anoth e r s im ilar
im aging m orph ology le s ion w as  note d involving alve o-
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Se ctions  th rough  brain s h ow  calcification of falx ce re bri
and te ntorium  ce re be lli (Fig. 2a). Spina bifida occulta

lar arch  of m axilla on th e  le ft s ide . On MRI corroboration,
th e  le s ions  w e re  pre dom inantly h ype rinte ns e  on T2W
and is ointe ns e  on T1W  im age s  (Fig. 1). Th e re  w as
as s ociate d w ide ning of righ t h iatus  s e m ilunaris .

Figure 1: (A) Contras t e nh ance d CT s h ow s  e vide nce  of non
e nh ancing e xpans ile  le s ion in ram us  of le ft h e m im andible .
(B) T2W  axial MRI s h ow ing h ype rinte ns e  e xapns ile  le s ions

involving ram us  of th e  m andible  bilate rally, w ith  large r le s ion s e e n
on th e  le ft s ide .

1A

1B

w as  s e e n at C6, C7 and D1 ve rte brae  w ith  ce rvical
s colios is  (Fig. 2b). Incide ntal note  w as  als o m ade  of
partial C5-6 block  ve rte bra (Fig. 3).

Surgical e xcis ion and e nucle ation of th e  m axillary
and m andibular cys ts  w e re  done  and s e nt for h is to-
path ological e xam ination w h ich  re ve ale d e pith e lial
lining w ith  parak e ratotic laye r, s pinous  ce lls  and

Figure 2: (A) Contras t e nh ance d axial CT s h ow ing e vide nce  of
s pina bifida occulta at C6 ve rte bra. (B) Non contras t e nh ance d
axial CT h e ad s h ow s  calcification of falx ce re bri and te ntorium

ce re be lli

2A

2B
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h ype rch rom atic colum nar ce lls  in bas al laye r, cons is -
te nt w ith  ode ntoge nic k e ratocys ts  (Fig. 4).

Figure 4: H is topath ological e xam ination s h ow s  e pith e lial lining
w ith  parak e ratotic laye r, s pinous  ce lls  and h ype rch rom atic colum nar

ce lls  in bas al laye r, cons is te nt w ith  ode ntoge nic k e ratocys ts

1/256000 w ith  m ale : fe m ale  ratio 1:1.4 It is  s e e n in
m ale s  and fe m ale s  e q ually.5 Th is  dis e as e  w as  firs t
re porte d by Jaris ch  and W h ite  in 19 84 but com ple te ly
de s cribe d in 19 60 by Robe rt Jam e s  Gorlin and
W illiam  Goltz . Th is  dis e as e  is  caus e d by m utations
in th e  tum ors uppre s s or ge ne  PTCH 1 and is  trans -
m itte d as  an autos om al dom inant trait w ith  com ple te
pe ne trance  and variable  e xpre s s ivity. H ow e ve r, 35-
50%  cas e s  occur due  to ne w  m utations .6

Th e  m ajor and m inor crite ria for diagnos is  of Gorlin-
Goltz  s yndrom e  w as  de s cribe d by Evans  e t al. and
Kim onis  e t al. in 19 9 7. To e s tablis h  th e  diagnos is  tw o
m ajor or one  m ajor and tw o m inor crite ria are  re q ui-
re d, w h ich  are  de s cribe d be low .5,7

Major criteria

1. Multiple  (>2) BCCs  or one  unde r 20 ye ars
2. Odontoge nic k e ratocys ts  of th e  jaw s  prove n by
h is topath ology
3. Palm ar or plantar pits  (3 or m ore )
4. Bilam e llar calcification of th e  falxce re bri
5. Bifid, fus e d or m ark e dly s playe d ribs
6. Firs t de gre e  re lative s  w ith  NBCCS

Minor criteria

1. Macroce ph aly de te rm ine d afte r adjus tm e nt for
h e igh t
2. Conge nital m alform ation: cle ft lip or palate , frontal
bos s ing, m ode rate  of s e ve re  h ype rte loris m
3. Oth e r s k e le tal abnorm alitie s : Spre nge l de form ity,
m ark e d pe ctus  de form ity, m ark e d s yndactyly of th e
digits
4. Radiological abnorm alitie s : bridging of th e  s e lla
turcica, ve rte bral anom alie s  s uch  as  h e m ive rte brae ,
fus ion or e longation of th e  ve rte bral bodie s , m ode lling
de fe cts  of th e  h ands  and fe e t, or flam e  s h ape d luce n-
cie s  of th e  h ands  or fe e t
5. Ovarian fibrom a
6. Me dulloblas tom a

Mos t com m only s e e n intracranial abnorm ality in
Gorlin s yndrom e  is  lam e llar calcification of th e  falx,
w h ich  occurs  in up to 67%  of patie nts .8 Calcification
h as  als o be e n de s cribe d in th e  te ntorium , pe troclinoid
ligam e nts , dura, pia, ch oroid ple xus , and bas al gan-
glia. Th e  odontoge nic k e ratocys ts  s e e n in Gorlin-
Goltz  s yndrom e  us ually cons is t of unilocular or m ulti-
locular radioluce ncie s  in th e  body of th e  m andible ,

Figure 3: T2W  s agittal MRI ne ck  s h ow ing partial block  ve rte bra
at C5-6 le ve l.

Discussion

Bas al ce ll ne vus  s yndrom e , als o k now n as  Gorlin-
Goltz  s yndrom e  or fifth  ph acom atos is , is  a h e re ditary
condition ch aracte riz e d by a w ide  range  of de ve lop-
m e ntal anom alie s  and pre dis pos ition to ne oplas m s .
Th e  e s tim ate d pre vale nce  varie s  from  1/57000 to
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angle  or ram us .9  Th e  m e an h e igh t is  m uch  h igh e r in
th e s e  patie nts  and about 15%  of patie nts  are
e xtre m e ly tall, as  s e e n in our patie nt.10 Oth e r s k e le tal
abnorm alitie s  include  s pina bifida occulta of ce rvical
and th oracic ve rte brae , s colios is , fus e d ve rte brae .9

Conclusion

Early diagnos is  and prope r tre atm e nt w ith  m ulti-
dis ciplinary approach  for Gorlin-Goltz  s yndrom e  is
re q uire d due  to its  h igh e r incide nce  of re curre nce ,
biological aggre s s ive ne s s  and s us ce ptibility for de ve -
lopm e nt of m alignancy. It als o h e lps  in re ducing long
te rm  s q ue al of th e  dis e as e . Ge ne tic couns e lling is
s ugge s te d for th e s e  patie nts  as  th e  s yndrom e  is
autos om al dom inant.
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